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Kristina Fasteson Simacek 

 

A THEORY OF MISDIAGNOSIS: A QUALITATIVE ANALYSIS OF THE DIAGNOSIS 

JOURNEY FOR AN AMBIGUOUS, VISIBLE DISEASE WITH STIGMATIZING 

SYMPTOMS 

 

Misdiagnosis is a serious problem in health care. This dissertation aims to explain why it 

can take many years to receive a diagnosis for a rare disease despite multiple attempts to seek 

help for unresolved symptoms. Using theories from social construction, labeling theory, social 

support, and health care utilization, three broad research questions are answered: 1) How do 

patients recognize a diagnostic error? 2) How do patients challenge an incorrect diagnostic label? 

and 3) What are the consequences of getting the right label after going through the process of 

getting diagnosed? Using as my data set a podcast series of interviews with women who have 

been diagnosed or suspect they have Cushing's syndrome, qualitative analysis indicates that this 

process is embedded in social interactions that shape the possibility that a diagnostic error is 

recognized, challenged, and resolved. These include physician biases, patient illness-related 

identity, interactions between patients and physicians, and social support. The process of 

resolving a diagnostic error can be nonlinear and cyclical, requiring multiple attempts by a 

patient to find doctors familiar with their suspected correct diagnosis and to receive appropriate 

diagnostic testing and interpretation of tests. This often-protracted process often resulted in new 

and multiple stressors. These included finding ways to cope with changes in their identity as it 

related to their health status, managing a disease that could have ongoing uncertainty, navigating 

a local health care system that may be unfamiliar with how to manage the condition, and finding 
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relevant social support. This dissertation makes both theoretical and methodological 

contributions to the discipline of sociology and has practical implications for the practice of 

medicine.  

 

 
_______________________________________ 

Peggy Thoits, PhD 
 
 
 

_______________________________________ 
Bernice A. Pescosolido, PhD 

 
 
 

_______________________________________ 
Fabio Rojas, PhD 

 
 
 

_______________________________________ 
Brea Perry, PhD 

  



vii 
 

Table of Contents 

1 Chapter 1 – Introduction and Literature Review 1 

2 Chapter 2 – Methodological Design and Analysis 39 

3 Chapter 3  – How do patients recognize a diagnostic error? 52 

4 Chapter 4 – How do patients challenge an incorrect diagnostic label and obtain a new one? 95 

5 Chapter 5  – What are the consequences of receiving the correct label after going through the 

process of getting diagnosed? 149 

6 Chapter 6 – Discussion and Conclusion 192 

7 References 215 

 Curriculum Vitae  

 

  



viii 
 

Supplemental Materials 

 Appendix A – Access Letter 229 

 Appendix B – E-Mail from Law Professor, Fred H. Cate 231 

 Appendix C – Interview Guide for MaryO 232 

 Appendix D – Alternate Sources of Cushing’s Qualitative Data 234 

 



1 
 

1 CHAPTER 1 – INTRODUCTION AND LITERATURE REVIEW 

 

1.1 INTRODUCTION 

Misdiagnosis is a serious problem in health care that can lead to unnecessary suffering and 

poor outcomes for patients. To correct a wrong diagnosis, patients and providers must make 

more than one attempt at assigning a diagnosis for the same symptoms. However, traditional 

models of health care utilization emphasize a linear trajectory of help-seeking with patients 

reaching out to a medical professional for assessment, diagnosis, and finally treatment.  The 

burden of recovery is primarily left to the patient in terms of his/her compliance or adherence to 

prescribed treatment. Yet even the most compliant or adherent patients will not improve if they 

are given treatments for a condition they do not have, as these will most likely be ineffective for 

the underlying but undiagnosed condition.   

Recent research in utilization has highlighted challenges to the help-seeking process as it 

operates for self-reported, invisible illnesses that are contested or lack medical recognition, such 

as multiple chemical sensitivity, fibromyalgia, and Gulf War syndrome (Barker 2002; Dumit 

2006; Zavestoski et al. 2004). However, this process has not been extended to visible, physical 

health conditions that are formally recognized in medicine. The purpose of this dissertation is to 

expand help-seeking theory to address what happens when individuals’ visible health conditions 

are mis-labeled (i.e., misdiagnosed), that is, what happens when the label given by a medical 

professional is not the correct one for an underlying medical condition.  In such a case, a 

diagnosis and treatment regimen may not map onto an individual’s symptoms or allow progress 

toward recovery, despite full adherence to medical advice.  When patients recognize that they 
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feel ill, they may seek advice from their own social networks about what to do. Further, their 

physicians may only consult with those in their professional network leading to confirmation 

bias and resistance to pursuing alternative diagnoses. This means that understanding help-

seeking in misdiagnosis requires a complex approach to understanding patients’ healthcare 

utilization patterns as they are affected by physicians’ views and networks and by lay advice on 

where and when to seek help (Pescosolido 2011; Pollack et al. 2012). By studying what happens 

when patients with a visible and difficult to diagnose, but treatable, condition seek an accurate 

account of their symptoms, we can better understand how to address gaps in the health care 

system that leave patients misdiagnosed and suffering and identify points of intervention to aid 

patients who are actively seeking a correct diagnosis. 

 In this dissertation, I answer the following broad questions: 1) How do patients recognize a 

diagnostic error? 2) How do patients get a new label? 3) What are the consequences of getting 

the right label after going through the process of getting diagnosed? Using theories from help-

seeking, social construction, labeling, identity, and social support processes, I demonstrate that 

the long path to a correct diagnosis for a rare disease with ambiguous symptoms is fraught with 

social, in addition to medical, challenges. Cushing’s syndrome was selected as an example of a 

visible, rare, and difficult to diagnose illness that can leave patients misdiagnosed for years 

before the condition is recognized.   This research shows how the onus is on patients to challenge 

their physician’s assessment of their symptoms and convince the provider to change his/her 

approach, or to find a new provider and start the process again.  These departures from current 

theories related to diagnosis and treatment suggest that traditional models of health care paint an 

incomplete picture of the experiences of individuals who experience visible symptoms that do 

not respond to treatments. Thus, in this dissertation I make a theoretical justification for 
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extending current theory to incorporate the study of the diagnostic career of patients with rare 

illnesses using real-world data. More specifically, I extend the literature on help-seeking to 

include the possibility of inaccurate labels and the process of replacing these with new, accurate 

ones. This will provide a broad contribution to our understanding of the sociology of diagnosis. 

 

1.2 IMPORTANCE 

Medical errors are a serious problem in health care, estimated to cause as many as 98,000 

preventable deaths in hospitals per year (Institute of Medicine 2015). Misdiagnosis is a common, 

yet underexplored, type of medical error affecting 10-20% of patients with chronic health 

conditions (Graber, Wachter and Cassel 2012).  When patients are misdiagnosed, it can lead to a 

cascade of problems and expenses accrued by both patients and the healthcare system, delaying 

appropriate treatment and leading to worsening disease progression. Studies of misdiagnosis tend 

to focus on provider or system error, with three types of errors identified: 1) missed diagnosis, 

where no diagnosis was given, 2) delayed diagnosis, where sufficient information was available 

earlier, and 3) wrong diagnosis, where another diagnosis was made before the correct one 

(Graber, Franklin and Gordon 2005). These have been further categorized as having one of three 

causes: no-fault errors (which occur when causes are outside of the control of the physician, such 

as atypical presentation of symptoms), system-related errors (which involve miscommunication 

or technical errors), and cognitive errors (Gandhi et al. 2006; Graber, Franklin and Gordon 

2005).  

Research suggests that It can be very difficult to change an inaccurate diagnosis, as 

demonstrated in a classic experiment by David Rosenhan (1973).  In this study, healthy 

confederates were sent to a psychiatric hospital. They were instructed to pretend they had 
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symptoms of a mental illness (hearing voices) only until they were admitted, at which point they 

were to behave normally.  All were admitted.  The initial labels were so powerful that even 

though the confederates had stopped exhibiting “symptoms” as soon as they were admitted to the 

hospital, they were kept in the institution for an average of 19 days. 

Regardless of the reason for diagnostic error, patients with missed or delayed diagnoses are 

at risk of poorer outcomes and inappropriate care.  The Society to Improve Diagnostic Medicine, 

on its webpage on research needs in this area, states that “there is a surprising paucity of research 

on patient experiences of diagnostic error, ways that they perceive what went wrong in their 

diagnostic journey, and how they might contribute to reducing the risk of these events” (Society 

to Improve Diagnostic Medicine 2016). People who have been misdiagnosed may face myriad 

unnecessary tests, treatments, procedures, stigma, and psychological distress, and in a worst-case 

scenario, death. In addition, because a diagnosis is the first step toward getting a treatment, 

patients with a delayed or missed diagnosis go untreated or mistreated and can suffer preventable 

health consequences and unnecessary pain and suffering. This can spill over into other roles such 

as work or social relationships, putting one’s financial stability and relationships at risk. 

The resolution of diagnostic error is particularly problematic because the onus is shifted to 

patients to challenge their providers and seek further explanations for their symptoms that may 

not align with the provided diagnosis.  A better understanding of misdiagnosis from the patient’s 

perspective may both help patients better navigate the healthcare system and help providers 

better respond to patients in a way that leads to a more accurate diagnosis faster, and ultimately, 

to better outcomes for patients. This dissertation will focus on the experiences patients have in 

navigating the recognition and removal of inaccurate diagnostic labels and obtaining new, 

accurate diagnoses. 
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  Prior sociological research into misdiagnosis has focused on invisible or contested 

illnesses such as fibromyalgia, Gulf War syndrome, and chemical sensitivity (Barker 2002; 

Barker 2008; Dumit 2006; Zavestoski et al. 2004).  Patients with these health conditions are 

often diagnosed with a mental illness because the physician does not believe that the patient’s 

self-reported symptoms have a physical cause. Such patients seek a physical (rather than 

psychiatric) diagnosis, as the medicalization of their symptoms offers an opportunity to relieve 

the stigma of having symptoms that are “in one’s head” and receive a more socially acceptable 

explanation and treatment for their health condition (Conrad 2007). Labels in the form of a 

medical diagnosis offer a medical identity and are thought to be a relief to patients, as they shift 

the blame away from the self and to a biological problem (Freidson 1970). By having a 

physician-legitimated medical identity, patients are able to categorize themselves in medical 

terms rather than attribute their symptoms to a character flaw or psychiatric problems.  

This dissertation explores the misdiagnosis process by extending help-seeking and 

utilization theories to include situations in which people have been mislabeled and must contest 

the label, sometimes multiple times, before arriving at an accurate diagnosis. To examine this, I 

use data from a podcast called “Cushing’s Help,” an interview series by and about people with 

Cushing’s syndrome or Cushing’s disease.  Cushing’s disease and Cushing’s syndrome are rare 

illnesses marked by visible and stigmatizing symptoms such as rapid weight gain, hair loss, and 

“buffalo hump,” which are frequently attributed to other more common causes, thus leading to 

missed or delayed diagnoses. Using tenets of labeling theory as a guiding framework, I propose 

that labeling theories are incomplete when applied to misdiagnosed or underdiagnosed 

conditions, particularly when it comes to the linearity of the process. Rather, I argue that these 

theories should include a cyclical aspect to reflect misdiagnosed patients’ rejection of inadequate 
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labels, and the subsequent ways patients may navigate the medical sphere in search of accurate 

diagnostic labels. This process is driven by individual and social factors, such as social 

construction and cognitive bias by doctors and patients, illness identity, and social support, as 

well as structural factors such as access to and affordability of care. Thus, this dissertation both 

extends sociological theory and provides a novel perspective on a serious problem in healthcare 

that can offer practical guidance for healthcare providers and patients. 

1.3 THEORETICAL FRAMEWORKS 

1.3.1 Social Construction of Diagnosis 

Diagnostic labels are important for both clinical and social reasons.  First, they provide 

health care providers with a “decision node” that informs treatments (Jones, Barraclough and 

Dowrick 2010).   In giving a set of symptoms a diagnostic label, a physician is then able to use 

her or his clinical expertise to further refine the diagnosis and to prescribe an appropriate course 

of treatment for the patient.   Second, when a physician communicates this specialized 

knowledge to the patient, the patient may be better able to understand her or his condition as a 

medical issue, and to respond to it as such.   Diagnoses, however, are subject to social forces that 

are involved in their creation and refinement. In this section, I describe studies of how physicians 

reach a diagnosis, how medicalization and the social construction of diagnosis shape the illness 

experiences of individuals, and the implications this may have for my research. 

Decades of sociological research has sought to understand how physicians reach a diagnosis. 

The actions that physicians take are shaped by a combination of medical knowledge, practice 

experience, cultural norms, and interactions with patients. Fox (1957) followed medical students 

throughout their education to understand how medical schools train students to cope with 
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uncertainty. She describes three types of uncertainty that training physicians deal with in the 

course of their education: uncertainty in what they know about medicine, uncertainty as to the 

bounds of medical knowledge, and uncertainty in differentiating between the two. Light (1979) 

builds on this concept of training for uncertainty by adding that the ultimate goal is to train for 

tempered control over uncertainty, enabling physicians to act in the face of uncertainty. Not to be 

left out of the discussion, Atkinson (1984) challenges Fox’s (1980) life work  on the role of 

uncertainty in medical knowledge and practice, calling it an ideal type that is “too 

complacent…inadequate and incoherent… [and ultimately] too seductive” (p. 949). Instead, 

Atkinson argues that along with uncertainty, certainty is a critical component of medical 

knowledge, and that rather than operating as ideal type scientists, physicians as practitioners of 

medicine must be pragmatic and certain in their application of medical knowledge. That is, 

physicians decide with certainty that there is a disease to treat and rely on “recipes to action” 

(p.955) derived from their experience to treat patients (Atkinson 1984). Physicians are socialized 

into the use of these medical recipes in the course of their training, including skepticism about 

the certainty of patients’ accounts of their illness in favor of their own clinical judgment (Lingard 

et al. 2003). 

Diagnostic decisions are also shaped by cultural norms that value certain types of decisions 

and in making sense of a patient’s presentation and story.  According to Scheff (1963a), 

diagnostic decisions are influenced by cultural norms around managing uncertainty and 

minimizing harm, using what he calls “decision rules” (p.97) such as that it’s better to judge a 

well person sick than a sick person well. This unspoken rule means that patients who do not 

actually have a particular diagnosis will likely be labeled with it if they have ambiguous or 

partial symptoms. More contemporary work has focused on physicians’ use of templates and 
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storytelling (Davenport 2011) in order to make a diagnostic narrative, sometimes patching 

together disparate clinical information about a single patient to construct a seemingly coherent 

story so that a patient’s case can be managed with certainty (Gardner et al. 2011). In the process 

of constructing these narratives, physicians compare the evidence they have gathered to existing 

diagnostic templates that include stereotypes and generalizations about the patient being 

evaluated, such as women having atypical symptoms in coronary heart disease, which can lead to 

misdiagnosis (Welch et al. 2015; Welch et al. 2012).  This is likely particularly true in cases 

where the patient does not have an entirely clear-cut diagnosis due to an incomplete clinical 

presentation. It is in this “grey area” where there is the most potential for the effects of social 

construction (Pescosolido, McLeod and Alegria 2000). Furthermore, if the patient is 

experiencing symptoms of a rare disease, it is unlikely that the physician has a readily salient 

template to apply to their case and may instead rely on more commonly used templates or worse 

– stereotypes about characteristics of the patient, such as gender. 

Sociologists, in particular, symbolic interactionists, have long argued that medical diagnoses 

are socially constructed. That is, definitions of sickness and health are created by the people 

experiencing and observing symptoms they perceive to be deviant from a normative state of 

health in a given culture (Conrad and Schneider 1992; Zola 1972). Incorporating the social 

context into diagnosis, Brown (1995) sums up this process of social construction as “a 

multiplicity of social forces that combine to create and modify the phenomenon” (p 37).  Thus, 

when a diagnosis is first created, it is framed within a social structure by those who are in a 

position of power to define the diagnosis, in this case, medical professionals. This medicalization 

of human experience has been well documented by medical sociologists (Conrad 1992; Conrad 

2007; Conrad and Schneider 1992; Horwitz and Wakefield 2007). A common example of this 
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process is the creation of the Diagnostic and Statistical Manual of Mental Disorders (DSM), 

currently in its fifth edition (DSM-V)  (American Psychiatric Association 2013).  The DSM is a 

book containing the official diagnoses of mental disorders, comprising elaborated symptom lists 

for each diagnosis, which are recognized by psychiatrists.  It was created by an elite group of 

psychiatrists who decided as a group what should be included and excluded from the manual 

(Grob 1991; Kawa and Giordano 2012).  Because of the socially-constructed nature of the work, 

some forms of deviance have been added or removed from the manual over time, for example, in 

more recent editions, homosexuality was removed as a psychological illness while childhood-

onset Bipolar disorder has been added (Conrad 2007; Kawa and Giordano 2012). Such changes 

can have widespread implications for patients seeking help, as this manual is used by insurance 

companies to determine eligibility for reimbursement for psychiatric services, provides a 

roadmap for pharmaceutical companies to follow in developing new treatments, and is used to 

sort and assign research funding (Kawa and Giordano 2012).  In this vein, Conrad and Schneider 

(1992) argue that “medicine has expanded as an institution of social control” (p 259) by defining 

what is and is not a diagnosis and worthy of medical attention.  

Diagnosis as the exclusive domain of physicians is a notion that has been challenged in 

recent years.  Initially, the profession of medicine was given a state-sponsored near monopoly 

over the way that health and illness are defined and treated (Freidson 1970).  This monopoly was 

enabled by the endowment of the medical profession with responsibility for making the right 

decisions about health on behalf of the rest of society (Zola 1972).  Physicians train for a number 

of years to recognize symptoms and to use their clinical training and intuition to make a 

diagnosis. From there, they can form appropriate treatment plans to restore health to their 

patients. In this simplistic model, the physician’s diagnosis is assumed to be accurate and poor 
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outcomes are due to factors other than diagnosis (e.g., patient non-adherence, ineffective 

treatment, etc.). In the last couple of decades, however, medical errors have received increased 

attention. For example, in a volume from the U.S. Institute of Medicine (IOM), To Err is Human 

(Kohn, Corrigan and Donaldson 2000), it was reported that as many as 98,000 deaths are due to 

preventable medical errors in hospitals each year. Given the prestige of the IOM, this was a 

major challenge to the infallibility of modern medicine.  However, challenges to medical 

authority over diagnosis have come from outside of the medical profession as well, in particular 

from activist patients.  

In recent decades, patients have taken more control over setting diagnostic criteria. The 

medicalization literature describes how the social construction of illness has shifted from one of 

physician-dominance to a market-driven and consumer-oriented process (Barker 2011; Conrad 

2005; Conrad 2007; Conrad and Barker 2010; Hasson 2012). Health professionals and health 

researchers are increasingly incorporating patient input into medical care, including the 

definition of specific illnesses (Barker 2011; Hasson 2012). This shift has both empowered 

patients to assert control over the domain of medicine and created opportunities for those patients 

to receive appropriate care. The process of patient-driven medicalization has been documented 

for several illnesses that were initially contested by physicians. 

Contested illnesses are those that are not formally recognized by physicians, but that those 

who experience the illness symptoms attempt to medicalize and define with a label (Barker 

2008). While this area of research acknowledges patient agency in the diagnostic process, it also 

proposes a linear process in which patients and their providers effect change as a group by 

collecting and presenting evidence as scientific proof and using this information to put pressure 

on professionals and funding agencies to study the illness and develop appropriate treatments 
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(Figure 1.1). Contested illnesses underscore the importance of diagnostic labels  in giving both 

legitimacy to symptoms and to the illness identity that a person can assume (Barker 2002). 1 One 

such example is fibromyalgia. Kristin Barker (2008) conducted a groundbreaking study 

documenting the process by which patients with fibromyalgia, a contested illness, used online 

forums to drive a social movement to have their condition recognized as a legitimate medical 

illness. The evidence accumulated by rheumatologists treating these patients was used to 

convince the medical establishment that the condition is real and should be recognized as such. 

Since Barker’s study was published, researchers have developed a better understanding of the 

biological causes of fibromyalgia symptoms and brought new treatments to market (Barker 

2011), reflecting the market-driven aspect of medicalization that Conrad (2005) documents 

whereby contested illnesses more easily gain medical legitimacy when there is a treatment 

available. While in 2015, fibromyalgia was assigned a diagnostic code in the 10th revision of the 

International Classification of Disease (ICD) (World Health Organization 2016), which is used 

for billing purposes and is effectively a symbol of medical legitimacy, it remains a contested 

illness (Durkin 2016; Wolfe and Walitt 2013). This case illustrates how patients can change the 

way symptoms are diagnosed and in many ways, participate in the process of defining of disease, 

particularly for invisible illnesses, a term used to describe illnesses that are not readily seen by 

others, including physicians (Goffman 1963). Yet while patient agency is critical to gaining 

recognition for a contested illness, this framework has been limited to a linear process in which 

an undefined illness becomes defined and legitimated. It does not delineate how the process of 

                                                 

1 Barker (2002) defines an illness identity as “an understanding of self, and affiliation with others, on the basis 
of shared experiences of symptoms and suffering” (p 284). This concept is separate from social identity theory, 
however, as it integrates illness experience with identity theory, there is some conceptual overlap. For the 
purposes of this dissertation, identity will be used to reference the illness identity. 
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legitimizing symptoms operates when an individual has an underlying condition that is medically 

uncontested but misdiagnosed as something else.  

Previous research has emphasized processes whereby patients challenge medical paradigms 

of illness. Brown et al. (2004) describe three types of health social movements: those that focus 

on access to healthcare, those that focus on inequalities in health, and those centered on 

challenging the dominant medical construction of disease, disability, illness experience, or a 

contested illness.  The latter of these is called an “embodied health movement,” and emphasizes 

the challenges involved in obtaining a diagnosis for an illness that may not be entirely accepted 

by the medical profession (Barker 2008; Fair 2010).  However, the health social movements 

literature neglects the experiences of individuals who do not have a contested illness or disability 

yet are still not receiving appropriate treatment despite adequate access to health care providers.  

In this respect, my focus on misdiagnosis differs from traditional sociological approaches to 

challenging medical authority over the body because the underlying medical condition, as yet 

undetected, is considered legitimate by medical professionals. That the underlying condition is 

acknowledged as “legitimate” by this theoretical frame does not diminish the role of social 

construction in the assignment of a label – hence my interest in studying the path to achieving it.  

While invisible and contested illnesses have been explored in terms of the interplay between 

unexplained symptoms and labels (Barker 2002; Dumit 2006; Zavestoski et al. 2004), visible 

illnesses remain understudied. We are left with little theoretical explanation for what happens 

when a health condition has visible but ambiguous symptoms and the patient is misdiagnosed. 

Given that a physician can directly assess objectively visible symptoms, it is particularly 

challenging for a layperson to question the diagnosis. Yet successfully challenging the 

inappropriate label is critical to the patient’s quality of life, survival, and experience of stigma. 
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The contested illness approach to medicalization falls short of explaining how an individual can 

work toward removing a wrong label for a physical and visible illness and pursue a replacement 

label to reflect their symptoms more accurately.  

For visible illnesses that are misdiagnosed, patients may face substantial challenges to 

renegotiating the diagnosis. It is likely that with visible symptoms, physicians may be more 

confident in their diagnosis than if it were invisible and based purely on subjective patient 

reports. If patients believe they have been misdiagnosed, the initial diagnosis must be 

renegotiated with the physician until consensus is reached. This could take substantial effort and 

persistence on the part of the patient, given the power differential and resources required to take 

on this negotiation, and may require seeing multiple physicians before an accurate diagnosis is 

made. Many may lack the resources to pursue multiple opinions, simply give up, or fail to 

question the misdiagnosis in the first place. By understanding how this negotiation process works 

when it is successful, vulnerable points in the process can be identified where intervention may 

be necessary to facilitate it2. It’s likely that this process is embedded in and responsive to a 

complex system of resources, organizations, and individual patients’ motivation and persistence. 

In my dissertation, I draw from social construction and medicalization literature to support 

the exploration of diagnosis for Cushing’s syndrome, a visible health condition that tends to go 

undiagnosed or misdiagnosed. Framed by these theories, I document the construction of a 

diagnosis from the patient’s perspective, with a focus on the process and consequences of 

resolving a diagnostic error. By understanding how this process works for a visible illness, social 

                                                 

2 Although it would be valuable to know where people drop out of the process before getting an accurate 
diagnosis, only individuals who have been diagnosed can illustrate this process, as those who have been 
unsuccessful would be impossible to identify. 
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construction and contested illness literatures are combined and extended to incorporate a more 

complex process of diagnosis and help to identify inefficiencies in the diagnostic process. 

1.3.2 Labeling Theory 

Diagnostic labels, a result of social construction, drive the social and medical experiences of 

individuals with health problems. In this section, I discuss three broad theoretical areas relating 

to diagnostic labels. Each theory explores the process by which diagnostic labels give people a 

medical name for their symptoms, access to medical privileges such as treatment, and 

expectations about their behavior. The notion of stigma is apparent in each model; however, its 

antecedents are explained slightly differently by each approach. The three theoretical approaches 

I discuss are the sick role (Parsons 1951; Parsons 1975), labeling theory (Scheff 1963b), and 

modified labeling (Link et al. 1989)3.  In the pages that follow, I discuss how each of these 

approaches describes a process of assigning diagnostic labels to patients in a way that signals 

their entry into medical care and defines social expectations about their behavior. However, as I 

will show, the linear nature of these theories directly limits their application to cases of 

misdiagnosis. 

Diagnostic labels have social consequences beyond the clinical.  Labels activate societal 

expectations of appropriate behavior for one who has been diagnosed as ill.  Parsons (1951; 

1975) called this the “sick role” (see Figure 1.2). According to him, illness is a form of social 

deviance in which an individual’s state of health prevents him or her from functioning normally 

in usual roles, for example not showing up at work. This rule-breaking behavior is subject to 

                                                 

3 Self-labeling theory (Thoits 1985) will be addressed in the next section as it relates to patient advocacy, 
social support, and help-seeking. 
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formal labelling by agents of social control: that is, physicians, who in providing a diagnostic 

label for an illness or injury offer a means of removing blame from an individual for his or her 

behavioral nonconformity. Physicians are given the right and obligation to assess the 

appropriateness of the “sick role” whereby they determine whether the person is truly sick. Once 

this assessment has been made, the patient is entitled to associated rights and obligations of the 

sick role, which generally release them from their normal role expectations. At the same time, 

persons who enter into the sick role are obligated to seek out competent care, comply with the 

doctor’s instructions, and to want to get well, and it is the doctor’s right to expect patients to 

truly try to get well. The sick role, then, acts as a means of controlling deviance through a 

temporary modification of role expectations and assignment of new rights and obligations that 

align with being a good patient. 

Freidson (1970) offers a more nuanced extension of the sick role to incorporate the 

seriousness and the perceived legitimacy (related to stigma) of an illness. He criticizes Parson’s 

depiction of the sick role as being limited to acute illnesses that require a temporary status in the 

sick role and outlines the variations in suspension or addition of privileges and obligations 

depending on the seriousness of deviance (whether it is a minor or serious illness) and perceived 

legitimacy of the illness (illegitimate, conditionally legitimate, or unconditionally legitimate) 

(see Table 1.1). According to Freidson (1970), the only conditions adequately addressed by 

Parson’s description are serious deviations from normal that are conditionally legitimate, such as 

pneumonia (see cell 5). Such illnesses require a physician’s diagnosis and adherence to certain 

behaviors and expectations for a period of time until the individual is well. Other conditions 

would fall into other categories. For example, mental illnesses would likely be in Category 4, 

which is a serious deviation and illegitimate/stigmatized. Placement of a person into one of these 
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categories, then, has social consequences beyond the sick role itself, particularly when there is 

stigma involved. 

For people who are misdiagnosed, the sick role is inherently problematic regardless of the 

seriousness of symptoms or imputed responsibility.  While the sick role allows certain 

exemptions from social obligations that may be difficult for the individual to perform due to 

illness, the obligation to be a good patient and to follow doctor’s orders will likely not result in 

improved health for those who are misdiagnosed. For example, if a patient has recently gained a 

substantial amount of weight (the manifestation of which is stigmatized) due to an underlying 

and undiagnosed physical condition and is misdiagnosed with depression (a stigmatized label), 

she may be encouraged to use diet and exercise along with medication to relieve the depression 

and to lose weight. However, she may find that her weight does not budge despite intensive 

effort and adherence to instructions. Misdiagnosis poses additional problems for the patient who, 

according to the terms of the sick role, should be making progress in her treatment, but is instead 

judged as noncompliant by her doctor and social support providers.  By viewing the lack of 

progress as a violation of the terms of the sick role rather than as caused by a persistent, 

underlying biological condition, physicians effectively further stigmatize the person under their 

care, attributing a biological condition to a character flaw, and in turn can withdraw the 

privileges of the sick role (including release from usual role obligations and the right not to be 

blamed). In this framework, there is little room for removing an inaccurate label, and instead the 

emphasis is placed on a linear process of diagnosis and the extent of patient adherence to 

prescribed treatment. 

Another theory describing the assignment and consequences of diagnostic labels is classic 

labeling theory. As it has been heretofore conceptualized, labeling theory is very generally a one-
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way process in that once labels are assigned, patients can move forward in the sick role by 

heeding to prescribed treatment.  Classic labeling theory, as described by Scheff (1963b) to apply 

to mental illness, argues that under certain conditions, individuals’ rule-breaking behaviors are 

formally, officially labeled by agents of social control, in this case, physicians, regardless of 

whether the individual has sought out the label. These diagnostic labels (particularly for mental 

illness) have a power in and of themselves, separate from and beyond the symptoms of illness.  

Once a label has been applied, expectations about that person’s behavior are triggered.  These 

expectations shape the way the diagnosed individual is treated, such that these individuals may 

find it difficult to return to conventional roles, and instead, may eventually be forced to accept 

the stereotyped and stigmatized identity expected of them in order to interact with others. This 

can cause further deviant behavior and confirmation of the label, even if there is no underlying 

pathology that matches the label. In short, classic labeling theory suggests that people who are 

labeled as deviant are treated as deviant, and therefore become deviant, effectively entering into 

a career of deviance. While labeling theory has focused on mental illnesses, which can have 

stigmatizing symptoms, physical illnesses with stigmatizing symptoms cannot be easily 

explained by this process as the continuing symptoms are not generated nor triggered by the 

labels or others’ responses to them. 

Building on classic labeling theory, Link (1987) sought to understand why individuals who 

have been labeled and treated as mentally ill (whether they voluntarily or involuntarily sought 

treatment) continue to experience psychological distress and poorer life chances despite the idea 

that the label should offer some protection against these consequences. He argues that labels 

create their own stressors for those labeled due to their perceived negative social consequences 

(e.g., stereotypes and prejudice). That is, those labeled mentally ill respond to perceived threats 
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of society’s judgment of them, and the fear of prejudice, not actual differential treatment, leads 

them to adopt coping strategies (e.g., withdrawal, trying to educate others about their condition, 

and keeping the label a secret) that often create additional problems such as stress, isolation, and 

lack of social opportunities. Poor coping strategies cause continued symptoms, thus reinforcing 

individuals’ deviant status in society and leading to lessened life opportunities (Link et al. 1989).  

While classic and modified labeling theories offer explanations for patients’ experiences of 

perceived stigma, stress, and limited opportunities for overcoming labels, these theories fail to 

address potential mechanisms for label removal or replacement. In addition, because 

explanations for patients’ symptoms are interpreted within the context of the health condition 

with which they have been labeled, there is little opportunity for patients to reinterpret (or 

suggest that others reinterpret) their behavior. For patients who are misdiagnosed, then, labeling 

theory and modified labeling theory suggest that the labels effectively seal their fate. 

A major function of diagnostic labels is to enable patients and health care providers alike to 

assess whether health outcomes are progressing as expected for a given diagnosis. Research into 

physicians’ diagnostic decision-making confirms that they tend to stick with their own 

judgement and initial diagnosis even when evidence may suggest otherwise. Once a diagnosis is 

made, physicians are unlikely to question it because they have experience with variable effects of 

medication and other treatment regimens and may attribute lack of progress to the treatment 

when they believe a patient is being otherwise adherent (Leucht et al. 2012). Further, research 

suggests that physicians may experience a cognitive bias whereby new information is distorted to 

align with their initial diagnosis (Wallsten 1980). The effect of this cognitive bias puts the onus 

on the patient to question the potential misalignment between their symptoms and their diagnosis 

independent of their physician and, by extension, question their illness identity. 
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The diagnostic process for a visible, physical, and stigmatizing illness is an understudied 

area. Classic labeling theory applies when patients do not actively seek to enter the sick role, so 

it cannot explain instances in which individuals actively seek a diagnosis. Modified labeling 

theory would suggest that receiving the diagnostic label would lead to stereotypes, prejudice, and 

discrimination, as well as the use of active coping strategies that attempt to mitigate the 

experience of others’ stigmatizing attitudes and behaviors (Link 1987; Link et al. 1999).  

However, it is unclear whether this process would also work for rare illness labels, about which 

there are likely few preexisting stereotypes.  Furthermore, what if the physical and visible 

symptoms are already stigmatizing for the individual experiencing them (irrespective of 

diagnostic status)? For example, in the case of Cushing’s syndrome, many of the symptoms (e.g., 

weight gain and hair loss in women) are already stigmatized in the US (Puhl and Heuer 2010), 

meaning that patients experiencing them may actually feel less stigma once they receive a valid 

and treatable physiological explanation (i.e., an accurate diagnosis) that is perceived by others as 

being outside an individual’s personal control (Crandall and Moriarty 1995; Freidson 1970).  

Given the extent of diagnostic errors in medicine, it is clear that the label is not always correct, 

and this poses a problem for labeling theory which implicitly assumes that the label is medically 

accurate. The power of labels is so strong that people given an incorrect label face an especially 

difficult challenge in recognizing and rejecting that label, and this process may be further 

hampered by stigmatizing attitudes about visible symptoms. In this dissertation, I build on 

sociological theories of diagnostic labeling to argue that agency in the labeling process occurs 

not only in labeling itself but in rejection, removal, and replacement of a label.  Thus, one of the 

main objectives of this study is to examine how the labeling process works for individuals 

dealing with rare and visible physical illnesses with stigmatizing symptoms, whose experiences 
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may not conform to traditional and linear models of labeling and whose illness career may need 

to undergo a process of rejection, removal, and replacement of a label. 

This dissertation aims to extend labeling theories in two ways.  First, it adds an agentic 

process beyond what has been heretofore theorized by Link (in terms of coping with anticipated 

stigma) whereby a label is challenged, removed, and a new label applied.  Diagnosis can be an 

iterative process where the individual must actively assess and challenge a physician’s diagnosis 

with reference to his or her enduring symptoms.  Rather than following a unidirectional process 

of labeling, treatment, and coping that leads to outcomes, I propose a patient-initiated feedback 

loop of diagnosis, assessment, and challenge woven throughout the patient’s illness career. 

Furthermore, I hypothesize that this feedback loop may not operate effectively due to a number 

of social forces, leaving patients in a virtual hamster wheel for an extended period of time or 

indefinitely. A patient who is misdiagnosed may have symptoms that appear to align with the 

wrong diagnosis. Thus, any lack of improvement is likely to be blamed by physicians on the 

treatment or the patient’s non-adherence to prescribed treatment rather than to a problem with the 

initial assessment of the patient’s underlying health problem. It is here that labeling theory 

requires an extension – to incorporate cases where a label is wrong and a replacement label 

should be given. 

Second, this dissertation moves beyond the traditional sociological focus on invisible 

illnesses that rely on self-reported symptoms by adding an application to visible illnesses that can 

be observed by others.  This extension emphasizes not whether the illness is mental or physical, 

medicalized or not, but whether there is some uncertainty in the diagnosis, and therefore in 

treatment and patient improvement.  That is not to say it will not also apply to invisible illnesses; 

however, to explore this theoretical extension, a visible illness provides a better opportunity to 
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provide clear evidence of misdiagnosis in the face of observable symptoms and alternative 

legitimized medical conditions. 

1.3.3 Self-labeling, Social Comparison, and Social Support 

 

The first step in getting a diagnosis is recognizing the need to seek medical care. According 

to Thoits (1985b), self-labeling is a process that occurs when individuals take the role of the 

other to construct assessments of themselves.  In doing so, individuals are able to recognize that 

something is wrong with their health and decide what to do next. Self-labeling helps to explain 

why some individuals seek help voluntarily for a suspected (mental) illness.  In deciding whether 

to seek treatment, one must draw from personal preferences, social norms, and knowledge of 

available services.  But, what happens when the individual’s symptoms offer no definitive 

conclusion as to their origin and there is no obvious label to apply? Aside from knowing that 

something is wrong, these persons may encounter difficulty labeling themselves accurately. This 

could lead them to consult a health care provider who may not have the best expertise for 

assessing the problem. Furthermore, due to the extended time period it often takes from first 

symptoms to eventual correct diagnosis, people who have a rare and visible illness may have to 

make substantial efforts to remove an inappropriate label.  This effort may require a fundamental 

shift in illness identity as the self is recast as a person with one illness and then another (Charmaz 

1995) through a complex and repeated process of social comparison. This study, thus, addresses 

the questions of whether individuals who eventually receive an accurate diagnosis had self-

labeled prior to diagnosis, how these labels may have changed as alternative explanations for 

symptoms proved insufficient, and whether and how these individuals went about obtaining 

accurate labels for their illnesses.  To explore this process of relabeling further, I draw on social 
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comparison theory as it relates to an illness identity and place this phenomenon in the context of 

social support relationships. 

Social comparison theory offers a lens through which to explore the process that individuals 

use to construct cognitions about the self.  The theory posits that individuals have a drive to 

evaluate themselves, and that social comparisons are made to evaluate one’s performance in 

absence of an objective standard (Festinger 1954).  In comparing one’s performance, Festinger 

argues, individuals tend to compare upward, to those who are perceived as more accomplished, 

as individuals seek to continually improve their abilities.  Individuals compare themselves and 

are attracted to “groups where others are relatively close with respect to opinions and/or 

abilities” (p 6).   Like Festinger (1954), Hyman and Singer (1968) propose that individuals 

primarily make upward comparisons but differ from Festinger in their argument that individuals 

may not compare themselves to objectively similar others (e.g., those with the same current 

health status).  Rather, one can have multiple reference groups that include those one has been 

like in the past, those to whom one is similar now, and those to whom one aspires to be similar.  

Social comparison also occurs within the health context. Taylor and Lobel (1989) 

investigate the kinds of comparisons individuals make when under threat (i.e., cancer, in their 

research).  Individuals who are under threat compare themselves to others differentially and even 

simultaneously, depending on the type of need they have.  Unlike Festinger’s (1968) theory in 

which individuals only compare upward (to those better off) to assess their performance and 

compare across to assess their opinions, Taylor and Lobel (1989) found that among cancer 

patients, downward comparisons to those worse off are also made, and these comparisons serve 

as mechanisms for self-enhancement and fulfillment of other emotional needs, even if the 

individual has to invent a less fortunate other.  But what happens when there are no obvious 
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groups to reference, such as in the case of an individual with a rare, undiagnosed, or 

misdiagnosed illness?  

When there are few similar others with whom patients with rare illness can compare or 

interact, such individuals may lack sufficient social support and experience worsening 

psychological and physical health.  That is, family, friends and health care providers may not be 

providing the stress buffers that House, Umberson and Landis (1988) theory of social support 

would suggest. There are several reasons for this.  First, the availability of social support in itself 

directly contributes to psychological well-being (Thoits 1985a). Without social support, 

individuals facing the stressor of an ambiguous illness are at risk for psychological distress. 

Psychological distress in itself can worsen physical illness symptoms (Cohen, Kamarck and 

Mermelstein 1983; Tessler and Mechanic 1978), potentially further muddying the diagnostic 

process if additional symptoms occur that are unrelated to the underlying illness. Second, social 

support is most effectively provided by “matched” similar others who have experienced the same 

stressor (Cohen and McKay 1984; Thoits 1986; Thoits 1995b; Thoits 2011a), in this case a 

particular illness. Though misdiagnosed individuals may have social support networks in their 

daily lives, the lack of similarity of health experience means that the individual’s social network 

is unable to provide the most effective support. For example, a family member who observes his 

or her loved one’s lack of weight loss following a doctor’s recommendation for diet and exercise 

may attribute the lack of progress to laziness or lack of will power, not understanding that the 

symptoms are unrelated to behavior but due to an underlying physical illness. Furthermore, the 

support given by family may be inappropriate, such as suggesting that the individual simply 

exercise more. However, it is also possible that support persons may encourage the individual to 

discuss the possibility of alternative diagnoses with their provider (Perry and Pescosolido 2010; 
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Pescosolido 2011; Pescosolido, Gardner and Lubell 1998), potentially improving the chances of 

recognizing a diagnostic error. Finally, it may take years before the person experiencing the 

symptoms receives an accurate diagnosis from her doctor, and this uncertainty likely causes even 

more stress for the patient as she tries to understand why her body seems to be out of her control 

(Liao et al. 2008; Mishel 1984). Prolonged uncertainty and stress may erode the support given by 

family and friends over time. 

This study aims to trace the social comparisons made by individuals with Cushing’s 

syndrome both before, during, and after diagnosis.  It is expected that individuals with a 

Cushing’s diagnosis will have shifted their reference group from before diagnosis to after 

diagnosis.  Given the rarity of the illness, it is unlikely that individuals will have compared 

themselves to others with Cushing’s prior to their diagnosis. Furthermore, social comparison 

theory suggests that these individuals will make upward comparisons to others who have had 

similar symptoms (and perhaps not the same condition) but who have lost the weight, decreased 

their blood pressure, etc., as well as downward comparisons to those who have not recovered 

from the symptoms they have experienced.  As symptoms persist, people may be more likely to 

seek out more information on the Internet about their health problems, eventually finding similar 

others whose illness careers have led them to an alternative, correct diagnosis. By seeking others 

with whom to make upward comparisons (those successfully diagnosed), individuals may be 

better able to recognize their symptoms as Cushing’s and to discuss this possibility with their 

doctor.  Thus, self-labeling and social comparisons may act as mechanisms that drive the 

reconciliation of misdiagnosis.  
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1.3.4 Complexity of Utilization 

A diagnosis not only legitimizes symptoms and provides an orientation for treatment, but 

also shapes the way and the types of health care services that are accessed (Rosenberg 2002). 

When patients experience a mismatch between their expected health trajectory and their actual 

trajectory, they face the difficult task of navigating the health care system to find the right 

answer.  This process does not fit well with current models of utilization that tend to emphasize 

the care-seeking process as a journey to one end – use of services (Andersen 1995; Andersen and 

Newman 2005; McKinlay 1972; McKinlay 1973; Pescosolido, Gardner and Lubell 1998; 

Stiffman, Pescosolido and Cabassa 2004).  Instead, much focus has been on barriers to help-

seeking, such as stigma (Eisenberg et al. 2009), masculinity (Addis and Mahalik 2003), 

perceiving that the symptoms are not treatable or of a medical nature (Shaw et al. 2001), or 

embarrassment about symptoms (Smith, Pope and Botha 2005). The underlying implication in 

such research is that getting into services is how people can get treated for their medical 

problems. However, it is simply assumed that once the individual has entered the health care 

system, accurate diagnosis happens and subsequent negotiations between physician and patient 

center around treatment.  By framing this experience as embedded in a complex system, I seek to 

understand the misdiagnosis process for a person who must challenge his or her physician and 

re-enter the system to renegotiate his or her diagnosis.  

Health experiences are situated within the social networks in which the patient is embedded, 

whether local or virtual. Once appropriately diagnosed, patients may obtain improved support as 

their friends and family have a better understanding of the underlying cause of their illness.  If 

these supports prove inadequate, the individual’s social network can be expanded by reaching 

out to virtual networks of other individuals with a shared diagnosis (Barker 2008; Coulson, 

Buchanan and Aubeeluck 2007; Frost and Massagli 2008; Malik and Coulson 2010; Zavestoski 
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et al. 2004).  These networks may be better able to recognize and respond to shared problems 

brought on by their health condition, leaving patients feeling more empowered when it comes to 

their health care (Høybye, Johansen and Tjørnhøj‐Thomsen 2005; van Uden-Kraan et al. 2008; 

van Uden-Kraan et al. 2009).  In this study, I explore how primary and virtual social networks 

can influence the diagnostic journey for individuals with a rare illness.  I expect that individuals 

will have responses from their primary support networks that, however well-intentioned, may 

inhibit recognition of a diagnostic error and potentially delay accurate labeling. 

Social networks also provide a context in which people decide to question or seek additional 

medical help.  Patients who come to believe that they have been misdiagnosed consult their 

social networks about what to do. Pescosolido (1992) argues that decisions to seek help are not 

made in a linear and isolated rational choice approach in which an individual maximizes utility 

to make one decision.  Instead, she argues, decisions are made in a process and may incorporate 

multiple decisions as patients muddle through the system (Pescosolido, Gardner and Lubell 

1998).  These decisions operate through social interactions in a social network, shaped by the 

context of that network (Pescosolido 2011).  These patterns of decisions can be thought of as 

events that occur in a network and function as a mechanism by which action occurs within a 

social network.  There are multiple pathways that that can be taken, with different implications 

for outcomes, particularly when access to social and health resources are not equal among 

individuals (Lutfey and Freese 2005). This can be particularly problematic for individuals of 

lower SES or other socially disadvantaged groups who, lacking resources such as money, 

knowledge, and time, tend to be both at risk of worse health outcomes and have access to lower 

quality care than those of high SES, the cumulative effect of which Lutfey and Freese (2005) call 

“fundamental causality.” 
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One relatively new phenomenon that has the potential to disrupt this inequality is the use of 

technology by patients, in particular the Internet, to seek information about their health 

(Josefsson 2005; Powell et al. 2011). Previous studies have highlighted a “digital divide” in 

access to the Internet (Compaine 2001; Pearce and Rice 2013), in particular with less usage of 

the Internet for health information among lower-income blacks (Brodie et al. 2000; Sadah et al. 

2015). The Pew Research Center reports that 35% of adults have sought a diagnosis online, and 

those who are most likely to do so are women, white, younger, high income, and hold a college 

degree or greater (Fox and Duggan 2013). Thus, while the Internet has the potential to serve as a 

social equalizer for health information access, this is not yet the case. However, there is still 

much to learn about how the Internet factors into the diagnosis process and health utilization 

while being mindful of the limits to generalizability when it comes to groups that are not using 

these resources. Understanding the impact of the Internet on health care and the potential to learn 

from patients who use it is critical to informing theories of health utilization and the diagnostic 

process for rare illnesses. 

 The role of the Internet in health care utilization is increasing in importance for two 

reasons. The first is that it enables individuals to access medical information regardless of 

geographic location, and the second is that this access is freely available to any Internet user 

without the oversight of a clinician.  This information is not limited to clinical expertise, but also 

empowers patients with access to social networks of lay experts who can both relate to their 

unique condition and suggest cutting-edge therapies and recommend specific physicians or 

clinics (van Uden-Kraan2009, Bartlett 2011). Yet, as with any new technology, the role of the 

Internet in providing patients with access to information has been greeted with both excitement 

and fear.  The lack of consistent quality of medical information on the Internet is a problem 
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(Eysenbach et al. 2002), and consumers of this information believe they must exercise “common 

sense” in deciding what information to trust (Powell et al. 2011).  When it comes to social 

support, however, the Internet offers a unique place for people with a rare illness to connect and 

share valuable information with others they would have never otherwise encountered in their 

social network (Lasker, Sogolow and Sharim 2005).  Thus, a final goal of this dissertation is to 

understand how people with a rare, visible illness have used virtual social networks during and 

after their diagnosis experience, and at what points these virtual, online networks become 

activated. Furthermore, by looking at success cases of those who have received a corrected 

misdiagnosis, it is possible to illustrate instances in which social, economic, or other privileges 

may play a role in the process. 

1.4 RESEARCH QUESTIONS 

This theoretical framework and corresponding literature have led to three key research 

questions to be addressed in this study: 

 

1) How do patients recognize an incorrect diagnostic label?  
2) How do patients challenge an incorrect diagnostic label and obtain a new label? 
3) What are the consequences of getting the right label after going through this process? 

 

Each empirical chapter represents a stage in the help-seeking and relabeling process. For 

each stage, I draw from and contribute to several sociological theories. 

1.4.1 Chapter 3: How do patients recognize a diagnostic error?  

This chapter discusses how patients recognize a diagnostic error for a rare disease with 

ambiguous symptoms. Issues of patient-provider interaction regarding an initial diagnosis are 
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explored in terms of diagnostic uncertainty and the social construction of an initial diagnostic 

label. Furthermore, this chapter explores how patients reconcile their symptom experiences vis-

à-vis the diagnostic label they have been given and their expectations for improvement. I explore 

who and what resources are consulted at this phase (e.g., immediate and virtual social networks, 

personal research, etc.). For example, what special resources may be needed to navigate this 

process, such as a background in healthcare, health insurance access, financial resources, or 

transportation? What are the major barriers faced at this stage and how have people overcome or 

circumvented these? This chapter will follow patient journeys from initial symptoms and 

diagnosis through initial questioning of that diagnosis using frameworks from social construction 

of illness, labeling theory, illness identity, and medical authority over diagnostic labels. 

1.4.2 Chapter 4: How do patients challenge an incorrect label and obtain a new label? 

The second empirical chapter traces patient experiences from suspected misdiagnosis 

through obtaining a correct diagnosis. Specifically, what are the critical events that enable 

misdiagnosed individuals to obtain a new diagnostic label? Further, what are the ideal types of 

patient journeys that lead to diagnostic error resolution? To answer these questions, this chapter 

describes patients who actively challenge a diagnosis and enter negotiations in which they are 

likely not a credentialed expert while the person on the other side of the table is also a gatekeeper 

to care. Building on network theories of healthcare utilization, this chapter emphasizes the 

critical events and the agents involved in this process, including physicians, family members, 

friends, organizations, and online resources as patients navigate their care and make progress 

toward removal and replacement of a diagnostic label.  Further, perceived stigma in this process 

will be discussed in terms of its effects on the successful resolution of this process. Finally, this 

chapter discusses structural-level aspects of patient journeys, including the role of financial 
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barriers, such as lack of insurance coverage, and the organization of health care systems that 

shape the kinds of access available to patients.  

1.4.3 Chapter 5: What are the consequences of getting the right label after going through the process of 

getting diagnosed? 

The final empirical chapter is focused on what happens when patients receive a correct 

diagnosis. Frameworks from identity and social support theories are used to explore how patients 

react once they have the right diagnosis and appropriate treatment. How is illness identity 

reconstructed and how do patients make sense of this new identity? Furthermore, how is stigma 

experienced or perceived at this stage? Finally, how do patients manage their health care and find 

relevant social support once accurately diagnosed? 

1.4.4 Chapter 6: Discussion and situation in literature 

The discussion chapter summarizes the results and contextualizes these in the broader 

sociological literature. Four stages of the diagnostic process are described: 1) discovery of 

misdiagnosis (chapter 3), 2) pursuit of appropriate diagnosis (chapter 4), 3) obtaining the right 

diagnosis (chapter 4), and 4) adjusting to a new, specific illness identity (chapter 5). The major 

theoretical contribution of this dissertation is that it integrates two literatures that have not 

traditionally been applied together to explore issues of misdiagnosis and its resolution: help-

seeking and contested illness. Further, it provides a discussion of the methodological 

contributions and limitations of this research, as well as future directions for research. 

1.5 CONTRIBUTIONS 

This work contributes to the body of knowledge around misdiagnosis and the social 

construction of health and disease and to theories of health care utilization and help-seeking. 
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Specifically, it extends utilization and help-seeking theories to account for cases of misdiagnosis 

and re-entry into the labeling process (primarily through self-labeling), re-envisioning the linear 

process of diagnostic labeling as one that is cyclical. Furthermore, it adds to the body of 

knowledge about the labeling process by focusing on the diagnostic journey for visible, 

ambiguous conditions with stigmatizing symptoms. Both classic labeling theory and modified 

labeling theory suggest that patients will modify their behavior as a result of a label, either to 

conform to expectations about their behavior, even if the diagnosis may not be correct (classic 

labeling theory), or to conceal a stigmatizing condition (modified labeling theory). Applying 

labeling theories to diagnostic error resolution, this work adds an agentic angle. Resolving 

diagnostic error requires overcoming these forces using self-labeling and self-advocacy. This 

work also represents a new and unique perspective on the ways in which technology enables 

social comparisons and the construction of shared meaning around the experience of an illness, 

using a novel data set and research methodology. Finally, this work illuminates opportunities to 

improve the diagnostic process for individuals who have visible and ambiguous health conditions 

with stigmatizing symptoms. 

 

1.6 THE CASE: CUSHING’S SYNDROME 

Cushing’s was chosen as the case for this study because it is a rare endocrine condition with 

visible and ambiguous symptoms. It is characterized by a cluster of symptoms that can vary from 

patient to patient, including rapid-onset obesity, thin skin, high blood pressure, easy bruising, 

decreased libido, and weakness, among other symptoms. It is associated with an increased 

mortality rate, especially in the first year after diagnosis (Lindholm et al. 2001). In women, it is 

associated with excessive unwanted hair growth, menstrual disruption, and infertility 
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(Kreitschmann-Andermahr et al. 2015). Because many of these symptoms are visible and could 

be due to personal failure to take care of one’s health, people exhibiting these symptoms are 

likely to face substantial stigma from others (Crandall and Moriarty 1995; Freidson 1970; 

Goffman 1963).  

Diagnosing Cushing’s can be difficult and take a long time, despite the availability of 

accurate diagnostic tests and procedures (Boscaro et al. 2001). Its diagnosis has been described 

by Boscaro and Arnaldi (2009) as “complex, confusing, and expensive,” with “a clinical picture 

(that) is much less clear and can be deceptive” (p. 3122). A German study estimated that patients 

consult an average of 4.6 different physicians before getting a diagnosis of Cushing’s disease, 

with median time to diagnosis of two years (Kreitschmann-Andermahr et al. 2015). However, 

this may be much longer in the US where access to specialists and expensive co-pays are barriers 

to help-seeking. A recent study suggested that a longer duration to diagnosis was associated with 

a worse quality of life for people with Cushing’s syndrome (Papoian et al. 2016). Given the 

rarity of the disease and its symptom overlap with many common ailments, it is likely that many 

individuals with Cushing’s syndrome go undiagnosed and untreated.  The complications 

resulting from untreated Cushing’s syndrome can be fatal. 

Women are diagnosed with the illness at three to four times the rate of men (Newell-Price et 

al. 2006). Gender is an important social characteristic in the diagnostic journey, given the 

tendency of physicians to succumb to implicit bias in dismissing or belittling women’s 

symptoms in general, and especially for symptoms relating to appearance, weight gain, or mental 

health (Chapman, Kaatz and Carnes 2013). Because these are the kinds of symptoms women 

with Cushing’s experience, implicit gender bias is likely to affect the diagnostic process. One 

study showed that over half (56%) of women who were ultimately diagnosed with Cushing’s 
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syndrome had been referred to a gynecologist about their Cushing’s-related symptoms, including 

menstrual dysfunction, weight gain, abnormal hormone levels, infertility, and loss of libido 

(Kreitschmann-Andermahr et al. 2015). 

Cushing’s disease is a related but slightly different disease from Cushing’s syndrome, the 

main difference being the cause of the condition.4 In both conditions, a person has elevated 

cortisol levels that cause problems throughout other systems in the body. Cushing’s disease, 

however, describes only those individuals for whom the elevated cortisol levels are a result of a 

pituitary tumor (UCLA Pituitary Tumor Program 2016).  The estimated incidence of Cushing’s 

syndrome is 49 per million people, while the estimated incidence of Cushing’s disease is 8 per 

million among individuals under age 65 in the United States (Broder et al. 2015).  

The cause of Cushing’s is attributed to a prolonged excess of cortisol from one or more 

possible origins, including adenomas (tumors) on the adrenal gland or pituitary gland and from 

iatrogenic effects of long-term steroid use (Newell-Price et al. 1998).  Cortisol is a hormone 

produced by the adrenal glands and is commonly associated with the “fight or flight” response. 

An elevated level of cortisol can lead to a cascade of other health problems, some of which 

remain problematic even after cortisol levels are corrected, including effects on the central 

nervous system, cognition, and mood, as well as the cardiovascular system (Sharma, et al 2014). 

In addition, the stigma attached to being overweight is so great that it can directly cause elevated 

cortisol levels, creating a vicious cycle of cortical changes and weight gain (Tomiyama 2014). 

This may be especially pronounced for Cushing’s as opposed to people who are solely obese, as 

                                                 

4 In this study, I will use Cushing’s to refer to either Cushing’s syndrome or Cushing’s disease. As my focus is 
on the external presentation of symptoms, and these are similar for both conditions, the underlying biological 
causes are inconsequential for the scope of this project. If one or the other term is used, it is a deliberate indicator 
that the information pertains only to that type of Cushing’s. 
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a direct comparison of the mental health component of quality of life was found to be 

significantly lower in people with Cushing’s than it was for people who were only obese 

(Abraham et al. 2013). 

Cushing’s syndrome treatment depends on the origin of the excess cortisol and ranges 

anywhere from medication adjustment to complex surgery, with the best prognosis being for 

Cushing’s disease or Cushing’s syndrome due to benign adrenal causes (Nieman and Ilias 2005). 

The cost of treating Cushing’s disease is expensive, with annual insurance costs of about $35,000 

(including all comorbidities, such as diabetes and psychiatric conditions), of which $14,000 can 

be attributed directly to Cushing’s disease (as measured by claims for patients identified as 

having Cushing’s syndrome and a benign pituitary tumor or removal of the pituitary gland, as 

there is not a unique ICD code for Cushing’s disease) (Broder et al. 2013; Broder et al. 2014). 

Costs tend to decrease after surgery, but only if the patient went into remission (Swearingen et al. 

2011). Among those newly diagnosed with Cushing’s disease, 78% have surgery as their first 

treatment, according to medical records (Broder et al. 2014). However, a review of eleven 

published studies showed that the chance of recurrence after pituitary surgery is estimated to be 

as high as 36% of cases within a mean time period of 15-50 months (Pendharkar et al. 2015). 

Patients who have Cushing’s disease and who have a recurrence have higher mortality rates than 

those who have Cushing’s syndrome with no recurrence (Graversen et al. 2012). Furthermore, 

even among those who are clinically in remission, some patients still feel they are not in 

remission due to lingering symptoms (Carluccio et al. 2015).  

A rare condition such as Cushing’s offers an opportunity to provide insight into the labeling 

and help-seeking processes involved when a rare, ambiguous, but medically treatable illness 

occurs.  These features play prominently into the diagnostic experience. Due to its rareness and 
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ambiguity, it may take an extended period of time before a patient receives an accurate 

diagnosis. Individuals with Cushing’s are likely looking for information and support prior to 

proper diagnosis.  However, due to its rarity, patients face challenges when seeking social 

support from similar others. Being medically treatable, Cushing’s is not a contested illness and 

thus although the patient experience of diagnosis may be similar to that of a contested illness, the 

consumer-driven push for medicalization described by Barker with regard to fibromyalgia (2008) 

should not be a factor in this process for Cushing’s. Furthermore, the symptoms of Cushing’s, 

such as weight gain and unwanted facial and body hair growth, are stigmatized in US culture, 

and patients may be embarrassed to speak to a doctor about these (Lipton et al. 2006; Puhl and 

Heuer 2010). Therefore, coping with Cushing’s syndrome, in terms of the physical symptoms 

and limitations, psychological impact, and social reactions, poses a formidable challenge for 

those who are diagnosed as well as those seeking a diagnosis.  Altogether, these features make 

Cushing’s syndrome an ideal case for exploring a theory of misdiagnosis and relabeling. 
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Figure 1.1. Contested Illnesses and Labels (Barker, 2002, 2008). 
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Figure 1.2. The Sick Role (Parsons 1951, 1975). 
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Table 1.1. Types of deviance for which the individual is not held responsible, by imputed 
responsibility and seriousness (Freidson, 1970:239).  

Imputed Seriousness Illegitimate 
(Stigmatized) 

Conditionally 
Legitimate 

Unconditionally 
Legitimate 

Minor Deviation Cell 1. “Stammer” 
Partial suspension of 
some ordinary 
obligations; few or no 
new privileges; 
adoption of a few new 
obligations. 

Cell 2. “A cold” 
Temporary suspension 
of few ordinary 
obligations; temporary 
enhancement of 
ordinary privileges. 
Obligation to get well. 

Cell 3. “Pockmarks” 
No special change in 
obligations or 
privileges. 

Serious Deviation Cell 4. “Epilepsy” 
Suspension of some 
ordinary obligations; 
adoption of new 
obligations; few or no 
new privileges. 

Cell 5. “Pneumonia” 
Temporary release 
from ordinary 
obligations; addition to 
ordinary privileges. 
Obligation to 
cooperate and seek 
help in treatment. 

Cell 6. “Cancer” 
Permanent suspension 
of many ordinary 
obligations; marked 
addition to privileges. 
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2 CHAPTER 2 – METHODOLOGICAL DESIGN AND ANALYSIS 

2.1 METHODS 

This chapter describes the methodological design and analytic approach of this dissertation. 

It begins with a description of the data set, an online podcast series of interviews with women 

who have or suspect they may have Cushing’s syndrome. Next, I describe data access and 

methodological considerations for this data set and provide a brief description of the podcast 

host, MaryO. Finally, the analytic plan is described.  

2.1.1 Data – Cushing’s Help Podcast 

The data set for this dissertation is a series of podcast interviews with 52 women with 

Cushing’s or suspected Cushing’s.  Each interview is approximately 30-60 minutes long and is 

hosted by a self-proclaimed Cushing’s survivor, Mary O’Connor, who runs several websites for 

Cushing’s patient information and social networks, including http://www.cushings-help.com/ 

and http://www.cushie.info/.   The podcasts are publicly available for free on iTunes at 

https://itunes.apple.com/podcast/cushingshelp-cushie-chats/id350591438.   

Table 2.1 shows the sample characteristics of podcast interviewees. Age was difficult to 

determine for many interviewees; however, among interviewees who mentioned their ages or age 

ranges, the overall age range was from 24-69 years old. Most had received a diagnosis of 

Cushing’s (83%), while the remainder were undiagnosed. The largest group reported having a 

pituitary tumor (indicative of Cushing’s disease), at 63%, with a further 8% indicating they had a 

cyclical form of Cushing’s. One participant reported her Cushing’s was induced by medical 

http://www.cushings-help.com/
http://www.cushie.info/
https://itunes.apple.com/podcast/cushingshelp-cushie-chats/id350591438
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treatments. Among those who were diagnosed and who discussed the duration of time it took to 

be diagnosed (n=44), average time to diagnosis was 8.6 years, with a wide range from 1-27 

years. For context, the pharmaceutical company Shire released a report saying that the average 

time from symptom onset to diagnosis for rare diseases in general is 4.8 years (Shire 2018). 

Studies of Cushing’s diagnosis have shown diagnosis times ranging from 2 years (Interquartile 

Range = 3) to 3.8 years (±4.8) (Kreitschmann-Andermahr et al. 2015; Valassi et al. 2011). While 

this sample has a higher central tendency of time to diagnosis, it is not far outside the range 

suggested by previous studies.  

2.1.2 Strengths and Weaknesses 

This data source has several strengths.  First, because the condition is so rare, it is difficult to 

find individuals with this diagnosis at all.   The amount of time it would take to find, recruit, and 

schedule interviews with 52 people with Cushing’s would be quite prolonged.  Second, because 

these interviews have been conducted by someone who has lived or is living with Cushing’s, the 

interviewer is able to ask questions that are relevant and specific to people with Cushing’s in a 

way that a person who has not experienced Cushing’s may be unable.  Third, the topics discussed 

are de facto of interest to the study population and not imposed by the researcher. Finally, an 

online interview series extends across geographical boundaries and may include a much more 

diverse sample than if I were to try to contact patients locally through an advocacy group or 

clinic. 

There are several weaknesses to this approach, most of which have to do with selection bias, 

such as omitting patients who have not yet been diagnosed but nevertheless are living with 

Cushing’s, and those who are not connecting through electronic media by choice or due to lack 

of access.  In addition, people who prefer to keep their health information private are unlikely to 
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participate in an interview that is released to the public. These biases may result in a sample of 

patients that over-represents those of higher SES and who are white, groups that traditionally 

have greater access to and use of the Internet (Brodie et al. 2000; Sadah et al. 2015), and who are 

more likely to wind up getting an eventual diagnosis for their symptoms (Hayward et al. 2000). 

Recall bias may also be a limitation in this data set, where those who have had a longer time 

since diagnosis may have a less accurate account of their experience than if it had been more 

recent and guests may remember more emotionally-laden events than those that were mundane. 

However, because the amount of time since diagnosis among guests varied, and because some 

had not yet been diagnosed, this limitation may in some part be overcome in the aggregate. The 

sample may also represent a self-selected group or subtype of person who is diagnosed with 

Cushing’s, as those who wish to make their story public may hold different views from those 

who keep their stories private. However, by looking at success cases it is also possible to identify 

points in the process of correcting a misdiagnosis where less privileged individuals may not have 

had success. Despite these limitations, this data set provides rich insight into a shared experience 

of diagnosis for a rare disease that would otherwise be difficult to access. 

2.1.3 Data access 

Multiple efforts were made to contact Mary O’Connor in September 2013 and May 2018.  

First, I used the feedback form on cushings-help.com to send a message requesting to speak with 

Ms. O’Connor about my research plan (see Appendix 1).  No reply was received.  Next, I tried 

tweeting to Ms. O’Connor’s twitter account, @cushings, with the following tweet “@cushings 

I'm writing a PhD dissertation on experiences with Cushing's & would love to connect with you. 

What’s the best way to get in touch?”.  My tweet was not acknowledged nor replied to, and upon 

further review of the @cushings Twitter account, it appears that a rotating set of tweets are set up 

https://twitter.com/cushings
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to post at regular intervals, indicating that Ms. O’Connor uses an automatic tweet scheduling 

program and may not actually view her Twitter page or messages.  Finally, I tried sending an e-

mail to Mary O’Connor at cushingshelp@gmail.com using the access letter in Appendix A.  No 

response was received.   To augment these attempts, I contacted my advisor, Dr. Bernice 

Pescosolido, who consulted with a law professor and Director of the Center for Law, Ethics, and 

Applied Research in Health Information at Indiana University, Fred H. Cate, who indicated that 

because the interviews are available for free to the public and because the participants have 

agreed to have their interviews posted in public, I am free to use the recordings as a data source 

for my dissertation, regardless of whether I have received explicit permission to do so from the 

interviewer or interviewees (See Appendix B).   

2.1 METHODOLOGICAL CONSIDERATIONS 

2.1.1 Insider vs Outsider 

One aspect of data collection methodology which a researcher studying an unfamiliar group 

must address is the insider/outside issue.  Insiders are those who are members of the group under 

study. In this case, an insider would be someone who has been diagnosed with Cushing’s. 

Insiders have a unique position in that they are able to fully and deeply understand nuances in 

interview responses on the basis of their own experiences. An insider’s perspective, however, 

can potentially bias their interpretation of the subject matter to conform to their own experiences 

and perceptions. Outsiders are people who are not members of the group under study, and, due to 

a lack of personal experience, are more objective listeners and they are also able to follow up on 

interesting points relevant to their specific research aims with further questions or probes. 

However, outsiders may lack quick rapport and overlook subtle aspects of the subject matter 

mailto:cushingshelp@gmail.com


43 
 

under study.  In either case, importance is placed on self-reflection about how these positions 

may shape the ability of the researcher to accurately and adequately represent the group under 

study (Dwyer and Buckle 2009).  

This study offers a unique opportunity to mix subjective and objective observation due to 

the presence of both an insider and outsider perspective. As the podcast interviewer is an insider, 

she can easily relate to the participants and quickly develop a rapport and mutual understanding 

of terminology and expressed thoughts and feelings. However, she may also have her own biases 

and an agenda for the interviews that she is creating and distributing. As a researcher without 

Cushing’s, I am an outsider to the experience of this illness. It is possible that I may not have 

picked up on the subtleties of the experiences of people with Cushing’s, especially because I 

could not ask clarifying questions of the pre-recorded interviewees. However, altogether, 

because the data are elicited by an insider and analyzed by an outsider, the analysis has the 

potential to be especially rich, from the experienced insider drawing relevant and shared 

information from participants and from being reviewed and coded by a more objective outsider. 

2.1.2  Archival Data  

 As a rare disease, Cushing’s has a low prevalence and large geographic dispersion 

limiting the feasibility of many primary data collection methods, especially quantitative methods, 

that could be used to study such a group. Places where people with Cushing’s can be found 

include clinics at major research universities or in online communities.  Clinics at academic 

centers have the fortunate problem of having top experts in treating Cushing’s. What that means 

is the sample of patients one would obtain from such a center may differ from the general 

population of people with Cushing’s. Given that my emphasis is on the diagnosis journey, 

selecting participants from a specialty center may limit the possible trajectories of care paths for 
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people with Cushing’s. Looking to an online community, then, offers a more diverse and not 

geographically bound group of individuals. A Google search for Cushing’s communities yields 

several resources in the first two search pages, including advocacy groups like Cushing’s 

Syndrome Research Foundation (CSRF) (2016a), MaryO’s Cushing’s Help websites, patient 

discussion forums such as Inspire (Inspire 2016), and Facebook discussion groups such as 

Cushing’s Connection (Corcept Therapeutics 2013). Online discussion groups offer insight into 

topics of interest to patients with a particular condition, however, the volume of discussions can 

be sparse and unstructured, lacking the depth needed for a deep qualitative analysis. In addition 

to a patient forum, CSRF offers “patient stories” in which patients describe their experience with 

Cushing’s (Cushing's Support & Research Foundation 2016b). I have previously conducted a 

content analysis of these biographies, presented at the ASA meeting in 2012 (Simacek and Lu 

2012) This archival dataset proved to be a useful source of information to gain insights about 

illness identities in Cushing’s, but it would not be sufficient to meet the objectives of this 

dissertation.  

Archival data, such as a podcast series, has several strengths and weaknesses. The main 

strength is that it is already collected and available, which is particularly important when 

studying a rare group of people. Another strength is that the topics discussed are those likely to 

be most important to the group under study due to the fact that they are the creators of (or 

contributors to) the content. In addition, as the data source is an online podcast where 

interviewees call in to talk, there are no geographic boundaries to the sample, and all discussions 

are completely unaffected by the presence of an investigator. In terms of weaknesses, the sample 

may be non-representative of the general population under study. Participants must have internet 

access and be members of an online community. Furthermore, the investigator cannot ask 
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questions of participants, and topics of specific interest to the investigator may not be covered. 

Finally, the public nature of the interview series means that it includes only those willing to have 

their stories shared and stored publicly. 

 All things considered, this dissertation used an archival source of data from a podcast 

series due to its convenience and the extensiveness of the sample (over 60 interviews are 

available), and both features increased the feasibility of the project.  

 

2.1.3 About MaryO and the Cushing’s Help Podcast Series 

An analysis of the Cushing’s Help podcast series would be incomplete without a description 

of the interviewer, MaryO, as she calls herself. She shares her biography on her website at 

http://www.cushings-help.com/maryos_story.htm, which she started in 2000 because the only 

information she could find about Cushing’s on the Internet at that time was related to domestic 

animals. A friend of hers ran a menopause website, and she felt that starting her own Cushing’s 

site might be her “calling.” 

MaryO writes on her Cushings-Help website that she started experiencing Cushing’s 

symptoms in 1983 but was not diagnosed until 1987. Her symptoms started with extreme fatigue, 

and then a series of other symptoms appeared. 

“I grew a beard (Hirsuitism), gained weight even though I was on Weight 
Watchers and working out at the gym nearly every day, lost my period, 
everything hurt, got what is called a ‘moon face’ and a ‘buffalo [h]ump’ on the 
back of my neck. I also got stretch marks. I was very depressed but it’s hard to 
say if that was because of the hormone imbalance or because I felt so bad and no 
one would listen to me.”  

 

As she explains, it was a women’s magazine article that tipped her off to the condition and 

empowered her to learn more about the condition and to advocate for herself: 

http://www.cushings-help.com/maryos_story.htm
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“I came across a little article in the Ladies Home Journal magazine which said, "If 
you have these symptoms...ask your doctor about Cushing's". After that, I started 
reading everything I could on Cushing's and asking my doctors. Due to all my 
reading at the library and medical books I bought, I was sure I had Cushing’s, but 
no one would believe me. Doctors would say that Cushing's Disease is too rare, 
that I was making this up and that I couldn't have it.” 

Among those who denied her symptom experience was her husband, who she says, “was on 

the doctors’ sides,” and remained unconvinced until she began bleeding under her skin, which 

led her to a hematologist, and finally to an endocrinologist who ultimately gave the official 

diagnosis of Cushing’s Disease. MaryO’s drawn-out experience getting her diagnosis and her 

struggle to find relevant information about her health condition inspired her to create an online 

resource for others searching for or coping with a diagnosis of Cushing’s. In addition to the 

podcast series, she also maintains a database of patient biographies that is available to the public, 

an online message board for people with Cushing’s, several blogs, and a Cushing’s wiki 

(www.cushings-info.com) with medical information about Cushing’s disease and Cushing’s 

syndrome. She does not accept any advertisements but does accept donations toward the upkeep 

of the websites, which she reports on the main page of her messages boards is about $1200 per 

year. 

While it is difficult to say whether or not MaryO is the most influential patient in the 

Cushing’s space, it is clear she has amassed a large audience on the Internet, with over 72,000 

registered members on her message board website. In addition, she has a wide social media 

presence, with her Facebook page (Cushing’s Help Organization, Inc, 

www.facebook.com/CushingsInfo) boasting 2,267 likes and her Twitter account (@cushings) 

having 787 followers as of July 15, 2018. 
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2.1.4 Potential Interview with Podcast Host 

At the outset of this project, an interview with the podcast host was proposed. The proposed 

interview guide is attached in Appendix C. However, after several attempts at reaching out to 

MaryO via her website and Twitter between 2013 and 2018, she did not respond. While 

disappointing, the remainder of the dissertation did not suffer in terms of answering the research 

questions and making theoretical contributions. The paragraphs that follow describe the role of 

the podcast host as a creator of culture, and the significance of this role on the interpretation of 

the podcast content. 

Cultural production is an area of theory that can be used to explore the limitations of this 

data set. Griswold (2012) introduces the concept of the “cultural diamond,” which consists of 

four elements: cultural objects, cultural creators, cultural receivers, and the social world or 

context in which cultural objects are created.   In the case of the cultural object of the Cushing’s 

Help podcast series, the host, MaryO, is the cultural creator. Through a collective production of 

culture, the cultural creator can help articulate how the receiving parties interpret and interact 

with the cultural object. That is, MaryO is creating a cultural representation of what it means to 

have Cushing’s through her podcast, and through her various other online presences (blog, 

twitter, newsletter, Facebook group, etc.).  

Framing MaryO’s position as that of a “cultural creator,” it’s possible that she has had an 

impact on the culture of Cushing’s syndrome, at least among members of her website. For 

example, her guests readily referred to themselves as “Cushies,” a term used to represent 

someone who has Cushing’s syndrome. This term, however, is not unique to her website and can 

be found on various blogs and other informational websites dealing with Cushing’s.  

The results of this dissertation must be considered in terms of this important limitation: the 

data are filtered by an individual cultural creator who selects the topics discussed and ultimately 
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shapes the cultural object of the patient experience of Cushing’s. (See Appendix D for alternate 

published data sources for qualitative Cushing’s information, all of which would not be 

appropriate for the aims of this study as they are primarily quantitative approaches using 

structured interviews, and thus do not contain rich qualitative data suitable for exploring the 

theoretical areas of interest.) 

 

2.2 ANALYTIC APPROACH 

Interviews were transcribed in full. The transcripts were then loaded into ATLAS.ti for 

analysis. Interviews were coded for themes using qualitative content analysis (Emerson, Fretz 

and Shaw 2011). Unlike quantitative content analysis which aims to count the frequency with 

which each code is used, qualitative coding is used to build an analytical theory or process that 

connects themes in meaningful ways. Each interview transcript was read in full and open codes 

were created and tracked using ATLAS.ti software, version 8.2.32 (Muhr 2018). Open codes are 

tentative labels for pieces of text that represent discrete concepts or themes based on the meaning 

of the content. In the open coding phase, the number of codes generated is not limited so that 

many more codes will be created than were used in the final analysis. As new codes were added, 

they were compared with previously created codes (constant comparison) to delineate discrete 

themes. Once preliminary open codes were developed, the code list was reviewed, and codes 

were modified, merged, or split into subcategories to create focused codes to capture conceptual 

similarities. These focused codes were grouped into families (broad groupings) to represent each 

stage of the diagnostic journey.  

 Following coding, a theoretical sequence of events (or set of stages) in patients’ journeys 

toward a correct diagnosis was developed, including later stages of adjustment to the new 
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diagnosis and treatment. During this analytic process, I found that there is no common sequence 

but rather sets of key factors that, if co-occurring in positive ways, move people along a 

sequence of more general steps:  1.  Discovery of misdiagnosis, 2. Pursuit of appropriate 

diagnosis, 3.  Obtaining the right diagnosis, 4. Adjusting to a new, specific illness identity. 

Within each of these steps, events could occur in different orders with a combination of factors 

contributing to success at each step. In analyzing the results for each chapter, the following 

guiding questions were used to develop key themes relating to the main research question for 

each chapter: 

1. Recognizing a diagnostic error 
a. To what extent is diagnostic uncertainty involved? How do individuals and their 

doctors initially construct the diagnosis, given this uncertainty? 
b. How and to what extent do labels shape the interpretation of symptoms? 
c. How do individuals’ conceptions of their illness identities affect recognition of a 

diagnostic error? 
d. How is social support involved in recognizing a diagnostic error? 

2. Obtaining a new diagnostic label 
a. What critical events need to happen for a misdiagnosed patient to obtain a new 

diagnostic label for her ambiguous and stigmatizing symptoms? 
b. What are the ideal types of patient journeys that lead to diagnostic error 

resolution? 
i. What types of health care providers are consulted? 

ii. To what extent is the diagnostic process cyclical? What types of agents 
(e.g., types of providers, existing social networks, new social networks) 
are involved throughout the process or when re-negotiating the diagnosis? 

iii. To what extent is the new label part of a deliberate search or incidental in 
the process of dealing with an unrelated health condition? 

iv. How is the ultimate, correct diagnosis obtained? What are the pathways 
that patients follow? 

v. To what extent does perceived stigma affect this process? 
vi. To what extent are social support resources involved? 

3. Consequences of getting the right label 
a. What does a Cushing’s label mean to patients? 

i. How do patients react once they have the right diagnosis? 
ii. How is identity reconstructed after the diagnosis? 

b. How do patients navigate living with and managing a rare disease? 
i. How do patients make meaning of their new illness identity? 

ii. What does health and health care look like for a rare disease after 
diagnosis? 
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iii. How do patients find meaningful and relevant social support that reflects 
their post-diagnosis identity? 

2.3 PRESENTATION OF RESULTS 

Segments drawn from interviews were selected based on their ability to represent the 

concepts being described or to show differences in experiences, or counter-cases, among 

individuals in the sample. Interviews were transcribed verbatim and filler words (e.g. hmm, um, 

okay, etc.), were not edited out because these could carry meaning. Some quotes were shortened 

to avoid long, drawn out stories that did not relate to the theme being described. In these cases, 

three periods were used to indicate that a short string of words was removed, while four periods 

were used to indicate that there were multiple sentences removed. To clarify quotes, brackets 

were used to add in words that seemed to be omitted but were implied.  These techniques were 

used to add clarity to the quotations. Names of interviewees were not changed from those 

publicly available in the podcast series. Some of these were user names, while others may have 

been real first and/or last names. Because this information is already public and because 

interviewees intended for their interviews to be public, privacy was not a concern. Finally, 

throughout the following chapters, interviewees are referred to as “guests” to reflect the term 

used by the host, MaryO. 
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Table 2.1. Sample Characteristics (N=52) 

Characteristic Statistic 
Age, range in yearsa 24-69 
Duration (years) of Symptoms Prior to Diagnosis (n=36), mean (range)b 8.6 (1-27) 
Type of CS, % (n) 

Pituitary 
Adrenal 
Cyclic (adrenal or pituitary) 
Iatrogenic 
Suspected, undiagnosed 

 
63% (33) 
10% (5) 
8% (4) 
 2% (1) 
17% (9) 

aNote: Figures are based on information reported during interviews, sometimes deduced from 
other reports of life events when information was not explicitly mentioned. Range is based on 
those who mentioned numeric values. Twenty-four did not mention an explicit age, but discussed 
having young, teenaged, or grown children, being past menopausal age, being a college or 
graduate student, or other indicators of general stage in adult life. Interviews with parents of 
children with CS were excluded from the sample. 
bAmong those who had been diagnosed (n=44) and who reported information regarding duration 
of symptoms. 
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3 CHAPTER 3 – HOW DO PATIENTS RECOGNIZE A DIAGNOSTIC ERROR? 

3.1 INTRODUCTION 

This chapter examines the social forces driving patient recognition of a diagnostic error for a 

rare disease with ambiguous and stigmatizing symptoms. Ambiguous symptoms create what has 

been referred to as the “gray area” in diagnosis, where symptoms are not considered to be 

normal, but also not seriously deviant. Symptoms falling into this gray area require interpretation 

by a medical provider to determine whether the issue is worthy of further medical attention. Due 

to the ambiguous nature of symptoms, social forces, such as stereotypes and labeling by other 

people, are the strongest and therefore the risk for diagnostic error is increased (Pescosolido, 

McLeod and Alegria 2000). These social forces can facilitate or hinder the possibility that 

patients or providers suspect and recognize a diagnostic error. In this chapter I elaborate the 

process of recognizing a diagnostic error by building on theories of help-seeking and diagnostic 

uncertainty by exploring the application of labeling theory, social construction of diagnosis, and 

role-identity theory to instances of diagnostic uncertainty for a rare disease with ambiguous and 

stigmatizing symptoms. 

Diagnostic error is undertheorized in current literature5. Three distinct types of diagnostic 

error have been identified: missed diagnosis, delayed diagnosis, and wrong diagnosis (Graber, 

Franklin and Gordon 2005). For a diagnostic error to be identified, a patient needs to return to 

her provider for an additional assessment. Previous sociological research has examined how 

                                                 

5 Diagnostic error may also be thought of in terms of false negatives and false positives. That is, a false 
negative (not applying a diagnosis when one should be applied) may trigger application of a false positive 
(application of a diagnostic label that is incorrect), both resulting in diagnostic error. 
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patients with contested illness have challenged their provider’s assessments of their symptoms, 

generally framing this situation as one in which patients advocate in a social movement to have 

their health condition formally recognized by medicine, such as with fibromyalgia, Gulf War 

Syndrome, or multiple chemical sensitivity (Barker 2008; Phillips 2010; Swoboda 2008; 

Zavestoski et al. 2004). However, sociological theories of help-seeking have generally not 

addressed instances in which a diagnosis is questioned for a disease that is not contested.  

This chapter explores the social and medical factors that go into suspecting a diagnostic 

error from the patient’s perspective, framed within a complex theory of help-seeking. Most 

theories of health care utilization present a linear model in which people perceive need and seek 

help for health problems. For example, in the behavioral model of health utilization, a 

combination of predisposing characteristics, enabling resources, and need determine use of 

health care services (Andersen 1995), while the health belief model emphasizes individual 

beliefs about illness and risk as motivations for seeking help (Becker 1974). Others have 

criticized the linear approach of earlier utilization models, instead emphasizing the role of social 

networks and structures in shaping (possibly repeated) decisions to seek help as individuals 

muddle through the health care system (Horwitz 1977; Pescosolido 1992; Pescosolido, Gardner 

and Lubell 1998). In particular, the network-episode model underscores the complex context in 

which health utilization choices are made and the process by which patients draw on or respond 

to social networks to determine their need for and access to services (Pescosolido 2011; 

Stiffman, Pescosolido and Cabassa 2004). The aggregate of these episodes in the use of health 

care services has been conceptualized as an “illness career” (Gove 2004; Pavalko, Harding and 

Pescosolido 2007). However, even this complex conceptualization of help-seeking has paid little 

attention to instances of diagnostic error.  Some efforts to seek help may not result in medical 
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treatment if the symptoms are not deemed medical in nature by a physician or if the physician 

cannot determine an adequate diagnosis. In this case, a patient goes undiagnosed or is told that 

she is healthy. Rare diseases with ambiguous symptoms, such as Cushing’s, fall into this 

category as it can take years of help-seeking to result in a diagnosis (Kreitschmann-Andermahr et 

al. 2015; Shire 2018). While misdiagnosis or incomplete presentation of symptoms may be 

driving this delay, social factors are likely to play a role in this extended process. Adopting the 

network-episode model as a broad framework in which treatment-seeking operates in an 

unfolding, potentially meandering, process, three sociological theories will be applied within this 

frame to the problem of diagnostic error from a patient perspective: self-labeling, social 

construction of diagnosis, and role-identity theory. 

A critical step in the help-seeking process is the recognition that one is experiencing a 

symptom that requires medical expertise for appropriate diagnosis and care. When an individual 

recognizes that a symptom is not normal, s/he performs what Thoits (1985b) calls “self-

labeling,” in this case, labeling him/herself as potentially ill.  Self-labeling motivates individuals 

to seek help for a symptom they believe is medical in nature.  Then, according to labeling theory, 

medical professionals label deviant health presentations, or symptoms, as being due to a medical 

condition (Scheff 1974). Attributes that affect help-seeking have been explored in terms of 

sociodemographics, preferences, and attitudes (McKinlay 1973; Smith, Pope and Botha 2005; 

Stiffman, Pescosolido and Cabassa 2004). The underlying assumption in that research, which 

may not be explicit, is that there is a single health condition under consideration that is best left 

to medical authorities to identify. This assumption functions to simplify the help-seeking process 

so that theories of health care utilization can be described on a broad level and across diseases, 

individuals, organizations, networks, and social systems.  However, both labeling and help-
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seeking theories overlook the possibility that a physician may misdiagnose the underlying 

condition. 

Social construction can play a role not only in the initial diagnosis of a health condition but 

also in the continuing evaluation of a patient’s symptoms and health management. When a 

person already has an erroneous diagnosis, providers and patients may misattribute new, 

continuing, or worsening symptoms to the initial diagnosis, rather than consider the possibility 

that there may be a different health condition causing the symptoms. Researchers have 

documented two mechanisms that influence this process: confirmation bias and diagnostic 

overshadowing. Confirmation bias happens when new information is attributed to the original 

diagnosis (or the original attribution, such as a normal stress response) and has been shown to be 

a strong factor influencing diagnosis in medical practice (Wallsten 1980). With respect to mental 

health conditions, this tendency has been described as “diagnostic overshadowing,” where 

physical symptoms are attributed to an already-diagnosed mental health condition (Levitan and 

Reiss 1983; Reiss and Szyszko 1983). Diagnostic overshadowing has been linked with poorer 

physical health care for people with mental illnesses and delayed diagnosis of physical 

conditions (Hayhow et al. 2015; Jones, Howard and Thornicroft 2008). These biases together 

make it very challenging for either patient or provider to question a diagnosis of a mental illness 

once it has been made. Physical conditions that manifest with psychological symptoms, 

therefore, may be particularly vulnerable to confirmation bias and diagnostic overshadowing, as 

the physical symptoms may conform to expectations about the supposed or actual mental 

disorder. 

Role-identity expectations also may prevent recognition of an alternate condition, as “good” 

patients must not question their provider’s assessment of their health condition or 
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recommendations about treatment. To do so would be a violation of what it means to 

successfully enact the sick role, and this violation could lead to lack of support from others 

(Parsons 1951; Parsons 1975).  Special skills and personal characteristics are required to 

challenge the physician’s assessment, given the context of a relationship of unequal power (Mik-

Meyer and Obling 2012; Parsons 1975). For a condition with ambiguous symptoms, a persistent 

patient is at a further disadvantage because she cannot point to a definitive indicator of a single 

disease, potentially leading her to be additionally labeled as a hypochondriac or attention-seeker 

(Aaron et al. 1996). After all, it’s easy for doctors to interpret mystery symptoms as being all in 

the patient’s head when the patient lacks an alternative apparent medical cause.  

Drawing from self-labeling, social construction, and role-identity theories as they operate 

within a complex illness career, this chapter examines the following research question in a 

sample of women who have suspected or diagnosed Cushing’s and have participated in an online 

interview podcast series to share their experiences with other patients: 

 

Research Question: How do patients recognize a diagnostic error? 

 

Specifically, the aims of this chapter are to describe the roles of self-labeling, social 

construction, and role-identity theory as they affect interpretations about symptoms and the 

chance that a diagnostic error would be suspected. To address these aims, this chapter traces the 

process whereby people experience symptoms and subsequently interpret them as unusual 

enough to question their previous diagnosis or their own nonmedical interpretation of their 

symptoms. While not all guests on the podcast had explicitly experienced a diagnostic error, all 

had initially suspected something that was not Cushing’s as causing their symptoms, such as 
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stress. This chapter provides an overview of the themes that emerged from a qualitative content 

analysis of podcast interviews with women who have or suspect they have Cushing’s. These 

themes offer insight into how self-labeling, social construction, and role-identity theory operate 

to facilitate or impede patients’ recognition of diagnostic error for a rare disease with ambiguous 

and stigmatizing symptoms. 

 

3.2 RESULTS 

3.2.1 Everybody’s Different – the social construction of diagnosis 

"When you hear hoofbeats, look for horses not zebras.” – medical idiom quoted 
by several guests in reference to the diagnostic process for rare disease 

The most common theme throughout guests’ stories of their Cushing’s experiences was that 

everyone is different. Each has a unique cluster of symptoms, unique care trajectory, and unique 

treatment journey. There were multiple ways for people to recognize that their symptoms were 

indicative of something wrong, and that that something could be Cushing’s. There were two 

themes that arose from this notion that everyone with Cushing’s is different – trouble making 

sense of symptoms and fragmentation of care. Both are related to the varying clusters of 

symptoms guests experienced as they and their providers attempted to identify the source of their 

health problems. 

3.2.1.1 Ambiguous symptoms and medical uncertainty enable social construction of a diagnosis 

The symptoms of Cushing’s include many nonspecific symptoms that make clear diagnosis 

challenging. To make a diagnosis out of nonspecific, ambiguous symptoms, health care 

providers craft a “patchwork diagnosis” of different pieces of symptomatic and personal 
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information about the patient in order to make a coherent narrative so that a treatment plan can 

be recommended (Gardner et al. 2011). When there is ambiguity, patients may be at higher risk 

of being misdiagnosed, as providers tend to use “decision rules,” or follow cultural norms, that 

prioritize diagnosis over non-diagnosis in order to minimize the risk of harm to patients (Scheff 

1963a). As the quote about zebras above illustrates, providers are also taught to diagnose a 

common disease over a rare disease, which likely leads to a delay in the diagnosis of the rare 

disease.  

This delay in diagnosis due to ambiguous symptoms was evident among guests’ descriptions 

of their diagnostic journey. For nearly every guest, Cushing’s was not even on the radar through 

many years of symptoms and misdiagnoses. For some, providers could not fully confirm the 

underlying condition despite multiple tests and assessments by specialists. This left many guests 

facing years of persistent symptoms and interim diagnoses that never fully explained those 

symptoms. What guests overwhelmingly acknowledged was a sense that everyone with 

Cushing’s is unique, with a different cluster of ambiguous symptoms of their shared underlying 

medical condition that makes suspecting and pinpointing a diagnosis difficult. As Joselle and 

MaryO discuss, these differences in symptoms made it difficult for their providers to consider 

Cushing’s, especially if they lacked what doctors considered to be typical markers of Cushing’s, 

such as stretch marks. 

Joselle:  You know? It’s like you can’t—not everybody’s the same! And not 
everybody comes and presents the same. And not everybody has all the 
same symptoms.  

 
MaryO:  Mmm-hmm. Yeah. Well, a lot of people, they wanna see stretch marks, 

and I didn’t have those. Um, you know, it’s just one of those things I 
didn’t have, and most people do. And they seem to always want to see 
them, but, you know, not one of th—wasn’t one of my features!  
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Joselle:  I just have real faint, real faint, like pink little marks on my—very faint, I 
saw them, you know, but he wouldn’t even look at those when I first met 
my endocrinologist… So, he didn’t believe it at first, but uh, it’s a very, 
very frustrating disease. And like I say, I’m sure there’s so many people 
out there, that are suffering, and don’t know what’s wrong. 

 

Similarly, Gina had a blood pressure problem related to Cushing’s that “baffled” her doctor. 

 
My blood pressure is really weird. You know, not everybody gets the high blood 
pressure with Cushing’s and some people do and mine just goes up and down and 
it can fluctuate really fast even in a 15-minute period… And my doctor has seen 
that, and he was just baffled. You know, he said, “I don't know what to do for 
you.” (Gina) 

 

This symptom ambiguity made it incredibly challenging for patients and providers to figure 

out the underlying cause. Guests were not entirely unsympathetic to the difficulty of diagnosing 

a disease like Cushing’s. As Laura explains, this symptom ambiguity is a main reason it takes so 

long to figure out the diagnosis. 

I just think that it’s one of those maddening, uh, illnesses that takes so long to 
figure out because there’s so many things that can be so many different things. 
(Laura) 

 

These “many things” ranged from psychiatric to gynecological to dermatological symptoms 

as well as nonmedical potential sources such as stress or aging, as will be described later in this 

chapter. These misdiagnoses, especially when deemed non-medical in nature, led to frustration 

among guests who were unsure of what steps to take next in the hope they might get better. For 

Danielle, a college student, a series of providers attempted to piece together a diagnosis based on 

her symptoms and laboratory work. Repeated attempts at a diagnosis left her without a diagnosis, 



60 
 

and a suggestion that her weight gain was not due to a medical condition but to poor diet and 

lack of exercise.   

Um, well, I spent a lot of time [laughs] you know, in and out of the emergency 
room in the health center at school. Um, and they always just referred me back to 
my doctors at home just because it was kind of a complicated situation and they, 
they weren’t sure what was going on. Um, and my primary care doctor, I think did 
one, um, you know, blood cortisol test, and [she] said it looked fine, but she 
agreed that something was going on, so I saw an endocrinologist, who told me I 
was fine, and then, um, you know, lose weight and exercise. I saw um, [MaryO 
laughs] a reproductive endocrinologist, thinking that it was PCOS [Polycystic 
Ovarian Syndrome], but I had abnormally low testosterone, which is kind of, um, 
opposite of what they usually see in PCOS. So, um, I ended up seeing a 
neuroendocrinologist, who also, you know, did a 24-hour urine, um, told me it 
was normal, you know, suggested bariatric surgery, or, you know, weight loss 
drugs. Um, so it was really frustrating. (Danielle) 

 

 The uniqueness of each case was reflected in interactions with providers, with whom 

many guests empathized. About half (n=25) felt they were medical mysteries for a long period of 

time, sensing that something was wrong but unable to put their finger on it. Several guests, like 

MiriamK, felt they could not place blame on providers given the challenge they face in 

recognizing a rare condition with ambiguous symptoms. She had come to terms with the process 

she had gone through to seek help and felt her providers had done what they could with the 

information available and perhaps with limited experience or awareness of Cushing’s.  

Yeah, most of my doctors were really--I don’t have any anger towards any of 
them, I really don’t. I just feel like, it’s not their fault, you know? People were-- 
they were trying, but... (MiriamK) 

 

During the process of getting diagnosed, some guests (n=13) felt their providers lacked 

empathy.  They began to perceive that doctors thought they were crazy, and repeatedly sought 

new providers hoping that the next one would believe them. This is similar to the process in 
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contested illnesses, where symptoms are delegitimized by health care providers and patients just 

hope someone with medical authority eventually will believe them (Barker 2002; Ware 1992).  

While they continued to experience troubling symptoms, guests felt their providers were 

dismissive of or unwilling to recognize their symptoms as medical in nature. MelissaF describes 

how her endocrinologist rejected her as a patient after she repeatedly returned for further 

investigation of her symptoms over a period of several years.  

At one point my extremities were tingling and, and moving in such a way and 
other symptoms actually led to an MS scare. So, I went for an entire neurological 
workup on that, um, and, again it was about a year and a half and I was still -- 
kept going back to this endocrinologist saying, “Look something's not right” and 
finally the guy snapped and actually told me, “You need to stop coming to this 
office. You need to go home and thank God, praise the Lord, because you are 
cured of coming here” ….and then I've got a couple minutes later, that in a couple 
months later he actually quietly retired from practicing medicine all together. 
(MelissaF) 

 

Both patients and their healthcare providers recognized the complexity and the overlapping 

of symptoms with other conditions. This ambiguity led to delays in diagnosis as patients and 

providers attempted to make sense of the unique cluster of symptoms the patient was 

experiencing. These quotes demonstrate that ambiguous symptoms can take patients on many 

different journeys of diagnosis. While many understood that ambiguous symptoms made 

diagnosis difficult, guests were frustrated by feeling that medical authorities had dismissed their 

symptoms, disempowering their ability to receive appropriate care. This was further complicated 

by the structure of health care specialties, described next. 
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3.2.1.2 Fragmented care constructs only pieces of the puzzle 

With ambiguous and unique symptoms, guests found it challenging to find the right kind of 

provider to evaluate and treat them. For MiriamK, despite having what she described as “a 

textbook case,” finding a provider who could make sense of her typical Cushing’s symptoms 

involved nearly twenty providers in a range of specialties. 

I wrote down, like, I went to, um, like, a lot of, all different types of doctors. I 
went to a neurologist, 5 endocrinologists, a urologist, 3 dermatologists, 3 
gynecologists, 2 nutritionists, 4 social workers… (MiriamK)  

 

Navigating through a large cluster of different specialists was a frustrating experience for 

guests. Many rattled off similar lists of different types of providers they had seen for their 

symptoms to illustrate their point that each specialist is focused on a specific piece of the puzzle 

that prevents them from seeing the bigger picture that may lead them closer to an accurate 

diagnosis. Robin’s primary care doctor referred her to about five different providers with 

different specialties, none of whom could diagnose her accurately. 

She sent me—uh, I think, let’s see--I saw a gastrologist, I saw a rheumatologist, 
four or five different doctors I can’t remember--ENT--I can—oh, all this stuff I 
had going on and she sent me for the symptoms but nobody, nobody put it all 
together. Nobody. (Robin) 

Similarly, many guests felt that their care was not well coordinated during their attempts to 

find an explanation for their symptoms. Despite seeing multiple specialists, each seemed to be 

treating each symptom separately and without talking to each other about the bigger picture, as 

Stacey describes.  

Stacey:  And that was part of my problem for years. You know, the gynecologist 
wasn't talking to my cardiologist, wasn't talking to my diabetes specialist 
or nutritionist I was seeing, so nobody knew anything except what I first 
said at the first, you know, thirty seconds of talking to them. 
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MaryO:  And they were treating each symptom separately. 
 
Stacey:  Hmm. Definitely.  

 

Insurance changes could also affect continuity of care and care coordination. When 

insurance plans and coverages changed, guests described the process of needing to find and 

change providers and beginning the process all over again, as though they were pressing a reset 

button. The new doctors may have struggled to get up to speed with these complex cases that 

involved multiple providers in different specialties.  As this exchange between Barbara, MaryO, 

and co-host Robin6 shows, insurance changes and provider coordination complicate the process 

of recognizing a diagnostic error. 

 

Barbara:  I’ve been pretty lucky in that end of it because I’ve heard it can be way 
worse. But it still took a long time before I got to that point. You know, 
we’re in the [insurance] contract, so you have to change health care 
professionals, the insurance changes, you have to change doctors, and 
nobody could keep up with it.  

MaryO:  Right, and then another specialist and another specialist and nobody ever 
gets the full picture. You’re treated for every little symptom, everyone has 
a specialty.  

Robin (host):  Right. You get your neurologists and you get this, I had a foot doctor 
because my feet were hurting so much and this that and the other…nobody 
looks at the whole thing and goes, “Oh look at this, there’s a whole person 
here.” 

 

What made Barbara’s journey even more difficult was that she was experiencing symptoms 

that were nearly identical to those her sister was having. What they ultimately learned was that 

while Barbara’s symptoms were caused by Cushing’s, ovarian cancer caused her sister’s 

                                                 

6 Robin is a friend, Cushing’s survivor, and sometimes co-host with MaryO. She appears on 19 out of 54 
interviews as a co-host. 
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symptoms. Their different care trajectories for similar symptoms led to very different outcomes, 

including her sister’s death. 

It didn’t help me either that my sister was very sick at the time, too. It turns out 
that she had ovarian cancer that we didn’t know about, but her symptoms, some of 
the symptoms, were the same. In the missed cycle and stuff like that. And it was 
like, well, OK, something’s happening between the two of you. And it turns out it 
wasn’t, I was diagnosed, and she ended up passing away, she wasn’t diagnosed 
until the very end. Ovarian cancer is really horrible; it’s one of those really, really 
sneaky diseases. (Barbara) 

 Lack of insurance also contributed to fragmentation of care and lack of follow-up 

investigations for alarming symptoms.  This was the case with Heather, who, during a lapse of 

health insurance after college, developed dangerous blood and fluid retention in her legs and was 

eventually hospitalized for a leg infection. The medical team who treated her suggested that her 

problems were due to overeating and did not suggest an underlying medical cause, possibly 

contributing to her worsening health. 

 

Heather:  Um, the main -- the first symptom that I had was blood retention in my 
leg. And it would—it got to the point where, like, fluid would actually 
come out of my leg. And I had no idea what to do. I didn’t have medical 
insurance at the time because I’d just graduated from college and was 
trying to find a job and all that. So, I was kind of…uh, I didn’t know what 
to do, so, um, I went to the emergency room, and they just told me to see a 
doctor. And the doctors just gave me, um, fluid pills to, um, to get the 
fluid out of me, and that didn’t work. 

 
Robin (host):  So, they weren’t concerned in finding why you had the fluid? 
 
Heather:  Yeah, yeah, they didn’t really try to find why. Um, I went to some kind of, 

um, circulation doctor, and he just told me to stop eating because, like, 
when I was gaining the fluid, I was also starting to put on the weight. But I 
noticed the fluid more because it was just so much that I even thought the 
weight was fluid. 

 
Robin (host):  Right. 
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Heather: And, um, he just told me to stop eating and lose weight, and your 
problems will go away. 

 
Robin (host): Oooh. 
 
Heather:  And, so, like, I was trying, um, I tried the lymphedema therapy, and I had 

trouble with insurance…getting them to pay for the lymphedema therapy. 
And it got to the point that I was working the lymphedema pump, and that 
didn’t work, and then I got a really bad infection in my leg and, um--
cellulitis. And I was in the hospital for over a month. 

 

The combination of diagnostic uncertainty and care fragmentation contributed to delays in 

recognizing a diagnostic error and worsening health outcomes for Heather and 9 others who 

discussed fragmented care having a negative impact on their diagnostic journey. With a long 

pathway to getting diagnosed with Cushing’s, most of the guests had been diagnosed with 

something else or were dismissed as healthy along the way. Thus, these patients whose 

symptoms fell into the “grey area” faced delays in recognizing a diagnostic error as a fragmented 

medical system pushed them in the wrong direction, obscuring the medical truth. 

3.2.2 Diagnostic labels shape interpretation of symptoms 

Medical labels can prevent recognition of a diagnostic error. The discipline of medicine and 

medical training provide a means of interpreting and labeling physical and mental illness so that 

treatments can be pursued (Atkinson 1984; Light 1979). In the face of uncertainty, and to receive 

treatments, patients must trust their provider’s interpretation of their symptoms. They have 

consulted the authority on the matter and there is no reason to suspect an error as the symptoms 

(at least to some extent) make sense in the context of their doctor’s explanation. As Stacey 

explains, once a diagnosis is made, it becomes the focus of medical care. 

Stacey:  The thing that I think about it is, you know, I, you go to the doctor with 
the symptom and they diagnose you with something and then that is their 



66 
 

focus. And then, you know, most [are] women and they go in and it's 
female issues and that's where mine kind of started. 

 
MaryO: PCOS. 
 
Stacey:  Yup, I got that diagnosis and, um, I just never quite fit the whole bill. 

 

This quote illustrates an experience that half of the guests (n=29) shared – an early 

diagnostic label shaped the trajectory of their care and led to a delay in recognizing a diagnostic 

error. There were three mechanisms through which pre-existing labels prevented the recognition 

of diagnostic errors. These included patients’ trust in physicians and medicine, physicians’ 

confirmation bias and stereotypes, and diagnostic overshadowing.  

 

3.2.2.1 Trust in physicians and medicine to give accurate labels 

Underpinning guests’ help-seeking for their unexplained symptoms was a trust in their 

provider and the labels that a medical authority gives to their symptoms. This trust, however, did 

not often survive the diagnostic process. The eight who mentioned trust in their physicians as a 

barrier to recognizing error framed it in the context of trust that had been initially given but was 

later revoked after their medical needs were not met. This exchange between guest Katie and 

MaryO shows how Katie viewed her initial trust as a barrier to recognizing a diagnostic error: 

Katie:  Part of the problem, in the beginning, was that I was a little overly trusting 
of doctors. Well. okay— 

 
MaryO:  I think you were— 
 
Katie:  A lot. 
 
MaryO:  …soft that way, you know? 
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Kay’s trust in medicine was tested when she had a baby, and this led her to pursue further 

investigations into her troubling symptoms. She recognizes that it is a social norm that patients 

trust what doctors say. 

Well, it wasn’t even ‘till I had my kids that I realized that doctors weren’t perfect. 
[laughs] You know, I used to trust everything they say! I think people trust what 
they say! (Kay) 

 

In contrast to Kay, Lynn acknowledged her full trust in the medical community, but offered 

a caveat that patients must remain self-advocates, a theme that will also be discussed in chapter 

4.  

Lynn:  I do have total faith in the medical community. I just think it's important 
that people are proactive. 

 
MaryO:  Sure. Absolutely. Because you know they go for the more common stuff. 

You know you have to keep pushing at them, and maybe I -- not 
everybody has common things, you know. 

 
Lynn:  Right.  

 

While trust was one factor that initially prevented guests from questioning their doctors’ 

assessments of their symptoms, this trust was often compromised over the course of their 

diagnostic journey. This change will be discussed in more depth in Chapter 4. 

3.2.2.2 Confirmation Bias and Stereotypes: Doctors use Common Physical or Mental Health Symptoms or 

Social Characteristics to Confirm their Diagnoses. 

Once a common and expectable diagnosis is made, providers tend to attach a common and 

expectable diagnosis to a person’s symptoms on the basis of her attributes, whether symptoms 

are new, worsening, or simply not improving. Because of this lens, providers become subject to 

confirmation bias (Wallsten 1980). This makes it very difficult to suspect that there is something 
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wrong with the diagnosis or to pursue additional investigation and becomes particularly 

problematic when multiple conditions exhibit similar symptoms. Guests recognized that this 

ambiguous overlap exists and prevents recognition of an error. 

Yes, there are some diseases that do mimic it and have a lot of the same things, 
so. It is true, it’s hard to weed it out. (JenS) 

 

There were several misdiagnoses that were common among guests because of these 

overlapping symptoms. Once these diagnoses were given, doctors tended to stick with these 

diagnoses. Table 3.1 describes some of the more common explanations that were given to guests 

by doctors during the long process of suspecting a diagnostic error. These span physical (e.g., 

polycystic ovarian syndrome or fibromyalgia), psychiatric (e.g., depression or bipolar disorder), 

lifestyle (e.g., stress), and demographic attributions for symptoms (e.g., ethnicity or age). Many 

of these are common diagnoses likely to occur in this population of young to middle aged adult 

females, such as depression (Kessler 2003). Some may not be diagnostic errors but simply 

comorbidities. Regardless, MaryO’s guests describe how the presence of an initial diagnosis 

complicates and, in many cases, prevents further investigation of other conditions. In addition, 

stereotypes and other attributes about patients could contribute to doctors’ confirmation bias.  

Confirmation bias was discussed in some capacity by 21 guests. For AlyH, as with many of 

the guests, her constant pain was attributed to fibromyalgia, a diagnosis she believes doctors use 

as a catch-all when they are uncertain of the underlying problem: 

I had [symptoms] for about 4-5 years. It really started when I was away at college. 
I went to see a doctor. I had terrible pains for a while, the doctors had diagnosed 
me with fibromyalgia...that seems to just be when doctors don’t know what the 
problem is, they just diagnose you with fibromyalgia. (AlyH) 
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Later, she was diagnosed with polycystic ovarian syndrome (PCOS), which guests 

frequently discussed as being a common misdiagnosis. The following exchange between MaryO 

and guest AlyH demonstrates how an initial diagnosis of PCOS was reconsidered because her 

symptoms were not responding to treatment as would be expected for PCOS. In this case, 

nonresponse to treatment signaled the possibility of a diagnostic error. 

AlyH:  I have not had my period in five years and we’ve been trying to regulate it 
with hormones and birth control pills and it hasn’t worked. I’m on them 
now and it’s still not regulating. So that’s something the doctors are trying 
to figure out now. Because they originally thought that it was the 
polycystic ovaries. That was where I started, they thought I had, before 
they thought it was Cushing’s. 

 
MaryO:  Right, that’s another one that they like to stick on women. 
 
AlyH:  Right.  

 

A misdiagnosis of another disease, like metabolic syndrome in Carolyn’s case, led doctors to 

interpret her changing symptoms as due to that disease. She believes the positive effects of 

medication she took for those symptoms prevented her doctors from recognizing that she may 

have been misdiagnosed, in effect leading doctors to re-confirm the original diagnosis. 

I had for many, many years thought I had metabolic syndrome. All of my 
symptoms fit, and I always thought I had it really bad... I had a lot of the 
symptoms of Cushing’s, the rosacea I had really bad. My doctor at the time 
prescribed a very good cream, called nortaid cream.  So that kept my face from 
becoming all scarred and disfigured.  Couldn’t get rid of the redness but at least 
that protected my skin. I was put on Zenacol to control my blood sugars, so I’d 
been on that for about 18 years, and that probably prevented me from ballooning, 
because I did gain weight, but very slowly.  If you can’t get rid of Cushing’s, see 
if your doctor can get you on Zenacol. I got coverage through my insurance, not 
as a weight loss drug but as a cure for my diabetes. I was on that for a lot of years 
and I look back and think these things have helped me a lot with Cushing’s, but 
they might have also slowed my doctors down from recognizing the disease. 
(Carolyn) 

 



70 
 

For Deborah, her troubling abnormal laboratory test results were reinterpreted even by new 

providers as due to pre-diabetes. Getting a second, or in this case, fifth opinion did not buffer the 

effect of confirmation bias. 

Deborah: I’ve been to five—well they keep on, what happens is, they get my notes 
from one to the next and I don’t understand, no matter-- I don't understand 
all the doctors around here doing the same thing to me…..I went [to the 
University of Virginia] one time and the doctor who’s running a test—he 
read what the other doctor in Richmond said. The one that with the 
abnormal, with the high cortisol. And then he just blew me off. He didn’t 
even do anything. He didn’t check anything. 

MaryO: Wow.  
Deborah: And now I had, I just had a glucose tolerance test that shows reactive 

hypoglycemia. I mean, just falling apart. And then, you know, they're just 
saying that I have-- that it's pre- diabetes, but I know it’s not. You know, 
I'm, I eat healthy, it's just-- think of what happens. I’m not getting any, I'm 
not getting care I need. 

 

Not even medical expertise is a safeguard against confirmation bias. Even among two guests 

who noted they had specific medical expertise, and perhaps even because of their specific 

medical expertise, Cushing’s was dismissed as a possibility. For Kristin, a registered nurse, 

despite having the physical symptoms of Cushing’s, one normal laboratory test convinced her 

primary care doctor that she did not have Cushing’s. 

I knew about Cushing’s, being a nurse, but didn’t know that that’s what I was 
dealing with. Um, real sick seeking medical help for about, five years, um. About 
three years into that process my primary care doctor said, “Oh my gosh, I, I’ve got 
it! You’ve got this hump on your back, you have all these symptoms, you have 
Cushing’s disease.” Like, “Go home, research it, we’re gonna do a test, it’s gonna 
be sky high, we’ll getcha [diagnosed] and you’ll finally feel better.” So, lo and 
behold, I had the test, it was—and, you know, eight AM cortisol drawn at ten 
AM, and it was normal, actually it was low normal. And so, he said, “Oh, I was 
wrong. Wasn’t Cushing’s, I was wrong.” But I had found your site and read and 
read and read. [laughs] I said, “But it IS Cushing’s.” …I said to him, you know, 
“Yes, it is Cushing’s, y’know, you-you told me the research, I have the medical 
background, I researched it, it IS Cushing’s.” And he says, “No. No, it’s not. But, 
I’ll send you to, to an endo[crinologist], just to appease you.” So, I went to the 
endo, who said I, you know, needed to diet and exercise and… 
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For Alicia, a medical student, doctors diagnosed her with “medical student disease,” when 

she raised concerns about her symptoms. 

I’m sure that was a part of, even when I was in medical school, of the reason why 
I wasn’t diagnosed. Because they were like, “Oh you’re a medical student, you’re 
getting medical student’s disease”. And because I’m well versed, too, and I come 
out saying things in those proper medical terms, too. They’re like, “You must be 
reading the internet too much.” (Alicia) 

 

The dismissal of Alicia’s research and medical education also illustrates the power 

imbalance between doctors and patients. When she expressed concern as a patient, her medical 

providers refuted her claim to medical expertise, despite her training. This illustrates the strength 

of the power and status differential exerted between patient and provider even when the patient 

has some medical qualifications. By dismissing her concerns as being due to “reading the 

internet too much,” her providers also dismissed her medical knowledge. 

Stereotypes about patients and their symptoms can also shape the kinds of diagnostic 

conclusions physicians make (Welch et al. 2015; Welch et al. 2012). The burden is on physicians 

as knowledgeable gatekeepers to treatments to recognize and act on troubling symptoms reported 

by their patients. Twenty-five guests discussed stereotypes, often having to do with being “fat 

and depressed” (terms used by several guests when describing doctors’ use of stereotypes) as 

being used to dismiss their symptoms as not being worthy of investigation for an underlying 

physical cause. 

For Heather, alarming symptoms of extreme weight gain and fluid leaking from her legs 

were attributed to poor lifestyle habits. The perception of her weight gain being due to overeating 

was so strong that providers suggested she was lying about her diet, both to her other providers 



72 
 

and her family. This attribution of a stigmatized symptom to behavioral flaws led to delays in 

diagnosis and worsening health for Heather and others like her.  Co-host Robin acknowledges 

the stigma of being overweight by asking Heather if she was “accused” of overeating by her 

doctors. 

Robin (host):  Oh, well, good. Okay. Before you were diagnosed, were you accused of 
overeating and/ or not doing all the right things? 

 
Heather:  Yes, many times. The one – the circulation doctor who I saw, I went there 

with my future mother-in-law, and, um, he told me to stop eating. And she 
told him that I had to be forced to eat… Because even eating, like, 
vegetables with no butter, no salt, no nothing like that – I was still putting 
on all this weight. So, um, when he came back to her and was like, “You 
don’t know what she shoves down her throat when you’re not looking.”  

 

For some guests, common assumptions about what happens to people as they age or go 

through life events shaped the interpretation of symptoms and the fulfillment of role expectations 

for these life transitions. When these guests described symptoms such as weight gain and fatigue 

to their providers, they were met with dismissal of these symptoms as being part of the normal 

aging process, life events such as childbirth, stress, or gender and ethnic stereotypes.  After 

experiencing substantial weight gain in her stomach area, Jenn mentioned this to her providers, 

who attributed it to her age, at the time, 30: 

And you know, I kept saying “It’s all in my stomach, it’s all in my stomach, it’s—
it’s nowhere else!” And, uh, I just thought it was odd that it was, I was just 
gaining there, and you know they just kinda dismissed it, and they tell you, “Oh, 
you’re gettin’ older.” And I think at that time I was, you know, 30, and I was like, 
“I’m not that old.” (Jenn) 

 

When these symptoms are dismissed as part of a normal developmental or aging process, 

guests were accepting but frustrated with this explanation.  As Cyndie described, 
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There’s nothing more frustrating than going to the doctor and knowing your body 
and knowing your symptoms and saying to yourself, “God, something is not 
right,” and then they look at you and patronize you and tell you, “Well, you’re 
getting old now, maybe you’re a little depressed.” I had no idea that 36 would be 
so much harder than 35. If someone had told me at that stage of the game, I would 
have packed it in a long time ago, I would have had a lot more fun in my twenties. 
It’s crazy that they look at you and say you’re getting older now. Really? Because 
I was feeling fine 4 months ago. Did I age that quickly? That’s basically what 
happens to a lot of people. When I got sick I was really irritable, I wasn’t myself, 
I was sluggish, tired, and had rapid weight gain. I went to my doctor and she 
looked at me and said, “Well, you know, you’re not a spring chicken anymore.” I 
was like, god I’m 36 years old. What happened? (Cyndie) 

 

For Monique, it was rapid weight gain in her freshman year of college that was alarming to 

her and her providers, but her providers ultimately dismissed it as the “freshman fifteen”. 

We go to my doctor and I got on the scale and I had gained like 15 pounds within 
a month and I was just, like, shocked, because I—at the time I had been taking a 
class, an exercise class, too—and so I was like wha—you know I’ve been 
working out, I really haven’t been eating that bad, um…so they took my blood 
work and everything came back fine and my mom was like, “Well, why hasn’t 
she had her period?” and, you know, “Why has she put this weight on?” They 
kinda just looked at me like, “Freshman fifteen,” you know? Just, uh—but I had 
only been at college for a month [laughs] so it was like, freshman fifteen in a 
month doesn’t work. (Monique) 

 

Stereotypes about ethnicity also factored into providers’ dismissal of troubling symptoms. 

For four guests, including Fabiana, providers attributed changes in their physical appearance to 

their ethnicity, in this case, to Fabiana’s Italian heritage.  

I was so strict. I didn’t want to be 17-18 and looking the way I looked. I was a 
healthy eater, I was an avid dancer, dancing up to 20 hours a week in high school. 
In college I did crew, I was running. I ended up breaking my ankle and it wasn’t 
healing properly. Looking back, of course, that was the Cushing’s. They kept 
saying-- I’m Italian, so the one thing that they said was it was my Italian heritage. 
You know, all the facial hair I was getting. Then it was, “You have to exercise 
more, you have to eat better.” I was like, “I’m 19, I should not be changing like 
this that young.” That’s why it took so long. I kept bringing it up to my OBGYN 
because my periods just stopped. When I was 16, my mom kept saying that’s not 



74 
 

right. They put me on birth control, and eventually it got to where the birth 
control wasn’t even working to bring on my periods…Nothing was working. 
(Fabiana) 

 

Also wrapped up in these diagnostic errors are aspects of gender stereotypes. Fibromyalgia 

and especially PCOS are illnesses that primarily or only affect women.  Mary’s description of the 

PCOS diagnosis as something doctors “stick on women” illustrates the perception that they are 

being treated as though their female parts are the only factors that could be driving their 

symptoms. It’s as though they are reduced to their sex, and it is used as a lens through which to 

interpret other symptoms. 

I got referred to an endocrinologist and so I had an appointment with her…. Went 
in, told her my symptoms. She immediately told me that my parents needed to 
leave the room and that I was probably pregnant, and I was lying because I had no 
period and was putting on weight.  It just didn't make any sense to her because 
everything else in my blood work came back fine. And so, she continually asked 
me if I was pregnant. [I] said “No, I am not pregnant, I know I am not pregnant.” 
So then after that she referred me to a gynecologist and she thought maybe I had 
PCOS. Went to the gynecologist and the gynecologist said it sounds like PCOS. 
(Monique) 

 

Likewise, MelissaF discussed how her doctors dismissed her symptoms as being a normal 

part of her menstrual cycle, unworthy of further investigation. 

MelissaF:  A lot of doctors, because [Cushing’s] affects more women than men, you 
really do get this, you know, sort of sexist attitude from both male and 
female doctors that you're just hormonal. You’re PMS— 

 
MaryO:  Right, right. This hysterical woman kind of thing. 
 
MelissaF:  Go take a Midol. Yeah. 

 

When Stacey’s diagnosis of PCOS was not sufficient to explain new symptoms, she was told 

she might be going through early menopause, at age 25. She developed a series of additional and 
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troubling symptoms that she and her doctors felt could be explained by a number of different 

factors including mental illness, stress, and a family history of diabetes.  

 

Stacey:  They would treat me, and I just couldn't get better. And I just phoned 
everybody. And over the years, I, you know, that kind of started. I got 
diagnosed with PCOS. That was the reason why, you know, I had the 
weight the way I did and the hair growth and, um, the ovarian cysts. And 
I, fortunately I had my children. I have three children and my youngest is 
18 and he's a sophomore in college. And, um, yeah and, um, so actually he 
was born, nothing seemed right. And, um, of course, at that time, my 
husband had gone back to school, so I didn't have real good health care. 
So, in the summers, when we would go back to Alaska, where we were 
from, um, you know, I would go to see the specialist and they were like, “I 
don't know, maybe early menopause.” At that time, I was 25. 

 
MaryO:  [laughs] Very early menopause. 
 
Stacey:  And it kind of progresses. Exactly. And I really didn't have any fertility 

problems, so I was very fortunate at that time and so I just kind of 
struggled. And then there was just more and more symptoms and then, 
um, the hypertension kicked in and then I developed a tremor and it was a 
pretty significant sensual tremor, what they diagnosed it with. I had a few 
times of weight gain, even thirty pounds in one month. At that time, it 
seemed.... appropriate…. and, um, depression kicked in and anxiety and 
anxiety attacks all could be explained. I was in graduate school. 
Everybody was stressed out, and I had three small kids and, you know, I 
just, everything that I had was explainable. The diabetes, even, I 
developed that. And I have a sister that is diabetic, and I have a sister with 
type 2 diabetes. 

 

Several other women noticed symptoms following the birth of their children. Childbirth 

represents a major change physically and emotionally among all women who give birth. This 

made it difficult for patients, providers, and family members to untangle stereotypes about 

typical postpartum symptoms and lifestyle changes from underlying disease. Robin’s doctor 

attributed her inability to lose her pregnancy weight to a personal flaw in finding time to 

exercise, 
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Robin:  And of course, I couldn’t lose weight. Here I had a baby, an almost three-
year-old, was breastfeeding, runnin’ around like crazy, not havin’ time to 
eat and I couldn’t lose weight. 

 
MaryO: Wonderful. 
 
Robin:  [laughs] Yeah. ‘Course the doctor said, “Oh you’re just not doing enough 

exercise.” 
 

This misattribution of symptoms to normal life processes also delays identification of an 

underlying problem that accounts for the symptoms. Because many women do have difficulty 

losing weight after pregnancy, this symptom was dismissed as a normal part of life and as a 

defect in Robin’s character. Such attribution of troubling symptoms to normal postpartum 

experiences and lack of exercise is yet another barrier to recognizing diagnostic error. 

In sum, recognizing a diagnostic error could be challenging due to the attribution of new or 

persistent symptoms to an existing diagnosis. Confirmation bias occurred when symptoms were 

attributed to diseases with similar symptom profiles to Cushing’s, when medications for other 

conditions masked Cushing’s symptoms or laboratory test results, and even when new doctors 

reviewed patients’ prior medical records and came to the same conclusion. Confirmation bias 

could occur when providers were aware that patients had some medical training, such as those 

thought to be suffering from “medical student syndrome.”  Further, the status and power 

differential between patients and providers made it challenging for guests to question their 

doctor’s assessment. Stereotypes were also used by providers to downplay symptoms as a normal 

part of life by attributing troubling symptoms, especially weight gain, to a character flaw, to 

normal life events (such as childbirth, starting college, or the aging process), or to patients’ social 

attributes such as ethnicity and gender. Overcoming these biases would require more than just a 
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statement of medical facts, as widely shared social attitudes about these stereotypes can be 

particularly resistant to change, even when confronted with contradictory evidence, as such 

evidence can be used to view individuals as an exception to the rule, while the stereotype is 

maintained (Richards and Hewstone 2001). 

 

3.2.2.3 Diagnostic Overshadowing and Psychiatric Attribution 

Previous studies have shown that when a person is diagnosed with a mental illness that 

diagnosis tends to overshadow, or prevent attention to, physical health conditions the person may 

be experiencing simultaneously or later in time (Levitan and Reiss 1983; Reiss and Szyszko 

1983; Shefer et al. 2014). According to this theory, physical symptoms are misattributed to a 

diagnosed mental illness rather than being considered on their own. This has been well-

documented in previous literature and is a type of confirmation bias that can lead to diagnostic 

error and worse physical health care among people with mental illnesses (Jones, Howard and 

Thornicroft 2008; Shefer et al. 2014).  

Among guests MaryO interviewed, multiple kinds of diagnostic overshadowing occurred, 

stemming from both physical and psychiatric conditions. Most guests had been diagnosed with a 

mental illness along the way. This is not surprising given high levels of comorbidities of mental 

illness with Cushing’s as well as a potential direct and causal biological link that researchers 

have recently discovered between Cushing’s and multiple neuropsychiatric disorders such as 

bipolar disorder (Pivonello et al. 2015). When their providers and guests themselves attributed 

mood and some physical symptoms to a psychiatric condition, however, alternative explanations 

for these symptoms were not explored, resulting in diagnostic overshadowing, in which physical 

symptoms are interpreted as part of a primary (in time) diagnosis of a mental illness. For 
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example, as this dialogue shows, Katie felt that disclosing her previous mental health diagnoses 

empowered her providers to dismiss her health concerns altogether, leading to her frustration and 

additional stress from not being heard. 

Katie:  I would just be very open, you know, “I did have some psychological 
issues in the past, I have been on anti-anxiety medication, I did have some 
trouble sleeping,” so. That just gave them carte blanche to write me off. 
You know, as a, as a psychological problem. And I—I got a lot of that! 
You know, and they would say—look at me, you know, s-slightly, 
endearing, slightly condescending, and say, “You know, I really think you 
need to just relax more, and, you know, get sleep,” and like that kind of 
thing. 

 
MaryO:  Mmm-hmm. Yeah, I got that one. [laughs] 
 
Katie:  Yeah. I mean I think we all did, and uh the iron—the ironic thing about it 

is, you know, that it is true, that our symptoms are being caused by stress, 
it’s just not stress that we’re causing ourselves.  

 
MaryO:  Right. [laughs] 
 
Katie:  [as if addressing a doctor] So, yes, you’re absolutely right, it’s stress. 
 
MaryO:  Yeah, and you’re [you the doctor are] causing it. Thank you very much! 

 

  

Alicia, who at the time of her interview was being evaluated for the specific type of 

Cushing’s she had, was treated for mental health problems for eight years before she suspected 

there was any underlying physical problem.  

Alicia:  My symptoms started about eight years ago, but it wasn’t till about a year 
and a half ago that I thought I might have Cushing’s. I started out first 
with some pretty severe psychiatric symptoms in my junior year of 
college, and I was actually sent home from college on a students-in-crisis 
plan because I was having manic episodes with psychotic symptoms and 
at that time I was a student and living life in the fast lane. I was an RA, 
was working, I was, you know, leading the campus in multiple activities, I 
was playing sports, and when I started having these symptoms they, you 
know, withdrew me from a couple of my leadership positions.  
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I was taken off of being an RA and was sent home to my parents and 
given psychiatric help. And at that time I had kind of been having a lot of, 
like, fatigue and tiredness, and I requested my campus health records just 
recently as I was starting to put some things together and noticed that I’d 
been going in frequently for infections at that time, but nothing really that 
I would have thought to put together with the psychiatric illness.  

 
Robin (host):  Did you have any physical symptoms along with that? With the 

psychiatric… 
 
Alicia:  That I look back now, yes. But nothing that I connected at the time, no. It 

was definitely getting tired a lot, I was diagnosed with mono that same 
year, I had my tonsils out that same year because I had repeated strep 
throat. And I was just fatigued all the time. And that next year I gained 
about 40 pounds in about six months. And that was the start of a about 
140-pound weight gain for me over the next eight years.  

 

It wasn’t until Alicia was in medical school and unable to perform on coursework that she 

had to drop out and figure out what was going on with her health. In hindsight, she realized it all 

stemmed from Cushing’s, but at the time she did not make the connection or suspect a diagnostic 

error. The consequences of her diagnostic error, to her detriment, terminated her career path in 

medical school. 

I actually failed my first year of medical school, so they allowed me to restart my 
first year. About halfway through my second first year of medical school I just 
realized that I was so exhausted, so stricken by migraines, and that my cognitive 
abilities had actually declined. I could not remember things, I could not retain 
information, and I couldn’t reproduce the tasks I’d been asked to reproduce. I 
even failed a subject that I’d passed the year before. And I couldn’t understand 
that. And so, I took a permanent leave of absence from the school. (Alicia) 

 

These examples demonstrate the presence of diagnostic overshadowing among people who 

were diagnosed with psychiatric conditions but who were experiencing new symptoms of 

Cushing’s. Because of these initial diagnoses, other explanations for their symptoms were not 
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pursued, often leading to long delays in recognizing the diagnostic error, and sometimes with 

dramatic impact on health outcomes as well as the life course.  

3.2.3 Illness Role-Identity Processes 

3.2.3.1 Identity deflection: Patients use stereotypes to normalize and dismiss their symptoms to fulfill their 

own role expectations 

 

As seen in the previous section, many of the symptoms of Cushing’s were attributed to 

normal life, even by sufferers. There were two ways in which guests deflected the possibility 

they could have Cushing’s. Ten guests mentioned they simply ignored symptoms, dismissing 

them as passing, normal life experiences. Six guests considered Cushing’s at some point prior to 

their diagnosis, but actively rejected the idea that they could be experiencing a serious illness like 

Cushing’s. As Fabiana describes, long before she was diagnosed with Cushing’s, her anxiety and 

depression symptoms created role conflict between her identity as a healthy teenager versus 

someone experiencing a mental health problem. She struggled to make sense of the personality 

changes, weight gain, and facial hair she noticed in the context of what it means to be a normal 

teenager. 

For a long time, I thought I had a mental illness, social anxiety and depression. 
And of course, I was taking psychology courses all through college and I was 
self-diagnosing. I felt like it was such a drastic personality change. Since it 
happened when I was a teenager, is it just teenage stuff? That every teenager goes 
through? (Fabiana) 

 

Some guests had even suspected Cushing’s but never sought help because it threatened their 

identity as a young, healthy person. After seeing a picture of the first person diagnosed with 

Cushing’s syndrome, AndreaL did not believe that the image reflected her, and rejected the 
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identity of a sick person in favor of being a young healthy person. Thoits (2011, 2016) calls this 

phenomenon identity deflection; it has been studied primarily in the context of mental illness. 

Because individuals who deflect or reject the illness identity as a whole, they may actively avoid 

disclosing symptoms to providers who could label them with a diagnosis.  

And, of course, you have that photo of, you know, florid Cushing’s. And, at first, 
well, that’s not me, and so I just kind of put it out of my mind. I wasn’t feeling 
any other symptoms. And then I went along my merry way feeling invincible as 
many young people do. (AndreaL) 

 
Similarly, Ami actively refuted the idea that she could have Cushing’s after a family friend 

suggested she get tested for it.  

The chiropractor that I was seeing at the time was a friend of my husband’s, said, 
“Why don’t you go to my endocrinologist. She’s really good. I have 
fibro[myalgia]. She takes good care of me.” So, um, I went to see this lady, who 
had studied with Shlomo Melmed at Cedars Sinai. Um, she basically took one 
look at me and said, “Has anyone ever tested you for Cushing’s?” And I said, 
“No, and I don’t want to have that.” [laughs] (Ami) 

 

Others exhibited a subtler form of identity deflection when they believed their symptoms 

were part of everyday life or their normal state. For example, MiriamK experienced extreme 

anxiety and hair loss in her teens, but she could not imagine the possibility that her symptoms 

could be related to an illness. 

I didn’t even realize that I was sick, like, I always blamed it on myself. Like, you 
know, “I’m anxious and that’s--I have a lot of stress and that’s why my hair’s 
falling out,” and, I didn’t, I couldn’t even comprehend that, like, something like, I 
would actually be sick, I mean, like, who, who ever thinks like that? (MiriamK) 
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For Robin, an early symptom was having a very red face. She did not attribute this to a 

medical problem, nor did her coworker who called her out for wearing too much rouge on her 

cheeks.  

Funny story about the red face.  I wonder if I didn’t even have it longer because 
when I was in, um, college I worked my way through school as a nurse’s aide, 
and the nursing supervisor at the time, they all wore the white hats then. They all 
dressed the part. Asked me to come see her in her office, and I was probably 
seventeen or eighteen, I was young—I was young when I started college. And, 
um, said, “Robin I need to talk to you about your makeup.” And I was laughing to 
myself because I didn’t wear makeup at the time. If I wore it, it was a little bit of 
mascara and that was it. (Robin) 

Her mother also criticized her “makeup” until Robin showed her that it wouldn’t wash off. 

Despite this, Robin did not suspect the facial redness was due to a medical problem. In fact, she 

thought it was a sign of good health. 

It was my mother, is what it was, um. She said, “You’re wearing too much blush, 
too much rouge.” I think she called it rouge then, “You’re wearing too much 
rouge,” and I was just dumbfounded, and I was sort of shy then, imagine that. 
And she told me that, and I just wanted to go through the floor, and I said, “No, 
ma’am, I never wear rouge. I never wear it.” And I said, “I’ll be glad to go get a 
washcloth and proud to wash it off and show you.” Well, she apologized, and you 
know, everything was fine after that. I don’t know if somebody had said 
something to her or what. But, that’s how red my face was then.... And I never 
thought anything about it until of course the Cushing’s diagnosis…. and you 
know, when you had rosy cheeks it was considered healthy then. (Robin) 

 

These examples demonstrate that the rejection, or deflection, of an illness identity plays a 

role in delaying diagnosis for a physical disease with ambiguous symptoms. The stigma of being 

a sick person with a serious and rare condition was so undesirable that people undermined their 

own health by avoiding attributions of their changes in appearance or physical ability to a 

medical problem and attempting to enact the role of a healthy person. Guests attributed their 

symptoms instead to stereotypes of healthy individuals, such as teenagers or a healthy person 
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who was simply under stress, even though their symptoms were noticeable to themselves and 

others. In this way, they were able to maintain their master status as a healthy person while 

deflecting an identity that was not desired. 

 

3.2.3.2 Renewed Self-labeling – Something just wasn’t right 

So far, I have shown that doctors are biased toward common and expectable diseases in 

general and toward conditions associated with certain types of people (women, pregnant women, 

Italians, etc.). In contrast, sufferers are blinded by a desire not to be seen as ill or as ill with a rare 

and potentially stigmatizing disease. But what does the process look like when a person suspects 

a wrong diagnosis? That is, how does renewed self-labeling occur when there is already an 

explanation for the symptoms? Before people could get to a Cushing’s diagnosis, they and their 

providers needed to have a reason to look for alternative explanations. As described by 24 

guests, this renewed self-labeling was brought on by a sense that something had become 

substantially worse with their health such that their illness (or healthy) identity was misaligned 

with their experience.  

At this point in the process, most did not immediately suspect they had Cushing’s. They may 

have first even attempted to ignore the new or worsening symptoms, thinking they would be 

temporary. Kate, for example, began feeling very sick after receiving a steroid shot for arthritis, 

but attributed the symptoms to the flu. Weeks later, she returned to her doctor when she 

suspected the flu was not to blame. 

And it took, um, until 2006, which was at that point fifteen, sixteen years later. 
Um, I had some arthritis in my knee and I got a shot of steroids in my knee to help 
the inflammation from the arthritis, and that made me feel great in, in my knee, it 
really helped the, the pain, but the rest of me started feelin’ really sick. Somethin’ 
was very wrong. And I knew that it was more than just bein’ heavy. And 
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understanding that my weight had, had gone from a hundred and forty, to at that 
point um, over three hundred pounds, and I knew what it felt like to be a very 
heavy person, but I knew that something was different after this shot, and I kept 
thinkin’ well, I got the flu, and it’ll go away, and after about five weeks of, of not 
feelin’ right, I finally went to my doctor and I said, “You know, somethin’s really 
wrong.” (Kate) 

Similarly, Danielle became suspicious that something was seriously wrong when she 

suffered from a number of health problems that, taken together, did not seem normal to her given 

she was a young student in college. 

I started getting really sick all the time. I, I moved to college, um, in 2004, and the 
second week of school I ended up in the emergency room with pneumonia. Um, 
which was, you know, not fun at all, especially the, the second week of college. 
And so, I spent that first semester kind of playing catch-up and, just never really 
feeling well, not doing well in school, which was really unusual for me, um. And 
then things kind of kept progressing from there: I had a kidney stone the next fall, 
um, shingles after that, which is an unusual thing for a nineteen-year old to have, 
um, and everyone was kind of stumped by it. And I remember after I had my first 
kidney stone, I remember thinking, something is going on, like, this is not normal. 
Everything else, people could explain away. You know, the weight gain: you 
move to college, you gain weight. And I was like, well, not—twenty pounds is 
normal. Fifty is not. [laughs] You know? (Danielle) 

For Ferol V, it was excessive facial hair that began to rapidly grow while she was in her 20s 

that caused her to revisit her initial self-labeling. Prior to this, she had attributed her symptoms to 

being pre-menopausal at a very early age. Despite being monitored by the same primary care 

doctor for 20 years, her symptoms were not recognized as problematic by her physician until she 

reached a crisis point and demanded further testing. 

And whiskers. The whiskers were growing in with great regularity and 
increasingly faster than I was tweezing, almost every day. And ok, so, with my 
physical in spring 2005, my opening comment to the doctor was -- my general 
physician -- and I’d known him for almost 20 years. So, he’s watched this thing. 
He’s got my list of complaints. He added them up every year, right. My opening 
line when he walked in that day, “If we don’t figure out what’s going on, they’re 
gonna call me the bearded lady at work.” (Ferol V) 
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For Melissa F, this recognition of alarmingly worsening symptoms along with her inability 

to focus and manage her emotions did not immediately lead her back to her doctor. Instead, she 

began self-medicating. 

I couldn't do my job [as an editor] anymore. I couldn't concentrate on anything. 
My, my attention span had diminished to 0. I couldn't sit through a sitcom and 
make sense of that little edit in somebody's writing. So, the thing I love to do the 
most, which was my job, I, I wasn't even capable of doing. And by this point, 
there wasn't a day that went by that I wasn't sobbing uncontrollably, and I did not 
know myself. I didn't know my own mind anymore. So, you know, at that point, I 
fell into a trap that I think a lot of people, if you know they monitored these things 
and did studies on the thing, I fell into a trap that I, I would believe a lot of 
Cushing’s, undiagnosed Cushing’s, patients do. I started self-medicating. 

For most guests, however, renewed self-labeling prompted a new round of help-seeking, this 

time with greater self-advocacy. This process will be further elaborated in chapter 4 where guests 

actively sought to obtain a diagnosis for Cushing’s.  An additional factor that played into 

renewed self-labeling came from members of guests’ social networks. 

 

3.2.4 Social Support networks can identify potential diagnostic errors 

Another way diagnostic errors were identified was through support from others in their 

social networks. However, social support took two broad and opposing forms. Guests reported 

times when others served a facilitating role in getting them to recognize troubling symptoms, and 

times when significant others explained away symptoms. In both cases, supporters had positive 

intentions, but the effects could be drastically different. 

Having multiple close family members helped guests recognize that something was terribly 

wrong, and family members suggested taking action for alarming symptoms. Melissa described 

the “intervention” her family staged to urge her to be evaluated for unusual symptoms, which 

included seizures, following the birth of her second child. When she returned from the hospital 
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after being evaluated for the seizures and her mental and physical symptoms continued to 

worsen, her family took action. 

But I went home, lost all the baby weight and about two months later I started 
putting it back on again. And we would, you know, my sister and my family 
would take me out and I would get grumpy and moody all the time and they were 
like, “this just isn't normal” so they had, like, an intervention with, like, my 
husband… And my sister and my father and everybody was talking about me 
behind my back, um, but they kept saying, you know, that I guess, like, in a point 
they might have thought it was postpartum depression. But they also said, there’s 
something physical about her as well, it’s not just mental. (Melissa) 

 

For some of the younger guests, mothers tended to play an active role in encouraging help-

seeking when symptoms became extreme. For example, when Monique came home for fall break 

during her freshman year of college, her mother noticed a big change in her appearance, and 

became concerned. 

Okay, so I left for college in September of 2006 and probably by the end of 
October, um, I didn’t notice it at first, but when I saw my mom, she asked me 
how much beer I had been drinking, and I said, “Uh, not that much,” and she just 
kept commenting on how my face was so puffy. And I was so busy with college 
and everything that I didn’t even realize that my face was that puffy until she said 
anything, and I looked in the mirror and I’m like, “Oh, my goodness!” So, she 
started asking me if I had any other symptoms, and I was like, “I haven’t had my 
period, since I’ve left home.” And so, she—that was alarming to her and she’s 
like, “Well, have you weighed yourself? ‘Cause you kinda look like you put on 
some weight.” ‘Cause I came into college weighing—I was 5’4, probably about 
115 pounds. So, I was like, “Uh, you know, my jeans have been kinda tighter, I 
just, maybe I didn’t really wanna realize it.” But it was true [laughs]. So, she took 
me to our local doctor when I made a visit home to see if maybe my thyroid was 
off. (Monique) 

 

Family support was an additional buffer against diagnostic error. Six guests described how 

friends and family members acted on the patients’ behalf to aid in the recognition of troubling 

symptoms, find providers, and review medical records. This direct support helped people pursue 
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an accurate account for their symptoms. Laypersons acting as a liaison to health services have 

been referred to as “gateway providers,” as they open pathways to care that might not be readily 

accessible without their guidance (Stiffman, Pescosolido and Cabassa 2004). Monique gained 

twenty-five pounds during her first semester of freshman year of college, but her primary care 

provider did not think her lab results nor weight gain were concerning. However, when her 

mother called the receptionist on her daughter’s behalf, she was offered a referral to an 

endocrinologist.  

I had my blood work redone and the doctor called back and said my thyroid 
looked fine, but he didn't check anything else, he just said my thyroid looked fine. 
Um, my mom called back and said, “I just wanted to get a copy of it,” and the 
receptionist said, “Well, maybe her thyroid does look a little low, maybe you 
should be referred to an endocrinologist.” (Monique) 

Had it not been for the receptionist and her mother’s persistence, it is likely that Monique 

would have gone undiagnosed for much longer, given her doctor’s bill of clean health.  

In contrast, six guests described negative experiences with families and friends that led them 

away from further testing.   There were two broad ways that family and friends could lead guests 

away from further help-seeking.  One was painting them as hypochondriacs, which led guests to 

feel stigmatized for their concerns and therefore to avoid care.  The other was downplaying 

symptoms as normal, leading guests to ignore their symptoms. 

Especially when they lacked a medical explanation for their symptoms, guests felt that 

others believed they were fabricating symptoms for attention. Katie felt that others viewed her as 

“neurotic” when doctors initially dismissed her symptoms as normal. MaryO validates Katie’s 

experience, noting the high status of doctors leads others to believe them over the patient. 

Katie:  I had a hard time in the beginning because, like, friends—and I know a lot 
of people, other people who’ve gone through this -- friends and family 
kinda thought I was being neurotic. 
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MaryO:  Of course! You know especially when the doctor, who’s like God, tells 
you, you know, [laughs] you don’t have anything, they believe the doctor, 
not you. It’s unfortunate. 

 

Laura’s constant and unexplained symptoms left her daughter believing her mother was a 

hypochondriac. Having no medical explanation for her symptoms, Laura became embarrassed 

about what others might think of her and withdrew socially. 

By this time, you gotta understand, I’m—you understand, you’ve gone through 
months and months and months of, okay, what’s your ailment of the day today. 
You know, what is it today? Your knees are gonna give out? Your—I mean I was 
walkin’ on my treadmill and my right thigh muscle just gave out. And I went 
down… I mean I fell off. Of. The treadmill. Just fell OVER. Because [laughing] I 
had no strength in that leg. And I’m—and I called my mom and we were laughin’ 
about it, but at the same time, I’M freakin’ out, thinkin,’ oh my gosh, what’s 
going on with me? And, you know, to anybody else it seems like, because it’s a 
daily, a different thing every day, it’s oh, you know, what’re you—what’s wrong 
with you today? And uh, you know, even my daughter, at one point, said, “Mom, 
why are you a hypochondriac?” And she’s just, you know, she’s just a teenager, 
but I’m like, wow, that really hurt. Y—and that’s, so then you think that’s your 
perception, that’s what the world sees you as, and you start to withdraw, and you 
don’t wanna go anywhere. (Laura) 

 

Laura’s social withdrawal due to feeling stigmatized is consistent with modified labeling 

theory, which suggests that withdrawal is one way people cope with stigmatized conditions such 

as mental illness (Link et al. 1989). This ineffective coping strategy makes their situation worse 

– in Laura’s case, it delayed help-seeking and finding more positive social support. It’s likely 

that those who withdraw due to having been labeled “neurotic” or a “hypochondriac” by their 

network members may go completely undiagnosed. 

These results demonstrate that social network members can act as catalysts to finding 

support or as barriers to help-seeking. The catalyst effect is consistent with the concept of the 

“gateway provider” who facilitates access to health care (Stiffman, Pescosolido and Cabassa 

2004). Even in instances of social support that delayed recognition of a diagnostic error, that 
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support was intended to be helpful and reassuring to the guest (or to the advice giver) that there 

was nothing to worry about. This attempt to be helpful, however, was harmful in effect. 

3.3 DISCUSSION 

The findings presented in this chapter contribute to the sociology of diagnosis by suggesting 

that diagnostic error is undertheorized in current literature and by elaborating the process of 

recognizing a diagnostic error. Specifically, this chapter contributes to the understanding of 

diagnostic error by incorporating social construction of diagnosis, self-labeling, and role-identity 

theory into the first steps of a complex theory of help-seeking by patients with a rare disease with 

ambiguous and stigmatizing physical symptoms. Recognition of a diagnostic error did not 

necessarily occur in a sequence of steps (at least not that was clear from this data set), however 

the factors identified in this chapter could facilitate or impede progress toward that end. 

 Overall, the findings suggest that the possibility of suspecting a diagnostic error for a rare 

disease with ambiguous and stigmatizing physical symptoms is fraught with barriers stemming 

from social and structural factors that affect the help-seeking process and that further complicate 

an already complicated and uncertain medical presentation. Among these factors were patients’ 

and providers’ social constructions of the meaning of symptoms and what should be done about 

them, confirmation biases and diagnostic overshadowing exhibited by physicians, rejection of an 

illness identity by patients, and social network influences which could facilitate or hamper help-

seeking.  

When symptoms are ambiguous, there is room for interpretation, or social construction, of a 

diagnosis (Pescosolido, McLeod and Alegria 2000). This study demonstrated that ambiguous 

symptoms both increased the chance of a physician making a diagnostic error and decreased the 

chance of a patient (or her doctor) recognizing a diagnostic error. Ambiguous symptoms may 
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lead patients to a provider who is not ideally positioned or knowledgeable enough to discern 

what is wrong with the patient, especially if the disease is rare. Indeed, guests in this study were 

frustrated with the lack of communication between providers and the inability of providers, even 

specialists, to provide a compelling explanation for their symptoms. Thus, the social construction 

of diagnosis serves as a potential barrier to the recognition of diagnostic error. 

Once a diagnosis had been constructed, it could impede recognition of a diagnostic error. 

When a diagnostic label had been assigned by an implicitly trusted medical authority, guests 

were reluctant to question that assessment unless symptoms became severe, health status was 

worsened, or symptoms persisted for a long period of time. Further, while confirmation bias has 

been demonstrated in physician samples in previous research (Chapman, Kaatz and Carnes 2013; 

Henry 2006; Lutfey and McKinlay 2009; Wallsten 1980), this study provides evidence that 

confirmation bias for diagnoses not only affected patients’ doctors but also occurs among 

patients themselves, who attribute new or worsening symptoms to the errant diagnosis. Finally, 

and particularly among those with psychiatric symptoms, there was evidence of diagnostic 

overshadowing by physicians, where new physical symptoms were presumed to be caused by the 

psychiatric condition or simply imagined by “hypochondriac” patients. Physicians also attributed 

symptoms to patients’ demographic characteristics and life events, so symptoms were trivialized, 

and alternative explanations were not investigated by patients or providers. In addition, such 

attributions may have contributed to guests’ feelings of stigma around factors that they could not 

change, such as their demographic characteristics or their personal failings (e.g., lack of 

exercise).  When diagnostic error was finally suspected, self-advocacy played a vital role in 

questioning the diagnosis and pursuing additional medical investigation, as will be discussed 

further in the next chapter.   
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Individuals’ identities also influenced the recognition of a diagnostic error in different ways. 

As a barrier to recognizing diagnostic error, guests’ trust in doctors and a desire to be enact a 

good patient role by not questioning medical authority could prevent them from raising concerns 

with their doctors. Further, possible illness identities were sometimes deflected by guests who 

wanted to believe they were healthy and did not wish to adopt the identity of a sick person, 

similar to Thoits (2016) depiction of individuals with mental illness deflecting that identity. 

However, consistent with Charmaz (1995) research on shifts in illness identity, identity could 

also serve to facilitate recognition of a diagnostic error when guests felt that their assigned 

identity (whether ill and misdiagnosed, or deemed healthy) was misaligned with their actual 

experience of their symptoms. This finding suggests that identity can be a critical factor in 

recognizing a diagnostic error.  When individuals perceive their experience does not match an 

assigned or presumed illness identity, this leads them to question the identity and seek out 

alternative self-representations. 

Finally, as a context to these factors, social networks functioned to influence guests in ways 

that could either lead them toward help-seeking or discourage help-seeking. For most guests, 

family, and especially mothers, facilitated interactions with health care providers and continued 

to question providers when explanations for alarming symptoms did not seem to be right. This 

advocacy provided a buffer against diagnostic error. Alternatively, family networks could serve 

to downplay or trivialize symptoms, assuming that the guest was healthy and there was nothing 

to worry about. Family members could also introduce and reinforce the idea that the guest was a 

hypochondriac who was simply imagining her symptoms.  

Taken together, these findings provide an extension of diagnostic and help-seeking theories 

in a more comprehensive way by incorporating a wider set of social processes than have been 
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previously discussed in the literature and by focusing on a rarely-examined phenomenon (why 

physicians and patients can fail to recognize diagnostic error). When the aforementioned social 

processes act on a patient’s health care trajectory, a patient could remain in a zone of diagnostic 

error, where she is prevented from suspecting a diagnostic mistake. The participants in the 

podcasts fortunately passed through this zone of diagnostic error, but it is likely that many 

Cushing’s sufferers never recognize the error. It is in this “gray area” of diagnosis that this 

chapter has contributed empirical evidence. The key patient factor in progressing out of this zone 

was recognition of misalignment between an illness identity and symptom experiences. The next 

chapter will focus on what happens once patients recognize this misalignment and decide to seek 

a resolution to their diagnostic error. 

3.4 IMPLICATIONS AND NEXT STEPS 

Suspecting that an unusual condition is driving a patient’s complex and ambiguous 

symptoms can be extremely challenging for both patients and physicians, even for specialists 

who may miss the forest for the trees. While most individuals in this study eventually recognized 

a diagnostic error, less privileged or health literate individuals may lack the ability or service 

access to question the diagnosis and seek alternative explanations for their symptoms. This is 

likely not unique to Cushing’s. Any disease with these characteristics (ambiguous, stigmatizing 

symptoms) may follow a similar trajectory in terms of diagnostic process. It is uncertain what 

proportion of patients even make it to this point.  However, there is evidence that resources may 

enable the process. Prior research suggests that help-seeking is enhanced for those who have 

access to resources that enable help-seeking, including health literacy, access to high quality 

health care, financial resources, and social support (Andersen 1995; Andersen and Newman 

2005; Berkman et al. 2011; Lutfey and Freese 2005; Paasche-Orlow and Wolf 2007).  Those 
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unlikely to question a doctor and those without affirming social support are likely at higher risk 

of non-recognition. Future research should investigate the impact of these factors on the chance 

of recognizing diagnostic error in Cushing’s or other medically-accepted diseases with similar 

profiles of stigmatizing and ambiguous physical symptoms. 

Recognizing an error is not the end but a major step in the diagnostic journey. The next 

chapter traces experiences with obtaining a new diagnosis once an error is suspected. Given the 

ambiguous and stigmatizing symptoms of Cushing’s, this process is also subject to many of the 

same social dynamics that prevent recognition of a diagnostic error. 

3.5 LIMITATIONS 

Limitations of these results are primarily due to the sample selected for this analysis as it 

reflects the experiences of a specific group of individuals. First, results may not be generalizable 

to all people who have experienced a diagnostic error relating to Cushing’s. Second, it excludes 

those who never suspected an error or never suspected Cushing’s, as they would not have joined 

an online patient community for Cushing’s. This prevents any estimation of what proportion of 

those who have Cushing’s ever experience a diagnostic error, as some portion may never 

recognize it. Third, individual sociodemographic characteristics are unknown, making it 

impossible to measure the extent to which these can play a role in the likelihood of recognizing a 

diagnostic error. However, it is likely that sociodemographic factors play a very large role in 

recognizing a diagnostic error as factors such as stereotypes about ethnicity and gender were 

found to be a barrier to recognizing a diagnostic error. 
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Table 3.1: Common Explanations of Symptoms Mentioned by Guests and their Impact on 
Recognition of Diagnostic Error 
Explanation Attributed to 

“medical” 
problem 

Why it is challenging for the patient to suspect 
an error 

Polycystic ovarian 
syndrome (PCOS) 

Y The condition consists of hormonal and 
menstrual irregularities that also occur with 
Cushing’s; high symptom overlap, and so 
doctors give this diagnosis instead 

Normal menstrual 
cycle 

N Patients and providers normalize extreme PMS 
symptoms as unworthy of medical recognition 

Stress N Acts as a general catch-all. The doctor 
presumes the symptoms will resolve with more 
effort by the patient to reduce stress 

Ethnicity N Providers and family members attribute 
symptoms to the patients’ ethnicity. This is 
viewed as something that cannot be changed  

Age N Doctors interpret symptoms as a normal part of 
the aging process 

Depression/Bipolar 
disorder 

Y For doctors, this sufficiently explains many of 
the psychological aspects of Cushing’s such as 
mood and fatigue 

Pregnancy/Post-
partum depression 

N Huge hormonal changes are happening here. 
Doctors expect that weight loss and self-care 
will resolve symptoms 

Lifestyle N Doctors blame the patient; it’s a character 
defect 

Fibromyalgia Y Symptoms may overlap with Cushing’s, and so 
doctors may diagnose this as an alternative 
catch-all for ambiguous symptoms, especially 
pain.  
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4 CHAPTER 4 – HOW DO PATIENTS CHALLENGE AN INCORRECT DIAGNOSTIC 

LABEL AND OBTAIN A NEW ONE? 

4.1 INTRODUCTION AND RESEARCH QUESTIONS 

This chapter explores how patients get a new diagnostic label after they recognize a 

diagnostic error for visible symptoms of a rare disease. Building on themes from the previous 

chapter on how diagnostic errors for a rare disease are recognized, this chapter focuses on what 

happens from that time until a Cushing’s diagnosis is made. In between these events, patients 

face the challenge of figuring out what to do next to ensure their suspicions are heard and 

investigated. The process of challenging a diagnostic error for a rare disease with ambiguous 

physical symptoms has been understudied. This chapter aims to extend current sociological 

theories of help-seeking to address instances in which patients seek to correct a diagnostic error 

for visible and stigmatizing symptoms of a rare disease. Specifically, it will identify critical 

events in the process of successfully resolving a diagnostic error, attending to the roles of self-

labeling, provider and patient interactions, and provider reactions to patient challenges to a 

diagnosis. 

Several theories have been proposed to describe how individuals decide to seek help, 

however, they are generally meant to describe first contacts in a linear process or are agnostic to 

instances of repeated help seeking for the same symptoms to resolve a suspected diagnostic 

error. In Andersen’s model (2005), a combination of predisposing characteristics, enabling 

factors, and perceived need contribute to the likelihood that an individual will seek help. This 

theory has been criticized as being overly linear and simplistic in explaining what has been 
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observed to be in reality more dynamic, marked by multiple decisions over the course of 

“muddling through” the help-seeking process  with input from members of a person’s social 

network (Pescosolido 1992; Pescosolido, Gardner and Lubell 1998). Such social network-based 

theories of help seeking suggest that people repeatedly consult members of their social networks 

to figure out what to do, and that these consultations are constrained by the social structure in 

with they occur (Pescosolido 2011). Social networks are embedded in social contexts with 

associated resources (or lack thereof) that may facilitate or impede access to appropriate health 

care (Lutfey and Freese 2005).  Individuals may access specific social networks because of the 

resources available through them, for example, to solve a specific problem (Perry and 

Pescosolido 2010). These factors (multiple decisions, lay consultations, and social network 

resources) can be assumed to play a role in repeated help-seeking (or follow-up care) throughout 

an illness career, but this assumption has not been directly applied to instances of misdiagnosis. 

This chapter aims to expand help-seeking theories to include instances in which a diagnostic 

error has been made for a rare disease with ambiguous, stigmatizing physical symptoms. 

Specifically, it explores individuals’ navigation of social networks and the healthcare system to 

challenge a diagnosis and identifies the critical events and other social factors that affect the 

likelihood of reaching a correct diagnosis. 

One theory that may help explain why an individual would continue to seek help after they 

suspect a diagnostic error is self-labeling theory. Self-labeling theory (Thoits 1985b) proposes 

that a person’s illness identity drives their perceived need for help. Self-labeling theory describes 

a process in which individuals compare the state of their health with similar others, recognize 

that something is wrong with their health, self-label as ill, and subsequently seek the expertise of 

a health care provider. While this theory does not speak directly to diagnostic error, it is likely 
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that in comparing themselves to others with their preliminary diagnosis, misdiagnosed patients 

recognize their experience is incongruous with others and reject the assigned diagnostic label. As 

described in chapter 3, this rejection could be thought of as illness identity deflection (Thoits 

2016) and could either lead individuals to believe that they are not really ill because a medical 

expert has ruled out that possibility (which seems unlikely due to the persistence or worsening of 

their symptoms), or it may lead them to question the diagnosis and pursue an alternative medical 

explanation. Resolving a diagnostic error may be dependent on whether an individual self-labels 

as ill or if she deflects an illness identity. 

Another factor that could affect the successful resolution of a diagnostic error is the patient’s 

interaction with her provider when she challenges a diagnosis. Challenges to a diagnosis also 

mean challenges to a physician’s medical authority. This places patients in delicate balance 

between strong self-advocacy and deference to an expert who has authority over and is a 

credentialed gatekeeper to their diagnosis and treatments. Studies of contested illness offer a 

useful framework for how patients have navigated this process of challenging the expert to 

obtain care. We know from prior research on contested illnesses, such a fibromyalgia, multiple 

chemical sensitivity, and Gulf War syndrome, that when patients have medically unexplained 

symptoms, patients and providers must work together to construct a diagnosis (Barker 2008; 

Dumit 2006; Swoboda 2008; Zavestoski et al. 2004). In these situations, patients suggest to 

providers that they have a particular illness, one that is not yet medically recognized.  Providers 

in turn are unsympathetic and dismiss the proposed label.  Numerous studies show that patients 

perceive their providers as not fully collaborative but worry that disagreeing with their doctor 

would be socially unacceptable and lead to poorer outcomes (Adams et al. 2012; Joseph-

Williams, Elwyn and Edwards 2014). Further, patients may simply be reluctant to challenge their 
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doctor’s authority so as to not be seen as a difficult patient (Frosch et al. 2012) or because they 

feel they lack the power to do so as an individual (Joseph-Williams, Elwyn and Edwards 2014). 

Taken together, these factors could affect the likelihood that a patient would challenge a 

diagnosis and that they would be successful if they did so.  

Provider’s reactions to challenges to a diagnosis may also play an important role in 

resolving diagnostic error. On the other side of the negotiation, research on physicians shows that 

social forces play a role in their diagnoses, especially when there are ambiguous symptoms. 

Diagnoses for ambiguous symptoms can fall into the “grey area” that blurs the limits of an 

individual physician’s knowledge with what is known by medicine in general and are therefore 

especially susceptible to social construction as physicians must subjectively interpret whether the 

symptoms merit a diagnosis or whether they are a shade of normal (Pescosolido, McLeod and 

Alegria 2000). For ambiguous cases, providers may rely more on stereotypes and assumptions 

about the causes of their patients’ symptoms rather than on clinical observation and medical 

evidence, as medical tests have limited utility in such cases. This suggests that in cases of a 

potential diagnostic error, providers’ may be likely to avoid reconsideration of a diagnosis when 

symptoms are not only ambiguous but clearly visible (such as obesity) and/or stigmatizing (as 

with mental illness). 

As discussed in Chapter 3, previous research shows that when presented with new 

information, providers tend to attribute this new information to the original diagnosis, known as 

confirmation bias (Wallsten 1980). When patients fail to get better, both providers and patients 

may view this as a patient’s failure to adhere to the sick role by following medical advice or as a 

failure of a treatment itself (Leucht et al. 2012). Further, it is possible that patients who have 

been assigned an incorrect label may begin to behave in ways that confirm that label, especially 
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if it involves a mental illness, as suggested by classic labeling theory (Scheff 1974; Scheff 

1963b), and they may avoid further help-seeking due to a perception that others are judging them 

negatively (Link 1987; Link et al. 1989). For these reasons, a physical illness may be overlooked 

by providers, as symptoms are thought to exist only in a patient’s mind and without physical 

cause. When the symptoms are physical and observable there should be less room for psychiatric 

attribution, but, as the previous chapter showed, rare disease presents a unique case where 

ambiguity in physical, observable symptoms and uncertainty as to their origin can lead to a 

diagnostic error. Providers may refuse to reconsider a diagnosis in cases where the previous label 

can be supported based on ambiguous symptoms.   

In this chapter, I explore the process of navigating the resolution of a diagnostic error for a 

physical disease with ambiguous, visible, and stigmatizing symptoms. I argue that agency in the 

labeling process occurs not only in self-labeling as it relates to motivated help-seeking, but is 

often required in the rejection, removal, and replacement of an erroneous label.  

Drawing from the accounts of women who described their diagnostic process for Cushing’s 

in podcast interviews, this chapter examines two research questions, the first of which is: 

RQ1:  What critical events need to happen for a misdiagnosed patient to obtain a 
new diagnostic label for their ambiguous and stigmatizing symptoms?  

 

Based on the literature described above, this chapter aims to explain the occurrence and 

success of events in resolving a diagnostic error, events spanning patient and provider social ties. 

I expected to observe a complex and nonlinear pathway to diagnosis, given the ambiguity of 

symptoms and a potentially long time to diagnosis. I also expected a complex process that could 

involve cyclical or repeated help-seeking for the same problem. This cycling could be driven by 

provider reluctance to consider an alternative diagnosis due to the power of labels and social 
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forces such as stereotypes relating to patient demographic characteristics, as well as patient 

factors such as rejection of an illness identity, reluctance to challenge a medical authority, or 

stigma.  Finally, I sought to identify any other factors that might facilitate or impede progress 

toward resolution of a diagnostic error. 

In the first part of this chapter, I will describe critical events that affect the chances that a 

person would reach an ultimate Cushing’s diagnosis. A key finding that emerged after examining 

these critical events was that they were not always ordered in the same sequence. However, the 

sequences of events seemed to be nonrandom and in some cases cyclical. To better understand 

how events were patterned in different ways, cases with similar patterns were grouped into 

typologies, described as “ideal types” (Doty and Glick 1994; Weber 2011). Rather than 

describing an individual case, ideal types are heuristic devices constructed by a researcher to 

describe aggregate groups within a sample that share key characteristics. Gerhardt (1994) 

provides a methodological guide to using ideal types in research, by dividing the method into 

three steps. The first step is case reconstruction, where the flow of events and actions of each 

case in the sample is considered. Second is pattern analysis, where the ideal types are created. 

This step consists of three parts: case comparison, where patterns or clusters of cases can 

emerge; case abstraction, where ideal types are created based on the patterns or clusters from the 

first part; and finally, case pattern explanation, where ideal types are interpreted and explained. 

The final step is case explanation, where the ideal types are compared against individual cases in 

the sample to ascertain the validity of the ideal types. In practice, this could mean coding 

transcripts, creating thematic profiles of each case based on the research question, and making a 

flow chart or similar interpretation of each case as it unfolds. 
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Using this approach, guests’ experiences were classified into ideal types representing the 

various trajectories that occurred among individuals seeking the same goal: an appropriate 

diagnosis. These ideal types were then used to answer the second research question about 

renegotiation: 

RQ2:  What are the ideal types of patient journeys that lead to diagnostic error 
resolution?  

 

Each ideal type was assessed along different dimensions relevant to the research question 

and literature reviewed. These dimensions included key agents, events, and timelines for each 

case, how and if the diagnostic error was resolved, the extent to which the process was cyclical, 

complexity of care seeking in terms of providers seen, and the main facilitator in resolving the 

diagnosis. These ideal types should not be thought of as absolute but as tools to explore the 

process of getting properly diagnosed with a rare disease and thus to identify potential ways to 

reduce the time it takes to get diagnosed. Further methodological detail is provided below, prior 

to discussing the findings of this analysis. 

While most of the 52 guests had ultimately received a diagnosis of Cushing’s (83%), some 

were still in the process of reconciling their diagnostic error. This split in diagnostic outcomes 

provides an opportunity to explore both how successful renegotiation works, and what may 

contribute to failed renegotiation of a Cushing’s diagnosis. Through examination of the events 

and the ideal types of pathways to diagnosis, I seek to identify ways that patients can contribute 

to reaching the right diagnosis more efficiently and effectively. 
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4.2 RESEARCH QUESTION 1: WHAT ARE THE CRITICAL EVENTS THAT ENABLE MISDIAGNOSED 

INDIVIDUALS TO OBTAIN A NEW DIAGNOSTIC LABEL? 

"The standard of care in rare disease cases, frankly, is to miss them."  
-William S. Kanich, MD, JD, chief medical officer for medical malpractice 

company, MagMutual in an interview posted on Medscape.com (Crane 2018) 
 

Chapter 3 showed that guests were certain there was a diagnostic error because health care 

providers’ explanations did not fully account for their symptoms. This chapter focuses on the 

next stage, where guests now suspect they have Cushing’s but have been given alternate 

diagnoses or non-medical explanations and must decide what to do next. Network theory 

suggests that people consult their social network about what to do, and that this can shape the 

course of their illness career (Pavalko, Harding and Pescosolido 2007; Pescosolido 1992; 

Pescosolido, Gardner and Lubell 1998; Stiffman, Pescosolido and Cabassa 2004). In a situation 

in which there is suspected diagnostic error, the onus is on the patient to initiate actions to 

resolve the error. As the following sections will describe, knowing what to do in the face of 

uncertainty requires both medical expertise and patient self-advocacy. There are two ways in 

which uncertainty affected medical assessment for Cushing’s – uncertainty about which tests to 

request, and uncertainty about how to interpret the tests. Patients’ responses to these 

uncertainties could facilitate or impede the possibility that they would resolve their diagnostic 

error. 

4.2.1 Getting the right tests, done the right way 

Doctors use diagnostic tests to reduce uncertainty. This requires specialized knowledge 

obtained in medical training and practice as to which tests to use to differentiate diagnoses. 

Patients consult with doctors for this specialized knowledge, with the assumption that their 
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provider will request the best tests for them. However, if a provider does not run the right tests to 

ascertain a specific diagnosis, that diagnosis may be missed. This can often be the case with tests 

for rare diseases, as general practice providers are unlikely to routinely require the use of such 

tests with their patients. Providers must both suspect a rare disease and know what tests to run or 

where to refer their patient for further testing. If referred to a specialist, it is reasonable for 

patients to trust that the specialist knows which tests to run to determine a diagnosis.  Likewise, 

patients trust laboratory tests to be accurate. However, for this sample of women with Cushing’s, 

getting the right tests done the right way could be extremely challenging. 

One way that Cushing’s is diagnosed is by measuring biomarkers such as cortisol levels at 

various times of day and night, using either saliva or urine samples (Nieman and Ilias 2005; 

Papanicolaou et al. 2002). The medical community generally believes these tests to be accurate 

in screening for Cushing’s (Boscaro et al. 2001; Elamin et al. 2008). In routine primary care, 

however, laboratory test panels do not typically assess biomarkers for Cushing’s. 

Guests relied on their providers to run the right tests for them once they suspected they had a 

diagnostic error. When results came back normal and guests continued to feel unwell, this 

became an impetus for further research into how they might identify the cause of their 

symptoms. For example, even though she suspected she had Cushing’s, Alicia was convinced the 

normal results on the blood tests her doctor had ordered meant she had been screened for 

Cushing’s. Neither she nor her provider sought to look beyond the general bloodwork done 

during her routine exams. It was not until she found the Cushing’s Help online support group, 

where she learned about the saliva and urine tests for cortisol levels, that she began to better 

understand the purpose of the laboratory tests she had received and not received. 

I had never done any testing and you hear people’s stories [on the Cushing’s Help 
online support group] about months and months of testing and I had to learn all 
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the lingo of the UFCs [urine free cortisol] and salivary [cortisol], what all these 
things meant. I had thought that I must not have Cushing’s because I had blood 
tests. (Alicia) 

 

Testing for a rare disease like Cushing’s requires knowledge of not only which tests to run 

but also how to handle the samples. A frequently mentioned test was a 24-hour urine, or UFC 

(urine free cortisol) test. Guests described having to collect their urine into a jug for 24 hours as 

part of this assessment so that their cortisol production over that time period could be accurately 

measured.  However, out of 7 guests who discussed inaccurate laboratory test results, 4 

expressed concerns that their samples had been mishandled in laboratories, leading to inaccurate 

results. This included instructions to take samples at the wrong time of day to catch fluctuations 

in cortisol levels, waiting too long to test samples, leaving samples at the wrong temperature, or 

losing samples. Cyndie describes one such incident, where she witnessed a laboratory technician 

throw away half of the urine she had collected over 24 hours, rendering her sample incomplete: 

 
If your doctor doesn’t kill you with erroneous diagnoses, then your lab is going to 
do it to you because I’ve had so much lab error.  Mary, I can’t tell you. The 
incompetence is absolutely incredible…. Here’s my favorite lab error story, I go 
to the lab and I had gone over my 24-hour urine, that’s when I know I’m really 
high, when I have a high [cortisol] output. I was two collections into my second 
jug, my last collection and my first morning collection. So, the lady, she had both 
jugs in front of her, and she takes the big jug because there’s a sink there, and she 
opens it up and pours the entire thing down the drain. While I’m sitting in the 
chair. And I looked at her with my mouth wide open and said, “what did you just 
do?” And she said, “oh, you’d be so surprised.” And she goes into this closet and 
comes back out and has this little tiny container, 4 ounces or something, and she 
said, “this is actually how much we use. So, I’m going to take it from this one.” 
And I said, “you’re supposed to shake up both jugs and take a little bit from each! 
You’re not supposed to dump the entire 18 or 19 hours jug down the drain!”  
(Cyndie) 
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Even among those who had well-performed tests for Cushing’s, many found that repeat 

testing showed they had normal laboratory values despite continued symptoms indicative of 

Cushing’s. This created uncertainty in the interpretation of the underlying medical condition. For 

Danielle, it took two years of what seemed to be trial and error with her persistent provider in 

finding a type of laboratory test that would indicate how her body was exhibiting Cushing’s.  

I was seen there for about two years, and, you know, doing 24-hour urine tests 
and salivary tests, and you know, we would do maybe two or three at a time, and 
they would come back normal, or abnormally low, actually. Um, and they would 
tell me, you know, “Nothing, nothing, come back in six months.” So we did that 
for, you know, a year and a half, and finally….the doctor that I saw decided that 
we should do more [tests], because I was clearly symptomatic and—everyone 
who looked at me, I mean, I had, you know, nurses in the emergency room who 
looked at me and said, “You look like you have Cushing’s.” I was like, “Yes, I 
know”….I ended up doing, um, I think maybe twelve or fourteen salivary tests in 
a row, um, and then one UFC thrown in there, and all the salivary tests came back 
normal, or low. And the one UFC we did came back really high. So, she said, 
“That’s a good test for you, let’s do more,” so we did four more, they all came 
back high. (Danielle) 

 

This irregularity in test results indicated, for some, a specific subtype of Cushing’s. For 

example, SueM’s irregular test results prevented her providers from observing the cyclical form 

of Cushing’s that she eventually learned she had.  In this subtype, her body sometimes produced 

excess cortisol and sometimes it did not. However, SueM felt that her providers weren’t 

considering that possibility and were therefore missing the opportunity to run appropriate tests at 

the right times. 

Sometimes the tests were positive, sometimes they were negative. And because 
they had the negative ones the docs would say, “Well, you don’t have it.” But 
what they weren’t looking for was the cyclical nature of it. (SueM) 
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These examples demonstrate the range of problems that can complicate the diagnostic 

testing process for Cushing’s, and likely other rare diseases requiring specific and nonroutine 

laboratory tests. Self-advocacy was sometimes a critical part of getting the right tests done. From 

ordering the correct test and timing it to be in line with active disease biomarker activity, to 

collecting and processing the specimen, opportunities for error emerged in ways that prevented 

an accurate diagnosis. This led doctors to construct an inaccurate story about the cause of the 

symptoms, and ultimately, to continue to make a diagnostic error.  

4.2.2 Interpreting and Believing the results 

Once the results were in hand showing the possibility of Cushing’s, guests and their 

providers still faced the challenge of interpreting and believing the results. In the interviews on 

MaryO’s podcast, guests described instances in which both providers and patients struggled to 

make sense of, or even to believe, the test results, opening the door to the effects of social 

construction. Because of this, patient self-advocacy often played a critical role in resolving the 

diagnostic error when a medical expert’s interpretation of the results was inconsistent with the 

patient’s expectations and experience of their illness. 

4.2.2.1 Denying zebras in favor of horses  

In their medical training, doctors are taught that when they hear hoof beats, they should look 

for horses, not zebras. That is, they should rule out more common diagnoses before going right 

to a rare diagnosis. For patients, this could mean multiple visits to a provider for the same 

symptoms, as common diagnoses are ruled out one by one. This can create an "endless loop" 

according to MaryO in an interview with Danielle, where a patient may wind up undiagnosed in 

perpetuity because her provider does not believe she could have a rare disease, and so never 

considers a Cushing’s diagnosis.  
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MaryO:  Doctors will—seems like they’ll diagnose anything before they’ll turn to 
Cushing’s. It’s just amazing. Well, ‘cause they assume that it’s so rare 
nobody gets it; therefore they don’t diagnose it because they’re sure 
they’re not going to see a Cushing’s patient. But, endless loop kind of 
thing. Well, of course with that attitude you’re never going to diagnose it! 
You know?  

 
Danielle:  Right. And especially when it’s a diag—when it’s a disease that, you 

know, it doesn’t just take one, you know, trip to the lab to get diagnosed. 
You know, it’s easy to tell people, “Oh you’re fine, you don’t have it,” 
because, you know, one test comes back normal. And you wanna be able 
to tell people that they’re healthy and they’re fine. 

 

In this discussion, MaryO and Danielle perceived that doctors prefer to tell people they are 

well, rather than risk being wrong about an illness. This contrasts with a claim made by Scheff 

(1963a) that doctors follow a “decision rule” (p. 97),  preferring to diagnose and be proven 

wrong (a Type 2 error) rather than the opposite (a Type 1 error). However, subsequent 

observational studies showed that physicians prefer to convey hope and receive little training in 

delivering bad news to patients, feel uncomfortable doing so, and find mishaps (such as a 

misdiagnosis) to be the most stressful type of bad news for them to deliver (Ptacek and Eberhardt 

1996; Ptacek et al. 1999; Ptacek and McIntosh 2009; Rosenbaum, Ferguson and Lobas 2004). 

Hence, doctors in fact prefer to find and convey that the patient does not have a medical 

condition. Whatever the mechanism, guests perceived that doctors were reluctant to diagnose 

Cushing’s, in part because it is rare and in part because they wanted to tell patients that they are 

healthy, and this perception appears to be consistent with modern studies of physician norms. 

Physicians’ desire to look for horses was felt very strongly by patients whose providers 

actively denied a diagnosis of Cushing’s despite their patients presenting with distressing and 

unusual symptoms that they were sure were indicative of Cushing’s. Karen recalls feeling 
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devastated and crying when her pituitary specialist told her that Cushing’s was too rare and 

instead attributed her extreme weight gain and hair loss to her Italian heritage: 

[My doctor] was sitting there telling me that I was fine, and that I couldn’t have 
Cushing’s disease, it was too rare, and she’s a pituitary specialist, you know? And 
I pulled off my wig, I really did, I just pulled it off, and I said, “Well, look at my 
hair, and look at my waistline.” And my waistline was getting bigger and bigger. 
And, and she said, “Well, you know, you’re Italian. And, and it could just be your 
genetics, you know? Italian women are big women, in the—you know, they get 
big at the waist, and they—their hair thins out and,” and I’m thinking to myself, 
oh my god, just let her talk. [co-host Robin laughs] Just talk, and uh, let her hear 
herself talk, and she was happy. And I left, and I was crying my eyes out. I cried 
for 20—for, it was 15 miles, I cried all the way home. (Karen) 

 

By attributing Karen’s symptoms of weight gain and hair loss to her ethnicity, her doctor 

neglected to recognize a serious underlying health condition, and in effect, rendered her visible 

symptoms medically dismissible.  This invisibility meant that she did not receive the benefits of 

a medical explanation for her symptoms, such as acceptance into the sick role and access to 

effective treatments (Parsons 1951; Parsons 1975). Instead, blame for the symptoms was 

effectively placed on her ethnicity, a nonmedical cause over which she has no control. This quote 

also illustrates the inherent power dynamics between expert and non-expert; the expert has the 

authority to decide what the reality of the situation is, and the non-expert patient is left helpless. 

This power imbalance underscores the importance of patient self-education and self-advocacy in 

renegotiating a diagnosis, described next. 

 

4.2.2.2 Persistent self-advocacy 

Nearly all guests seeking to renegotiate a diagnosis used persistent self-advocacy to do so. 

Self-advocacy took two forms. The first form included intensive engagement with one’s own 
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medical records so that possible errors could be identified. The second involved finding new 

providers believed to be more likely to recognize Cushing’s, often at a distance away. 

Self-review of medical records could empower guests to make sense of their diagnostic tests 

and to identify errors or opportunities for further investigation. Sarah described how obtaining 

her old laboratory test reports enabled her to find evidence that she did have Cushing’s: 

A year ago, I started ordering all of my old labs. I went through all of the old 
doctors that I had went to and ordered my labs and kind of saw that I already had 
some proof that I actually had Cushing’s, which was helpful. (Sarah) 

 

The impact of reviewing one’s own medical records could consequently have a negative 

effect on one’s trust in doctors (or perhaps impose a more realistic expectation). Here Sarah 

describes to MaryO and Robin how the experience of getting diagnosed with Cushing’s has 

taught her to be skeptical of her doctor’s work, going so far as to not believe her doctor’s 

interpretation of tests. 

 

Sarah:  Before you kind of go through this whole process of Cushing’s, you just 
kind of assumed that if you have an MRI and it comes back normal, that 
it's normal. You don't really-- 

MaryO:  That’s right.  
Sarah:  Second guess it. 
Robin:  You learn a whole lot through this process. You don't-- 
Sarah:  Yeah. 
Robin:  You don’t take anything they tell you. 
Sarah:  Exactly. You definitely learn to advocate for yourself and [laughs] and just 

constantly double-check the doctor’s work. [laughs] 
 

While double-checking for errors can be helpful, patient challenges to providers may come 

at a cost. Providers may view this as either a threat to the doctor-patient relationship or evidence 

that the patient may be a hypochondriac (Adams et al. 2012). In the best cases, such challenges 



110 
 

are a welcome part of the diagnostic process and shared clinical decision-making. While some 

guests went back to the same doctor to renegotiate, others sought new doctors who they felt 

would offer a better chance at diagnosis by being open to collaboration in figuring out their 

diagnosis. 

After 27 years of symptoms and no credible diagnosis, SusanM decided to fly to another city 

to see a doctor recommended on MaryO’s website. She was diagnosed within days, and went 

almost immediately into surgery, something she notes is extremely unusual. 

I always tell the story that it took me 27 years to find the doctor, but it took me 3 days to 
be diagnosed… I booked a trip out to LA, and I thought to myself, you know, this 
may be a total bust. I may get the door shut in my face one more time, but I’m 
gonna give it a try. You know, I have to try all these alternatives. So, I see the 
doctor and I’m stunned, he looks at my 27 years of data, … and he diagnosed me 
that night with Cushing’s disease, and he said, “I’m going to send you for an MRI 
tomorrow and there’s gonna be a tumor there.” And he said it with a lot of 
confidence, and I’m like, “Now what if there isn’t? You’re really kind of, um, 
getting me all excited here.” “Oh, there will be, don’t worry, there will be.” And I 
thought to myself, either this guy is the real thing, or he is the biggest jerk in the 
world… So, the third day I went to see the surgeon and I walked in his office, and 
he said to me, “I can cure you.” And I looked at him like, “Of what?” And he 
pulls out this MRI and he goes, “Well, here’s your tumor.” And I—I just—I 
couldn’t talk. I was speechless. So, it took me 27 years but when I actually found 
the right people to help me out who knew what they were looking for and could 
put the pieces together, it was very quick. And they were ready to do surgery right 
then and there and so I had surgery about six weeks later, uh pituitary surgery. So, 
it’s kind of an odd story, it’s not one you see too much of on the [online message] 
boards. (SusanM) 

 

This persistence and self-advocacy paid off for SusanM and most other guests (37 guests 

described self-advocacy as being a major part of the resolution of their diagnostic error), who 

demanded answers by repeatedly seeking help or a second opinion from a local doctor, or by 

traveling across the country to see a specialist. Thus, the critical events of finding evidence in 

one’s own medical records or seeking a new physician were frequently a result of self-advocacy. 
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4.2.3 Self-rejection of Cushing’s 

In contrast to persistent patients, six guests explicitly described a time when they were made 

aware of Cushing’s through their own research or from a friend or family member, but actively 

rejected that possibility. In effect, guests in this category deflected the identity of a person with 

Cushing’s (Thoits 2016). While realizing she was sick and wanted answers, Ami, for example, 

did not want Cushing’s. 

I had a high [cortisol in my] midnight blood draw. Um, I still was not willing to 
accept it. I really did not — I don’t know what I thought I could possibly have, 
but I didn’t want it to be Cushing’s. (Ami) 

 
The idea of having Cushing’s was unsettling for these guests. For Kate, a boyfriend had 

suggested that her symptoms might be due to Cushing’s. When she went to look up information 
for herself, she found the description and images so startling that she rejected the possibility of 
Cushing’s for another sixteen years, during which time her symptoms persisted, and her 
Cushing’s remained undiagnosed. 

 
Kate:  The first time I had heard [about Cushing’s] was actually back when I was 

going through my initial transformation, I was dating someone who 
worked at a hospital, uh, as a security guard at night. And he spent time in 
the library, like, looking up my symptoms and, you know, came over with 
this printout of Minnie, the, the lady who, the sketch of the— 

MaryO:  Oh, Minnie there? Cushing’s first patient? Yeah. 
Kate:  The first Cushing’s patient. And I was so upset, because, you know, 

Minnie looks, um, you know, she is in—if you’ve seen it, for those of you 
who are listening, you may want to look it up on the Cushing’s website 
but there’s a good sketch of the, the first Cushing’s patient, and it is 
characteristic of most people with Cushing’s. It shows a woman who has, 
you know, beard hair growing out of her, her chin, and a, a big stomach, 
but with thin legs and arms, and stretch marks, and a b—hump on her 
back, and, and a big round red face. And I was known, you know, for my 
red face, and, um- 

MaryO:  Unattractive? 
Kate:  No, I was very offended. And I just put—you know I crumpled up that 

piece of paper and never thought about it again until sixteen years later. 
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This patient-driven rejection of a diagnosis is yet another critical event that could be barrier 

to getting an accurate diagnosis for a rare disease. Yet rejection of the Cushing’s identity could 

also be subtler. 

For some, the terminology used by their provider led them to downplay the severity of their 

symptoms Arubina’s provider told her she had a “buffalo hump” but did not specify Cushing’s, 

and so she thought she must not have Cushing’s: 

My doctor said that she thought I was getting a buffalo hump and I looked up 
buffalo hump and I thought Cushing’s, and I was like, oh I don't have that. I don’t 
look like that. And I just sort of went on my merry way. But if she had said, 
“Maybe you have Cushing’s” maybe I would have paid a little more attention to 
it. But I was like, “oh, it’s a hump. OK. I’m not going to worry about it.” But if 
someone says “Cushing’s” to you, you’re like, “I should probably pay attention to 
that.” (Arubina) 

 

Arubina’s description of her conversation with her doctor also illustrates the importance of 

her doctor’s communication style. When her doctor framed her physical problems with a non-

medical term (i.e., “buffalo hump”), Arubina did not find this very concerning. Even when she 

discovered on her own that the buffalo hump could be a sign of Cushing’s, she refuted the 

possibility of Cushing’s. It was not until her acupuncturist suggested that she could have the 

diagnosis of Cushing’s that she was convinced to pursue further investigation with a specialist. 

Having a health care provider, even a nontraditional one, name the disease activated her help-

seeking motivation and led to an ultimate diagnosis soon after. 

Similarly, Kate, dismissed the possibility of having Cushing’s because she did not have 

every single one of the symptoms on the list and because one of her medical tests came back 

normal. 
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I keep going back to the internet and I keep Googling symptoms and I’m just like, 
okay, I know I don’t have these, you know this, these major, symptoms—I don’t 
have the buffalo hump, um, I had a Dexa scan, that came back normal. (Kate) 

  

This lack of full symptoms left Kate uncertain about her diagnosis and less likely to pursue 

further tests for Cushing’s. It is clear that for a rare and complex syndrome like Cushing’s, a 

single or simple checklist is not sufficient for a diagnosis nor for a patient to pursue repeated 

investigation into that diagnosis with her provider. The diagnostic suggestions of family, friends, 

or acquaintances coupled with over-simplified information from a provider or an internet source 

were critical events that could prevent or delay recognition of the condition and pursuit of 

treatment. 

4.2.4 Finding information on one’s own 

Finding accurate and understandable sources of information for self-education was a critical 

event in the resolution of diagnostic error. When explanations from their providers were not 

sufficient, guests supplemented with their own research. However, a lack of patient-friendly 

information about Cushing’s in medical journals or library resources turned guests to online 

peer-to-peer patient support groups for information. Self-education was extraordinarily valuable 

for most guests. Nearly every guest mentioned some form of self-education at some point in their 

diagnostic process. In general, the longer it took to reach a Cushing’s diagnosis, the more 

opportunity guests had to seek information on their own. For those who were diagnosed quickly, 

this self-education tended to happen after diagnosis. Overall, over 2/3 of the guests (37 out of 52) 

reported a process of self-education that was instrumental in their process of figuring out how to 

get an accurate diagnosis. As Danielle describes here, self-education did not guarantee a fast 

diagnosis but rather a shift toward a path that could lead to a diagnosis. 
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I remember getting a kidney stone and that was horrible, and I looked it up online, 
you know, what can possibly cause that? ‘Cause no one in my family had ever 
had them, and, you know, everything I had read said, you know, nineteen-, 
twenty-year-old girls don’t—aren’t really in the group for kidney stones. And so, 
I came across, um, Cushing’s disease, and I was like, oh my gosh, this is exactly 
what I have. I can, you know, go down the checklist and check off EVERY single 
symptom. So that was kind of when I diagnosed myself. Um, and it took, [MaryO 
laughs] about four years from that point to actually get diagnosed. (Danielle) 

 

For some this process brought hope, for example, leading Gracie to delve into understanding 

everything she possibly could about the disease in the hope that it would help her to feel better 

sooner. 

All these different symptoms I kept putting in would pop up the word ‘Cushing’s’ 
and, you know, you make it a long list of different possibilities and I kept seeing 
over and over within those different lists, I kept seeing the word ‘Cushing’s’ and, 
like, hmm, better look at that…. I was like a sponge. I was sucking it up. I’m 
going up. I gotta find out more. I'm gonna find out more. This is fitting me, and I 
want to know all about it and I want to be able to conquer this thing and be well 
again and I just couldn't get enough information. (Gracie) 

 

SusanM describes the “homework” that she did to shorten the time to her diagnosis. This 

involved not only information about the disease itself, but also learning whether there were 

nearby experts who could treat it. She suggested looking to online patient support groups for this 

information, as it may not be available locally. 

There’s a lot of homework to do when you have this disease. A lot to learn, a lot 
to figure out, and one thing I figured out, although it took a long time was, you 
have to go see the experts. You cannot rely on the local folks if they don’t have 
the high volume of patients. That’s not a negative comment, that’s merely saying 
that wherever there’s a high volume of patients is where you’re going to find the 
latest research, the latest understanding, and the latest protocols. And I truly 
believe that for any disease actually….And I’m hoping that as folks join the 
[online Cushing’s Help message] boards, that’s one of the things they grasp onto 
relatively quickly because that will shorten the length of time you have to, uh, get 
diagnosed. (SusanM) 
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However, finding information for a rare disease is challenging. Peppered throughout the 

conversations about Cushing’s diagnosis, MaryO and her guests discussed their realization that 

much of the available information about Cushing’s has historically been veterinary in nature. 

Finding information about Cushing’s in humans has proven to be difficult. In fact, this lack of 

information pertaining to humans was a major driving force in MaryO’s creation of the 

CushingsHelp website. She often jokes about this in interviews, such as this one with Mar: 

 

MaryO:  There are just so many dog sites out, when I first looked for Cushing’s 
online, I said, “Okay, this can’t be.” [laughing] You know the dogs can’t 
have all the support and people don’t have any. So, there we are. 

Mar:  Isn’t that bizarre? I—it really is. My, my son was just telling me this 
evening, he said, “Oh, mom, you know my friend Kelly?” I said, “Yeah.” 
“Oh, well, her dog has Cushing’s.” I said, “Well, you know what, Nick, 
when I first started researching that, that’s what came up were dogs and 
horses.” 

MaryO:  Right. Ferrets get it now too you know. 
Mar:  Who? 
MaryO:  Ferrets are trying to weasel in – ah, no pun intended – weasel in on the, the 

game of Cushing’s too, but it’s just… 
 

There was an explicit recognition among guests that doing one’s own research was a 

necessary part of distinguishing zebras from horses. In this exchange between guest Barbara and 

co-hosts MaryO and Robin, the challenges and importance of doing one’s own research for a rare 

disease with little available patient-friendly information are discussed: 

Barbara: There’s whole issues of magazines devoted to Cushing’s in your horse. 
Every summer they have whole special issues about Cushing’s in horses. 
If I owned a race horse I guess I would care. But to me people are worth 
more than animals. ….Cushing’s is one of those diseases where if you 
don’t go out there and look it up yourself and tell your doctor about it, 
there’s a chance you won’t be diagnosed.  

MaryO:  That’s right, because the doctor will just tell you you’re fat. You just need 
to lose a little weight. He doesn’t know, or she…he doesn’t know a lot 
about us.  
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Robin:  And they just go for the easiest possible thing, because so many people are 
overweight, the odds are that you are also overweight, so… 

Barbara:  Right, no zebras around, just horses.  
 

This lack of information for patients was troublesome, especially for those waiting for test 

results or preparing for surgical procedures.  Guests like Stacy wished they had found the online 

Cushing’s support group earlier to help reduce anxiety. 

Stacey:  I had a blood test and they go over, you know, you're off the charts. And 
then I have a urine test, and they go, “oh! that's off the charts!”…And at 
the time, it was just so frustrating and, I just, I wish I would have known 
about the boards. I had no idea. Because, you web searched and it's all 
about dogs and horses. [laughs] 

MaryO: Right. [laughs] That's why. 
Stacey:  And then it sounds so scary. A brain tumor sounds absolutely horrifying.  

 

Informational support for these women on the cusp of diagnosis with a rare disease was 

instrumental in their experiences. Finding the right information was a critical event, but there 

were barriers to finding that information, mainly the scarcity of (human) patient-oriented 

information for this rare disease. 

A lack of information from providers and even from medical resources on the Internet meant 

that connecting with similar others through online support groups was a key way to learn about 

how to facilitate their diagnostic process. 

Finding support for a mystery illness that has not been explained by more common 

diagnoses poses a unique challenge for patients. At this point, they do not yet have a definitive 

name for their condition. Online research led some guests to suspect they might have Cushing’s. 

Through this avenue they were able to find and connect with patients who knew they had 

Cushing’s. Learning from others in an online support group proved critical in being able to 
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confirm their symptoms were characteristic of Cushing’s and to get support from group 

members. 

For Alicia, a discussion with her neurology professor led to his suggestion that she 

investigate Cushing’s as a possible explanation for her symptoms. This in turn led her to find 

MaryO’s website, where she was able to connect with others who had the same set of seemingly 

random symptoms. 

I found [the cushings-help.com website] invaluable. So, I was getting sicker and I 
actually talked to one of my neurology professors about my thoughts and he said, 
I think this might be what you have, I really suggest that you pursue this. And 
obviously he couldn’t give me medical advice since he wasn’t a doctor, he was a 
PhD, but he said, do some research on it. And so, I did, I did a lot of medical 
article research, but at the same time I kind of looked for other people who might 
know more about this. And I came across the support group there and logged in 
and then started talking to people and found people who had random symptoms 
that were exactly like mine. (Alicia) 

 

Similarly, Cyndie found vital support from MaryO’s online support group while she was 

going through diagnostic testing. Simply finding similar others with whom to share symptoms 

provided an alternative source of support that she felt her family had been overburdened to 

provide over the years. 

You’ve done such a marvelous thing with these boards and support network and 
the people you meet. It’s funny you can get on the phone with another potential 
Cushy that you’re testing with and you can go, “do you get that weird pain in your 
toe?” and they’re like, “yeah, yeah, I know what you’re talking about.” If you 
were to say that to someone walking down the street, they would think you were 
crazy…. Even some of us who have very supportive families and husbands and 
spouses and things of that nature, even it gets old for us to talk to them about it. 
Sometimes you just get tired of bringing that subject up. No one wants to be not 
feeling good all the time. (Cyndie) 
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MaryO’s website connected JenS with similar others who could coach her through the 

diagnostic process. She attributes saving her life to this social resource. 

It was your website that literally saved my life… And, um, it was people there 
that, you know, helped support me, got me through it, find the doctors, got 
through the testing, you know, got through the whole process, everything. (JenS) 

 

Connecting with similar others was facilitated through this online support group and helped 

to educate and support guests. Seeking information was a key precursor to self-advocacy. 

4.2.5 Finding and Accessing the Right Doctor to Diagnose 

Even once they recognized an error in their diagnosis journey, many guests continued to 

face a multi-year endeavor to reach their Cushing’s diagnosis. They struggled to find a provider 

who they felt believed their symptoms were medical in nature. They struggled to find a provider 

who knew what tests to run and how to interpret results that could be inconsistent or ambiguous. 

These struggles ended once they found the right provider, whether that provider was a new 

specialist or an existing provider who continued to investigate their case. 

While an occasional guest was diagnosed quickly with no extended help-seeking, for most 

guests, getting a new diagnostic label was an arduous task due to providers who were unable or 

unwilling to diagnose Cushing’s. As SusanM describes, in her nearly three decades of help-

seeking, finding the right provider for a rare disease with ambiguous and stigmatizing physical 

symptoms is no easy task for patients. 

I saw fourteen endocrinologists. It was the fifteenth over a period of 27 years who 
actually helped me. And my point there is for folks who are kind of in the same 
situation I was where I just floundered, I was--doors slammed in my face all the 
time. You know, you kind of have to go with what you believe—what—I knew 
something was wrong, I didn’t know how to classify it, I didn’t know how to test 
for it, I didn’t know anything about it other than the fact that the original tests that 
I had were positive but nobody looked at ‘em. And then when I pulled the 
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records, nobody wanted to deal with the situation because then you get into a 
whole ‘nother realm of things going on, um, medically, so it was just a challenge. 
I think today it’s easier because patients have the rights to get their records, they 
didn’t back then, and had I had that right back then I probably could have really 
been smarter about going through the process because I could have perhaps 
postponed this whole journey I’ve been on. But then on the other hand I didn’t 
find the doctors and the surgeons I needed until just now so, who knows? 
(SusanM) 

 

Most guests did not have such a long time to their diagnosis. On average, it took 8.6 years 

from first symptoms to eventual diagnosis.7 To ultimately reach providers who could diagnose 

them, guests followed one of two paths: through gateway providers or by directly finding an 

expert or so-called “helpful doctor.” 

4.2.5.1 Gateway Providers 

Gateway providers are individuals who serve to connect patients with a pathway to care 

(Stiffman, Pescosolido and Cabassa 2004). In this case, it meant individuals who steered guests 

toward a provider who could diagnose them. Gateway providers can be health care professionals 

or laypersons.  

Health care providers who offer gateways are, by definition, generally not specialists in 

Cushing’s. They may be a primary care doctor or narrow specialist in fields that are not 

endocrinology, such as an OBGYN, dermatologist, or cardiologist, or they may be an alternative 

medicine provider. While these providers may suspect Cushing’s, they are unable to confirm the 

diagnosis and so refer their patient to someone who can diagnose 

                                                 

7 While there is wide variation among the 7,000 diseases considered rare diseases in terms of how long it 
takes to be diagnosed, a report by pharmaceutical company Shire estimated that diagnosis for rare diseases takes 
4.8 years on average from symptom onset to diagnosis (Shire, 2016) . In a study of 481 patient records in Europe, 
median time to Cushing’s diagnosis was 2 years (IQR 3), and another survey of 176 patients indicated an average 
time to diagnosis of 3.8 years (±4.8) (Valassi et al. 2011, Kreitschmann-Andermahr et al. 2015). 
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For example, Barbara’s primary care provider referred her to a specialist after some 

alarming laboratory test results were reported. She praised this provider for doing extra research 

to figure out what might have caused her symptoms.  

And after [the abnormal test results] she said, “now you’re out of my area of 
expertise, you got to move on now.” She’s very good, I feel very blessed with her 
because she does a lot of research, so I’m keeping her. (Barbara) 

 

Arubina’s gateway provider was an acupuncturist she discovered through a subway 

advertisement for getting rid of belly fat, a goal she hoped to achieve.  

I go to see this guy. And he’s another acupuncturist and again they come up with 
pituitary and adrenal issues. And so, I’m going in there and I’m getting workups 
and this guy goes to me, “have you ever heard of Cushing’s? Because the 
acupressure wasn’t working and you’re kind of thick in the middle and you’ve got 
skinny arms and legs. You should really try and see somebody for Cushing’s.” 
And I said “OK.” And I went home and looked it up. And I found the Cushing’s-
Help website. And so, I printed off all the symptoms and I showed my dad. And 
he said, “Oh, well, maybe it is that.” ….The acupuncturist, I have to thank him 
because a lot of people are afraid to tell people what they think, if they think that 
someone’s sick, but if he hadn’t told me, I could be dead or something. (Arubina) 

 

In all, 18 guests described the critical factor of reaching a gateway individual in eventually 

reaching resolution of their diagnostic error. Thus, gateway providers could improve guests’ 

chance of being diagnosed by connecting them with opportunities to reach an expert. Whether 

this was in the form of naming the disease causing their symptoms or directly referring to a 

provider who could diagnose, these individuals helped to reduce the ambiguity in symptoms and 

lead guests closer to a diagnosis. 
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4.2.5.2 The “Helpful doctor” list 

When guests mentioned a positive experience with a doctor who identified or treated their 

Cushing’s, MaryO often asked them to share those doctors’ names and contact information so 

that she could add them to the “helpful doctors list” on her website. Guests felt these doctors not 

only engaged in sympathetic and shared decision-making about their diagnosis, but also were 

Cushing’s experts, able to recognize the symptoms, run the right tests, interpret the results, and 

recommend appropriate treatment. In all, 10 interviews included MaryO asking guests to share 

their doctor’s information on her website. 

Melissa felt blessed that her endocrinologist believed her and worked to get her appropriate 

treatment. 

I feel so blessed that, like, I had doctors that believe me. And doctors that really, 
you know they didn't just say “You can't have it because it’s too rare” or “Maybe 
it's PCOS” or “Maybe this or maybe that.” They just said, “No you have it. Let's 
get it taken care of because it's chronic if you’re long-term.”  (Melissa) 

 

Kristen was referred to an “open minded” doctor by her friend after previous tests for her 

suspected Cushing’s did not seem to be catching any biological markers of disease activity. This 

doctor, despite having never seen Cushing’s before, worked collaboratively with her so that she 

could order her own lab tests when she felt they would be likely to demonstrate that her 

symptoms had biological origins indicative of Cushing’s. 

I had a friend who had a doctor who was just, real open-minded and, and, she 
said, “Go to her, see what she says, see if she’ll at least order you tests.” And she 
was great, she said, “I don’t think it’s Cushing’s, but I’ve never seen Cushing’s, 
so, you know, I’ll write you a standing order for, uh, midnight serums. And you 
can just do them to your heart’s content ‘cause your insurance’ll pay for it. I don’t 
care--” … And so thus I got enough highs to convince me to go to Dr. Friedman. 
With many many prompts from people on the boards, you know, of course… I 
saw Dr. Friedman, um, November of ’09… And he sent me back to Utah with his 
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great barrage of tests, you know, and by… I guess it was the end of February, he 
called me and said, “Clearing you for surgery!” (Kristin) 

 

The openness of this doctor’s approach to shared decision-making with Kristen allowed her 

to take charge of her testing so that she could obtain the right information to give to a highly-

regarded Cushing’s specialist. From there, she could access appropriate treatment and begin to 

feel better. 

Guests were generally eager to share their helpful doctor’s information with others. In this 

exchange, Aly H describes her experience receiving this information from others and her 

enthusiasm for continuing to pass along their names: 

MaryO:  Could you share the information with me and I could share it? Because 
we’re always looking for more doctors. 

Aly H:  Oh, yes, definitely. I actually had spoken with somebody else and passed 
their name on and got other names of doctors from talking to other 
Cushing’s patients so anything I could do to help, I would love to pass 
their names on.  

MaryO:  That would be great. There’s not a lot of doctors, especially on the East 
Coast, and everyone has to go out to California. 

 

This exchange also hints at an inequality in access to care services that may make diagnosis 

of a rare disease like Cushing’s extremely difficult for those who lack access to highly skilled 

specialty clinics. Mary’s comment that “everyone has to go out to California” indicates a 

perception that there is regional variation in provider expertise. This is a more extreme barrier 

than most service utilization research identifies, as studies tend to emphasize resource limitations 

such as insurance restrictions and lack of transportation to a provider. Further, the above 

exchange indicates the desperation that many guests felt in their attempt at confirming a possible 

diagnosis, because they were willing to travel across the country to see a specialist. The 

resources needed for this kind of long-distance help-seeking indicate not only the extremes to 
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which people are willing to go to obtain good care, but also mean that there are likely many more 

patients for whom such “medical tourism” is not possible and who go undiagnosed and 

undetected by the health care system. 

Along the way, guests were offered other options for addressing their symptoms. Some of 

these solutions could cause serious health problems for a person with Cushing’s. For example, 

there were six guests reporting that gastric bypass had been recommended. What Arubina 

learned after finally finding a Cushing’s specialist to diagnose her is that gastric bypass could be 

extremely dangerous for someone with Cushing’s due to their malabsorption of nutrients. 

Dr. L saw [my list of symptoms] and he said “oh, my gosh, I want you to come in 
and definitely don’t get gastric bypass because, Cushing’s patients, they have 
swelling of the intestines that will inhibit you from absorbing food. And if you get 
gastric bypass what little you’re absorbing now, well, that’s gone.” (Arubina) 

 

Thus, finding the right specialist to diagnose and treat Cushing’s could sidestep serious 

consequences beyond worsening of the disease. MaryO’s list of “helpful providers” was an 

attempt to prevent such problems and to facilitate access to the best care. This support and 

education empowered guests to pursue the right kind of care to identify and treat their Cushing’s. 

Finding a list of trustable expert providers that were within a guest’s geographic region of 

residence (or reachable with travel, if they could afford it) and who were willing to work 

collaboratively to resolve their diagnostic error was a critical event for guests.  

4.2.5.3 Access Barriers – geographic and financial 

Once a helpful provider was identified, accessing that provider could pose a challenge. 

Sixteen guests discussed problems accessing care for their Cushing’s. These problems included 

both geographic and financial constraints that made it difficult to be seen by a provider who is 

familiar with Cushing’s and who can diagnose and treat it.  
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MaryO:  And other people... There are quite a few good doctors around, surgeons. 
Unfortunately, none of them seem to be where anybody is [laughs]. 
Everybody has to travel to get to them. 

MichelleB: Yeah, everybody has to travel, right, yeah. 
MaryO: The way it is. 

 

 

Cyndie laments the fact that despite living on the East Coast of the United States, known for 

great medical institutions, it was very difficult to find the right specialist. Instead, she traveled to 

Seattle to see a doctor recommended on MaryO’s website. In this conversation, Cyndie and 

MaryO discuss having traveled away from otherwise prestigious medical institutions to find 

specialists who had the expertise they were seeking. 

Cyndie:  I’m on the East Coast here, and I have a lot of access to really great 
institutions, I have New York right up the street and Philly right down the 
street, and even with all that, I found it really difficult to get good medical 
care. I had to get on an airplane and go seek help. I don’t know what 
people do in some of the other states. It’s crazy, I’m in the Northeast and 
people are saying, what do you mean you’re going to Seattle to see a 
doctor? This is crazy to them. It makes no sense.  

 
MaryO:  I’m in the DC area, which should theoretically have a lot of good doctors 

and I go to Baltimore. It’s also kind of nuts. Supposedly I should have 
good doctors right around the corner and I don’t.  

Cyndie:  No, and a lot of people don’t.  

 

In addition to the access barrier of physical proximity is the issue of financial access 

barriers. Cyndie and MaryO discuss this issue of cost as a barrier not only for travel but also in 

being able to afford specialized treatments for Cushing’s. 

 

Cyndie:  Some people unfortunately have insurance [con]straints, and I learned that 
the hard way trying to go out to Dr. Ludlum’s. With my insurance I had to 



125 
 

change everything around and fortunately I was able to do that. It’s really 
horrifying to know that there are so many incompetent endocrinologists 
out there and so very few Cushing’s specialists to help people that are 
suffering on a regular basis that have no means to travel and it’s very 
tragic to me, it’s heartbreaking.  

MaryO:  You see people that have cashed in their life insurance or cashed in their 
retirement funds trying to get the money to have surgery. It’s just really 
sad. 

 

The cost of getting diagnosed could be prohibitively expensive, even with health insurance. 

When describing the costs of diagnosis, Arubina said she had spent between $20,000 to $30,000 

out of pocket trying to figure out what was wrong with her health. Such a high figure may 

include travel and out-of-network providers – only accessible for those with the financial means. 

It’s likely that many people stop trying to get a definitive diagnosis because they cannot afford 

the cost of such medical expenses. As this discussion between MaryO and MiriamK in 2014 

(after the Affordable Care Act had been passed) shows, people are left with coverage gaps and 

high cost-sharing or out of pocket costs at a time when they may have lost the ability to work and 

therefore have no income. 

 

MaryO: You know, insurance companies don’t want to pay for people to have 
some of these tests because nobody has this disease, therefore they don’t 
want to pay to test and so forth. Like an endless cycle. 

MiriamK: Right. 
MaryO: I think, some of them are kind of, you know, annoying about that. So 

many Cushing’s patients I believe also don’t have insurance, because 
they’re not working so they can’t really test very well either. Which, 
another endless cycle. 

MiriamK:  Right, that’s how I was reading online like it feels like a lot of people are 
in really bad situations. Like, you just don’t have money for the surgeries, 
you don’t have money for the doctor, and it’s just like— 

MaryO:  Right, cause you can’t work and-- 
MiriamK: --terrible. 
MaryO: Yeah, and it’s just, too bad, that it’s that way.  
MiriamK: Yeah, really sad. 
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Cost limitations are especially a problem with debilitating diseases in the period before they 

are diagnosed, when mysterious symptoms tend to be evaluated by ruling out more common 

diagnoses first. This delays entry into the sick role, along with provision of effective treatments. 

This is similar to findings from a study I conducted;  patients with Multiple Sclerosis could go 

bankrupt in the process of getting diagnosed, setting off a series of financial problems that makes 

affording treatments difficult later (Simacek et al. 2017). Further, without a diagnosis, claiming 

disability benefits can be impossible. Medical bills continue to mount while income does not. 

This compounded financial burden on income and spending has the potential to prevent many 

patients from seeking or accessing appropriate care. Such inequalities in access are likely to 

differentially affect those already at a socioeconomic disadvantage (Hayward et al. 2000; Lutfey 

and Freese 2005). 

4.2.6 Summary of Critical Events and Factors 

In summary, the process of challenging and resolving a diagnostic error involved a series of 

critical events and critical factors that could facilitate or impede the guests’ progress toward an 

accurate diagnosis. Critical events included getting the right tests done the right way, properly 

interpreting and believing the results, finding Cushing’s information on one’s own, and finding 

and accessing the right doctor to diagnose. Within each of these critical events were critical 

factors that could aid or hinder the chance that this event would be successful. With testing, 

patient self-advocacy was often a critical factor in assuring the right tests were done the right 

way. When it came time to interpret the results, provider bias in favor of more common 

diagnoses could impede the process, while patient self-advocacy, including scouring of medical 

records and seeking new providers, could facilitate finding the right diagnosis. Many sought 

information on their own prior to diagnosis, and this was often a critical factor in learning the 
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symptoms of Cushing’s and deciding whether they fit their experience. Finally, finding and 

accessing the right doctor to diagnose was a critical event that facilitated the ultimate diagnosis. 

Finding the right doctor could be facilitated by gateway providers, either laypersons or 

professionals, who could point them toward someone who could help. Online resources, such as 

the “helpful doctor list” on the Cushing’s Help website could serve this function by allowing 

individuals to access a group of others who had already gone through this process successfully. 

Finally, barriers, including financial and geographic, were a critical factor that could prevent 

guests from successfully resolving a diagnostic error even if they were able to pursue the other 

critical events successfully.  

It’s also important to note that these critical events did not happen in the same sequence for 

every guest. The next section answers the question of how these pieces fit together to create 

different ideal types of patient journeys to reach an ultimate resolution of a suspected diagnostic 

error. 

4.3 Research Question 2: What are the ideal types of patient journeys that lead to 

diagnostic error resolution?   

Not only did guests describe a range of critical events enabling or preventing a corrected 

diagnosis, there was wide variation in time to diagnosis. In this portion of my analysis, I sought 

to understand why some journeys were longer than others, and what critical features 

differentiated those timelines.  

To better understand the ways that these diagnostic timelines could play out, interviews 

were reviewed and classified into “ideal types” of diagnostic journeys or diagnostic careers. 

Classification began by identifying key events and symptom experiences in the diagnostic 
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process on a note card for each interviewee. Because these interviews were not intended for 

research when conducted, many stories were incomplete or lacked detail that could fully 

illuminate a guest’s trajectory. By aggregating stories into ideal types, some of this missing 

information could be overcome. In most interviews, MaryO asked the guest what symptoms they 

had before they were diagnosed, and how long it had taken them to arrive at a correct diagnosis. 

Due to the narrative style of interviews, guests did not always directly answer these questions, 

especially when it came to the time it took to get diagnosed. Efforts were made whenever 

possible to deduce this information from information provided by guests about dates of health 

events relative to life events, such as starting or graduating college or having a baby.  

The notecards were completed following a basic template. First, at the top of each card, the 

interviewee name was recorded, along with other information if mentioned, including the 

duration to diagnosis, type of Cushing’s, year of interview, number of interviews (five guests had 

two interview sessions), and the interviewee’s age.  In this way, an overview of each person’s 

case could be quickly seen.  

Next, symptoms (Sx) were listed in the first two lines of notes. This would help in 

identifying patterns by whether symptoms were “typical” for Cushing’s or more unusual; for 

example, fatigue and weight gain would be typical for Cushing’s, while deep vein thrombosis 

was more unusual. 

Finally, the diagnostic journey was captured as accurately as possible from the stories told in 

the interviews. Not all interviewees provided the same level of depth regarding the process of 

getting diagnosed. This was sometimes because guests were in different stages of their illness 

career, and other times because different topics simply came up in the discussion. 
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In the example below, Gracie described long-term symptoms she had experienced over 14 

years without mentioning a diagnosis.  It was not until two years after her child was born that she 

became alarmed by symptoms, namely, continued weight gain. She had come across Cushing’s 

when looking up information about rashes for her new baby but put it out of her mind because 

she did not have all the symptoms on the list. She was re-acquainted with Cushing’s after having 

a hysterectomy when she learned about Cushing’s from her hospital roommate who had the 

disease. Following that encounter, she decided to look up more information about it. She found 

MaryO’s website, printed out information, and brought it to her doctor. Her local primary care 

doctor tested her cortisol levels, and when results came back abnormal, referred her to a 

specialist nearby. That provider was unable to determine her diagnosis, and she spent 9 months 

consulting with a doctor in California and taking tests to catch what she believes is likely cyclic 

Cushing’s. She is having surgery near home (Ohio) because the cost would be too high to have it 

in California. 

Gracie’s case was classified as “Long-term/explained away,” and a total of 19 cases were in 

this category. Figure 4.1 shows an example of an individual notecard summary used to 

summarize diagnostic trajectory. 

4.3.1 Ideal Types Observed  

A total of five ideal types were identified.  

1. Fast or incidental 
2. A few years of seeking answers 
3. Family/friends advocate 
4. Long-term, explained away 
5. Complex medical mystery 
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These are listed roughly in order of speed to diagnosis, with some caveats.  Each guest’s 

story was unique, and there were no two identical trajectories. However, broad similarities 

emerged, leading to five ideal types. 

 

4.3.1.1 Fast or Incidental (9 cases) 

This category captured both those who were diagnosed very quickly and those who were 

diagnosed incidentally. In both cases, these events happened after a very short duration of help-

seeking, often with one provider. Some guests had sought treatment in an emergency room for 

alarming symptoms, such as bruises that grew in size (which were attributed to Cushing’s) or a 

terrible headache (which was likely not due to Cushing’s). In these cases, testing in the hospital 

indicated they had Cushing’s. Others with a fast trajectory may have had several years to 

diagnosis, but it was a continuous and targeted diagnostic process over a relatively shorter period 

of time than most guests. Still others had symptoms for years prior to diagnosis, but their actual 

time spent seeking help was in most cases around one year. The key factor that distinguished this 

ideal type was getting to a knowledgeable provider quickly, whether deliberately or not. 

4.3.1.2 A few years of seeking answers (12 cases) 

In cases where guests indicated they had sought answers for a few years, they may have had 

symptoms for much longer. What characterizes this group is that they were actively seeking 

answers for about 5-6 years. During this time, they saw a series of providers, effectively “doctor 

shopping.” Their self-advocacy was a major driving force toward their diagnosis. Their 

symptoms caused them alarm throughout this time and had a large impact on their quality of life. 

Some of the delay was due to test irregularities that some guests attributed to cyclic Cushing’s, in 
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which cortisol tests may look normal for some periods of time and at other times show abnormal 

levels of cortisol. 

4.3.1.3 Family/friends advocate (6 cases) 

Laypersons such as friends or family members sometimes also recognized that the guest was 

experiencing an alarming medical problem and found information either about Cushing’s or 

about providers who could diagnose their symptoms. For six of the guests, family and friends 

were critical parts of the diagnostic process. Usually this involved a mother of a college student 

pushing for explanations for dramatic, unexplained symptoms. For example, one mother 

requested to see supposedly normal test results from a provider and discovered these results were 

actually abnormal. Others had family or friends who looked online for information about their 

symptoms or saw a television show that featured Cushing’s. These family members or friends 

then insisted the guest seek help, at times referring them to a specific provider. Thus, family and 

friends could serve in the roles of advocate and educator or encourage help-seeking. 

4.3.1.4 Long-term, explained away (19 cases) 

A long-term diagnostic trajectory was by far the most typical for guests. This type became 

similar to the fast or few-years types once guests found a catalyst to getting diagnosed. What 

made this group unique was an acceptance of alternative, erroneous explanations for their 

symptoms. As discussed in the previous chapter, attributions were often made to polycystic 

ovarian syndrome (PCOS) or to poor lifestyle choices, both of which have symptom overlap with 

Cushing’s. This group was also characterized by their perception that no one believed them. 

Their symptoms may have been mild at the start but worsened over time until they took a more 

active approach to their health by doing research on their own and “doctor shopping.” Some had 

been long-term psychiatric patients; guests noted that mental health problems (especially 
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depression) can be a symptom of Cushing’s. Further, their symptoms might have been 

intermittent, as is the case with cyclic Cushing’s. This ambiguity and inconsistency in symptoms 

coupled with provider- and self-denial of Cushing’s placed people in this category. 

 

4.3.2 Complex Medical Mystery (6 cases) 

Those in the complex medical mystery category were for the most part eventually diagnosed 

with Cushing’s (4 out of 6). Many had a serious, previously wrong diagnosis, including health 

conditions such as cerebral palsy, leukemia, or multiple sclerosis. They might also have had 

multiple comorbidities, such as Sjögren’s syndrome or fibromyalgia, making it difficult to tease 

out the Cushing’s part of their health totality. The ambiguity of their symptoms and uncertainty 

of diagnosis were key factors preventing their correct diagnosis. While poor quality care may 

have played a role as well, it’s clear that symptom ambiguity placed patients in the situation of 

representing a medical mystery. Additionally, physicians’ confirmation bias contributed to 

further delay in resolving the diagnostic error. 

 

4.3.3 Key Dimensions of Ideal Types 

Table 4.1 shows some critical dimensions of the different ideal types of diagnostic 

pathways. These dimensions were chosen to highlight the key sociological characteristics that 

differentiate the paths people may take. The first dimension is the percentage of each group that 

was undiagnosed. By definition, none of the guests who were diagnosed quickly were 

undiagnosed. On the other end of the spectrum were those who were categorized as a complex 

medical mystery, among whom two out of six remained undiagnosed.  Somewhere in the middle 

were those diagnosed within a few years, or in a long-term process, with about one in five guests 
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being undiagnosed at the time of the interview. It’s likely that many of the guests undiagnosed at 

the time of the interview were ultimately diagnosed with Cushing’s; however, follow-up contacts 

were not possible given this archival data set. 

The second dimension was the extent to which the diagnostic process was cyclic rather than 

the linear diagnostic process that has usually been described in prior theory. While those who 

were diagnosed very quickly did not experience a cyclical process, nearly all of the other guests 

had some level of cycling through diagnoses or providers, causing multiple contacts with the 

health care system for the same unresolved issue.  

Based on the physical symptoms of Cushing’s and the findings in chapter 3, I expected to 

see that perceived stigma plays a role in the diagnostic process due to providers’ tendency 

(observed in Chapter 3) to attribute the symptoms to nonmedical causes or to psychological 

problems, suggesting a character flaw. Perceived stigma was assessed by the extent to which the 

attribution of symptoms to a character flaw negatively affected the possibility of successfully 

renegotiating a diagnosis. For those with a fast or incidental diagnosis, there was little time for 

stigma to play a role as medical tests were run rather quickly and directly led to the Cushing’s 

diagnosis. In general, the longer and more twisted the path to resolving the diagnosis, the more 

perceived stigma played a role. Perceived stigma was highest in the most complicated medical 

mystery cases, where more individuals had a blend of psychiatric and physical symptoms of 

vague origin and other symptoms not usually typical of Cushing’s. When diagnoses were made 

quickly or with family/friend advocacy, stigma played a small or nonexistent role in the 

diagnostic process with little question that the symptoms were physical in nature and not 

attributable to poor lifestyle choices or lack of motivation. 
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Finally, ideal types were characterized in terms of the collaboration style generally seen in 

the ideal type. This dimension illustrates points where the impact of patient engagement may be 

strongest. When there is a fast diagnosis, there is little opportunity for patients to have an impact 

on the process, and diagnosis happens in a more traditional, linear, and provider-driven manner. 

However, the longer it took to be diagnosed, in general, the more crucial patient involvement 

could become. The work required guests to learn about tests, find providers, and determine 

whether access to those providers was feasible in terms of cost and location. Furthermore, high 

levels of patient engagement, persistence, and emotional energy were required to make repeated 

visits to providers. Thus, it appears that when providers do not get it right quickly, the onus is 

shifted to patients to push toward the resolution of the diagnostic error, something patients may 

not be willing to do unless all other options have been exercised. For the ideal types with a 

diagnosis within a few years or with friend/family support, shared decision-making was the 

strongest, where provider and patients worked together to get to the bottom of their diagnostic 

problem. In the long-term and medical mystery ideal types, shared decision-making was 

uncommon until they found the right provider. Meanwhile, their concerns were often dismissed 

as being related to another medical condition or not medically relevant. These types required the 

most work in terms of patient self-advocacy and repeated help-seeking. Shared-decision making 

was thus a critical factor in getting diagnosed for all ideal types except the fast/incidental type. 

4.3.4 Order of critical events for each ideal type 

Next, these ideal types were classified in terms of the general order in which critical events 

described in research question 1 occurred. Those events were getting the right tests done the right 

way, interpreting and believing the results, finding information on one’s own, and finding and 

accessing the right doctor.  
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Ideal types varied in terms of the ordering of critical events. Table 4.2 shows the ideal types 

listed in order of duration to diagnosis (fastest to slowest) and the general order of critical events 

for that ideal type.  

For the fast/incidental type, the first three steps (accessing the right provider, getting the 

right tests, and believing the results) happened very quickly, and diagnosis was made soon after. 

This type did not reach their final critical event, finding information on their own, until after they 

were diagnosed. Information also meant something different for this group, as it related to their 

treatment, recovery, illness identity, and coping rather than to their diagnostic journey.  

The ideal type with family/friend involvement could have a long or short time to diagnosis, 

but the critical events generally happened in the same order. First, information was gathered by 

family or friends and shared with the guest who could decide whether or not to self-label with 

suspected Cushing’s. From there, the guest could pursue finding the right provider (often with 

support from a family member or friend), get the right tests, and engage in interpreting the 

results. 

For those who took a few years, the general pattern was that the right provider was found 

early on in the diagnostic journey, but there was some confusing ambiguity in their symptoms or 

tests such that the individual looked for information on their own and began to self-label with 

Cushing’s before returning to their provider for additional tests. Providers in this ideal type were 

usually perceived to be engaged in the diagnostic process and collaborative with their patients, 

sharing in decision-making about their diagnosis. Together, they worked to find tests and 

interpret results until they found what they believed to be the truth. 
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The long-term type also started out by finding information but differed from the 

family/friend type in the next steps. This ideal type did not immediately have access to the right 

provider, and so insisted on tests and questioned interpretations of tests in a cycle that was 

difficult to break without going to a new provider – sometimes many new providers. At some 

point in this cycle, the individual could self-label as potentially having Cushing’s, and pursue 

that diagnosis. However, this did not necessarily break the cycle of testing and interpretation. 

This repeated cycle of critical events was the main contributor to the extended period of time it 

took for them to reach resolution of their diagnosis. 

Similarly, the complex medical mystery ideal type wound up in a cycle, but instead the cycle 

started with tests and results that they did not believe. This led them to seek out information on 

their own and self-label with various hypothetical illness identities, leading to more cycling 

through testing and interpretation. If they finally reached a provider who could diagnose them, 

whether Cushing’s was suspected or not, the cycle could be broken. However, this could take 

many cycles. This ideal type generally felt they faced additional challenges due to their complex 

medical history, which they felt providers could interpret as hypochondria or as a complex 

manifestation of another diagnosis that had already been assigned. 

If the critical events were to be forced into an order of importance, the most important event 

would be finding a provider who could diagnose. Those who saw a “good” provider early on had 

shorter times to diagnosis. Next would be finding information on one’s own (in most cases, 

except the fast, provider-driven ideal type where this would be last), which could facilitate 

diagnosis with a provider who was unfamiliar with Cushing’s. Correctly interpreting and 

believing test results would come third in importance. If a “wrong” test was run, questioning it or 

trying for something else could get a person closer to a diagnosis. In close importance would be 
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getting the right test done, but the suspicion and persistence to get through the “wrong” tests 

(which would generally be the medically appropriate process to rule out more common 

diagnoses first) could be thought of as the least important of the critical events as it is dependent 

on the others. 

 In summary, the ideal types were useful for understanding the patterns of critical events 

necessary for resolution of a diagnostic error in terms of trajectories that varied by diagnostic 

journey duration.  

4.4 DISCUSSION 

This chapter extends theories of help-seeking and illness labeling to situations in which a 

diagnosis is challenged, and a new diagnosis is reached for ambiguous and stigmatizing 

symptoms of a rare disease. The rejection, removal, and replacement of a label depended on the 

occurrence of one or more critical events, which could happen in different orders and 

combinations depending on each guest’s diagnostic trajectory. The first research question 

uncovered the critical events that occurred en route to resolution of the diagnostic error. These 

included getting the right diagnostic tests, correctly interpreting and believing the results, finding 

information on one’s own, and accessing the right doctor. The second research question led to 

the creation of five ideal types of patient diagnostic journeys that varied on several key 

dimensions, most notably time to diagnosis. These ideal types included fast or incidental 

diagnosis, family/friends advocating, a few years of seeking answers, long-term search with 

symptoms explained away, and complex medical mystery. Together, these results suggest that 

misdiagnosis represents a unique problem in the process of help-seeking that has heretofore been 

under-theorized, requiring a nonlinear and complex explanation. Driving this system are patient 

factors such as self-labeling and identity deflection, physician factors such as the use of 
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stereotypes relating to patient demographic characteristics and bias in making a diagnostic 

evaluation, and the interaction between patients, providers, and the health care system.  

For each critical event to bring a patient closer to diagnosis, certain critical factors emerged. 

Those factors that increased progress toward resolution of a diagnostic error included self-

advocacy, figuring out which tests to request, challenging test results that seemed inaccurate, and 

tapping into informational resources to find appropriate medical care in a complicated health 

care system. Factors that could prevent reaching a new diagnosis were rejection of the Cushing’s 

label by a patient because she did not want that illness identity, a doctor’s rejection of a rare 

disease in favor of a more common one, and an inability of patients to find patient-friendly 

information that could help them understand what they should do when they face a barrier.  

Getting the right test could be a challenge if a provider did not choose or was not aware of 

the appropriate test to run. This event was also problematic if the test were not done at the right 

time to catch disease activity. Interpretation of the test could be subject to physician bias, such as 

looking for common diseases rather than rare ones and attributing symptoms to non-medical 

factors such as gender or ethnicity, based on gender or ethnic stereotypes. Similarly, guests could 

reject the possibility of Cushing’s by deflecting that undesired illness identity (Thoits 2016). To 

improve the chances that tests would be believed, guests could advocate for themselves either by 

checking their doctor’s interpretation against information they could find on their own, or by 

finding a new provider whom they believed would be more likely to recognize Cushing’s.  

Finding information on one’s own was not always a critical event toward diagnosis for all guests 

(those diagnosed quickly did not seek information until after their diagnosis), however, it 

empowered them to challenge their providers and seek alternative explanations when they faced 

barriers. Information for a rare disease, however, is scarce, and many guests were frustrated at 
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the lack of patient-friendly resources they could consult. Connecting with others online was one 

way that guests could access information about how to seek help from a provider who would be 

helpful. Finally, when it came to finding and accessing the right doctor, guests could attain this 

event either by finding an expert directly or through a gateway layperson or professional who 

could suggest the type or specific doctor they should see. A convergence of these critical events 

and factors made diagnostic replacement more or less probable, with patient self-advocacy being 

a strong driver for almost all events, with the exception of instances of family or friend 

involvement. 

This chapter extends prior theories of help-seeing to consider the instance of misdiagnosis of 

a rare disease with ambiguous and stigmatizing symptoms. While help-seeking theories have 

traditionally been limited in their application to diagnostic error  because they suggest a linear, 

rather than cyclical, process (Andersen 1995; Andersen and Newman 2005; Thoits 1985b), more 

applicable to this study is the network-episode model, which emphasizes the dynamic 

relationships between individuals and their social networks in seeking help (Perry and 

Pescosolido 2010; Pescosolido 1992; Pescosolido, Gardner and Lubell 1998). That getting 

diagnosed was often the result of sustained self-advocacy after previous explanations for their 

symptoms were unsuccessful, underscores the critical role of actively reaching out to new social 

networks (in this case, an online social network), whether for clinical information about 

symptoms and tests, or for connecting with helpful experts. The results presented in this chapter 

demonstrate that individuals who experience a diagnostic error for a rare disease with 

stigmatizing symptoms engaged in multiple decisions and lay consultations, including those that 

were online. The success of these efforts rested on the extent to which their social network 

offered resources that could yield progress toward an accurate diagnosis. Online informational 
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networks provided a means to tap into resources that real-world networks could not provide, 

such as information about the right kind of tests to run or specific doctors to see. 

Further, the results showed that self-labeling could either facilitate or impede progress to a 

new diagnosis, depending on whether that self-(re)labeling was based on a perception that prior 

explanations did not fit their experience. Conversely, the rejection or deflection of an illness 

identity could impede diagnosis and its associated access to resources. Similar to findings in the 

case of people with mental disorder who deflected a mental illness identity (Thoits 2016; Thoits 

2011b), people in this sample were able to temporarily reduce the threat of potentially having a 

serious, rare disease by deflecting a Cushing’s illness identity. However, this also meant that 

their symptoms went unchecked, extending the time to diagnosis as much as a decade or more. 

Thus, identity processes could either facilitate or impede obtaining a correct diagnosis. Taken 

together, these findings elaborate how identity mechanisms operate in the process of correcting 

the misdiagnosis of a rare disease with ambiguous, observable, and stigmatizing physical 

symptoms. Thus, this chapter extends these help-seeking literatures by suggesting that help-

seeking to correct a diagnostic error requires a complex series of decisions, self-labeling, and 

informational seeking to facilitate the process.  

Opportunities for patients to speed up the process of getting to the correct diagnosis heavily 

featured self-education and persistent self-advocacy as well as encouragement from family and 

friends. These occurred in nearly every ideal type that emerged from the above analysis, except 

for those with a fast or incidental diagnosis. This supports previous research on the value of 

patient self-education in empowering them to advocate for themselves (Gruman et al. 2010) and 

the critical role that social network resources can play in accessing health care, including 

auxiliary providers who can offer gateways to appropriate care (Pescosolido 1992; Pescosolido, 
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Gardner and Lubell 1998; Stiffman, Pescosolido and Cabassa 2004). Finally, factors associated 

with socioeconomic status made getting the right diagnosis easier, such as access to online 

information, high levels of health literacy, possession of health insurance, and ability to travel 

(Hayward et al. 2000; Lutfey and Freese 2005; Pearce and Rice 2013). These findings add to 

prior research, in particular, work by Andersen and Newman (2005), by suggesting that these 

mechanisms not only operate to get people into care in the first place, but also facilitate the 

completion of what may be a long journey to overcome a diagnostic error. 

Despite decades of research and policy pieces reflecting the importance of shared decision-

making between patients and physicians, this kind of approach was rarely reported by guests. 

Among the five ideal types described above, shared decision-making tended to occur most 

effectively in two of the ideal types, a few years delay and family/friends advocate. This may 

indicate a very deeply ingrained power differential whereby physicians maintain socially 

legitimated authority over medical diagnoses (Frosch et al. 2012) while at the same time, patients 

become concerned that they will be perceived as bad patients if they question their provider, 

even when empowered with information (Adams et al. 2012). Alternatively, providers’ 

reluctance to consider the possibility of a rare disease may have precluded a collaborative 

relationship with the patient.  

Shared decision-making may also be critical in getting and believing test results. As the 

interviews revealed, the expectation that providers know what to test for was sometimes 

questioned, and in some cases, guests did their own research into a Cushing’s diagnosis and 

requested specific tests. Further, it’s likely that patients may be unaware of what their providers 

are testing for.  It was not until 2014 that patient access to medical tests in the United States was 

mandated by law through the CLIA (Clinical Laboratory Improvement Amendment) program 
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(Centers for Medicare and Medicaid Services 2014), and even then, systems for accessing such 

results are underutilized in general and especially by those with lower education (Graetz et al. 

2016). While lack of access to test results could lead to cycling through medical appointments 

with no diagnostic or symptom relief, as in three out of five of the ideal types, these cycles could 

be broken by finding the right provider. Without access to a knowledgeable provider who could 

make sense of the diagnostic tests and assessments, patients were left suffering without answers 

nor a treatment plan. This finding that it is not patient knowledge alone, but rather provider 

knowledge, communication, and collaboration style (as demonstrated especially in the ideal 

types) that lead to positive outcomes is supported by prior research (Greenfield et al. 2012; 

Joseph-Williams, Elwyn and Edwards 2014; Wallsten 1980). Thus, this chapter contributes to 

the understanding of the dynamics involved in doctor-patient renegotiation of a diagnostic error, 

bridging patient and provider factors to indicate where the communication may break down, and 

where it may succeed.  

This doctor-patient relationship as a critical part of diagnostic error resolution has been 

undertheorized in help-seeking literatures that have instead primarily focused on patient factors 

that lead to utilization and implicitly assume that providers do not send patients on the wrong 

path. Additionally, rare, ambiguous, high uncertainty diseases operate like contested illnesses in 

that contested illnesses are those involving repeated interactions between patient and physician 

(by definition, because to contest requires two interested parties) to resolve a diagnostic error. 

These two previously unconnected theoretical and empirical literatures (one focused on 

utilization, one focused on contested illnesses) can and should be brought together to better 

account for cases of misdiagnosis and how misdiagnosis gets resolved (if at all). Thus, this 

chapter extends prior sociological help-seeking theories by suggesting that entry into health care 
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services (utilization) should not be used as an endpoint in itself, but rather the quality of that 

care, including provider expertise and collaboration style may be more important factors 

determining whether patients are likely to get a correct diagnosis for a rare disease and receive 

the care they need to ultimately get better. 

 

4.5 IMPLICATIONS AND FUTURE RESEARCH 

There is an unmet need for informational resources for patients with a rare disease. Patients 

can play an important role in the diagnosis process when armed with the appropriate information. 

Indeed, given guests’ accounts, it’s likely that the sources of this information will not be from 

patients’ providers themselves, but rather from peers. This is likely to come from online sources 

where patients can connect regardless of geographic location, rather than from existing local 

social networks that may have already been consulted. Better self-diagnostic hypothesis 

generation through shared data among patients is a promising new avenue for improving the 

accuracy and timeliness of diagnosis. While some are concerned that more access to diagnostic 

and biological information could lead to overutilization and hypochondria and may undermine 

the need for patients to access primary care and instead go directly to specialists, improving 

information access and the technologies enabling patient access to their own medical records 

may instead facilitate better communication and more effective negotiations between patients 

and providers and result in better quality health care in a more effective and efficient way. 

In addition to patient-oriented informational support improvement, future research should 

explore the role of the medical gaze in diagnosis for rare diseases with visible symptoms 

(Foucault 1975; Malterud, Candib and Code 2004) as this could help to explain how, why, and in 

which circumstances diagnostic error is most and least likely to be resolved. Physicians use the 
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medical gaze to focus on what they believe to be biomedical aspects of the patient’s story. As the 

physician’s medical gaze takes precedence over the patients’ self-report, symptoms important to 

a patient, such as weight gain, may be “invisible” to the medical gaze, that is, may be consigned 

to a behavioral rather than medical domain. In particular, for women, symptoms may be 

dismissed as normal women’s issues and not deemed biomedically relevant (Malterud 1999). 

Better understanding of the medical gaze in misdiagnosis could lead to strategies to overcome 

human tendencies that are not optimal for patients’ outcomes. 

Finally, gender is likely to have a major effect on how diagnostic error is resolved. While 

this sample consisted of only women, future research could include men as well so that patient 

experiences can be compared. Recognition of rare disease is likely not much better for men, 

however, the attributions for symptoms may be much different. This is likely to differentially 

shape the illness trajectories of men and women. For example, despite a similar prevalence of 

mental disorder and heart disease among men and women, women are more likely to be 

diagnosed with a mental illness and less likely to be diagnosed with heart disease (Welch et al. 

2012). When seeking to correct a diagnostic error, men may experience less attribution of their 

symptoms to psychiatric causes or to unrealistic cultural norms for beauty. Thus, future research 

could investigate whether men and women are each as likely to have their symptom reports 

dismissed or attributed to non-medical causes. 

 

4.6 LIMITATIONS 

This is a sample of people who use the Cushings-Help website, a self-selected group of 

individuals who chose to be interviewed on a public podcast. They are likely to have had more 

positive interactions with online support, and it is likely that this featured in their diagnostic story 
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more prominently than in the general population of people with Cushing’s who may not know 

about or use websites like this one. No systematic information was available about residential 

location, race, socioeconomic status, health insurance, or other factors that may differentiate 

those who are able to access the right resources to get diagnosed from those who are not able to 

do so. It’s likely this group has higher health literacy because they are active users of an online 

site for health information about their condition. Barriers to correct diagnoses are likely much 

higher among disadvantaged groups, such as those with low education, low income, poor 

insurance coverage, or severe symptoms (e.g. being unable to get out of bed or make phone calls 

due to extreme fatigue or pain, in combination with lack of social support) that prevent access to 

resources that could facilitate accessing care that is more likely to reach an accurate diagnosis. 
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Figure 4.1. Example note card for diagnostic trajectory analysis 

Gracie – 14 years to Dx – pituitary, cyclic 
 

2008x2 
Age 37 

Sx: fatigue as a kid – excused from gym by doctor, heart palpitations, severe fatigue, joint pain, 
high blood pressure 
• 2 years after baby, gained weight 
• Was looking up info on rashes for her kid and came across Cushing’s; put out of mind b/c 

didn’t have all of the symptoms 
• Had hysterectomy, roommate at hospital at Cushing’s 
• Printed info from MaryO’s website; brought to PCP 

o Did UFC  referred to endo in Ohio 
• 9 months testing w/Dr. Friedman (started June 2003) 
• Discussed how tests can be personally unique – your own personal highs. Do each 3 times 

to be accurate 
• Having surgery closer to home w/ Dr Joe b/c in-network is affordable 
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Table 4.1. Key Dimensions of Ideal Types 

Ideal Type  % 
undiagnosed 

Cyclical 
process 

Perceived 
stigma 

Utilization 
(Quantity of 
Providers 
seen) 

Collaboration 
style 

Fast or Incidental 0/9 (0%) No Low Few Provider-
driven 

Family/Friends 
advocate 
 

0/6 (0%) Maybe Low Several Shared 
decision-
making 

A Few Years 2/12 (17%) Yes, 
moderate 
 

Moderate Several Shared 
decision-
making 

Long-term, 
explained away 
 

4/19 (21%) Yes, highly High Many Paternalistic 

Complex Medical 
Mystery 

2/6 (33%) Yes, 
extremely 

Extremely 
high 

Very many Paternalistic 
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Table 4.2. Ordering of critical events to resolution of diagnostic error by ideal type of diagnostic 
journey. 

Ideal Type Event 1 Event 2 Event 3 Event 4 

Fast/incidental 
Accessing the 
right provider 

Getting the 
right tests 

Believing the 
results 

Finding 
information 

Family/friends 
Finding 
information 

Accessing the 
right provider 

Getting the 
right tests 

Believing the 
results 

A few years 
Accessing the 
right provider 

Finding 
information 

Getting the 
right tests 

Believing the 
results 

Long-term, explained 
away* 

Finding 
information 

Getting the 
right tests 

Believing the 
results 

Accessing the 
right provider 

Complex medical 
mystery* 

Getting the 
right tests 

Believing the 
results 

Finding 
information 

Accessing the 
right provider 

*Cycles through events 1-3. 
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5 CHAPTER 5 – WHAT ARE THE CONSEQUENCES OF RECEIVING THE CORRECT 

LABEL AFTER GOING THROUGH THE PROCESS OF GETTING DIAGNOSED? 

5.1 INTRODUCTION 

Receiving a diagnosis for a rare disease can be the culmination of years of seeking answers. 

As described in the previous chapters, while few guests were diagnosed soon after symptoms 

started, most took years to figure out what was causing their poor health. Some of this delay was 

a result of symptom ambiguity that simply took time to parse out from more common medical 

diagnoses, while the remainder was a result of social and structural factors such as fragmented 

care, physician biases, deflection of an unwanted illness identity, and problematic doctor-patient 

interactions. These were resolved through a combination of sustained self-advocacy and provider 

willingness to investigate the possibility of a rare disease. From there, a new phase began as a 

Cushing’s patient. This chapter examines what happens once patients finally received that 

diagnosis of Cushing’s syndrome. Two broad questions are posed. Research Question 1 (RQ1) 

is: How do individuals respond to and find meaning in their new diagnostic identity after a 

potentially protracted diagnostic process? Research Question 2 (RQ2) is: What is the longer-term 

experience of living and coping with a rare disease that may require extended, lifelong 

treatment? This chapter uses frameworks from identity and social support theories to explore the 

meaning and experience of life after diagnosis for people with Cushing’s. 

 Once diagnosed with a rare disease after a long diagnostic process, patients must 

reconcile the meaning of this diagnosis with their lived experience. For most, this meant 

validation of a suspected Cushing’s identity that had long been denied, while for others it meant 
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further refinement of a nonspecific illness identity. For a small minority, entry into the Cushing’s 

identity was a surprise, as they had not yet adopted an illness identity. Regardless of how they 

got there, role changes, such as a new diagnosis, create a situation that leaves individuals 

vulnerable to stress (Pearlin et al. 1981; Pearlin 1999) as individuals are presented with a new 

self-concept and a new identity that may be a stressor (Thoits 1995a; Thoits 1991). Newly 

diagnosed individuals may also may be unsure of the kinds of privileges afforded by the sick role 

for this disease, for example, whether this means they should be excused from social events or 

whether treatment is likely to cure or substantially lessen their symptoms and improve their 

quality of life. Also, through this medically-official access to the sick role via a diagnosis, a 

patient is provided access to resources such as treatments and specialist care (Parsons 1951). In 

getting a diagnosis for symptoms that may have been previously attributed to personal character 

failings, like overeating, receiving a biomedical explanation should reduce stigma. Yet, even a 

biomedical attribution may not be enough to remove stigma, as in mental illness, where Link et 

al. (1999) observed that stigmatizing attitudes towards a person with mental illness did not 

decrease with a biomedical understanding of the disease, but instead medically delineated the 

person as a poorly-understood “other” and increased desired social distance (Martin, Pescosolido 

and Tuch 2000). However, little is known about how a person with a rare disease may perceive 

stigma towards him/herself once s/he is diagnosed. A label in this case could reasonably 

legitimize symptoms that have been attributed to psychiatric or behavioral sources and therefore 

reduce individual character blame for symptoms such as obesity. How this plays out for 

individuals who have been seeking an accurate diagnosis for an extended period of time while 

trying to make sense of ambiguous symptoms is unclear. Thus, to address RQ1, two specific 

aims are proposed. Specific Aim 1a is to describe how individuals respond to finally receiving a 
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new, correct diagnostic label for a rare disease, and Specific Aim 1b is to explore how identity is 

reconstructed in response to a correct diagnostic label for a rare disease. That is, what does it 

mean to be a person with a Cushing’s diagnosis? 

Labeling theory suggests that labels, such as a medical diagnosis, carry with them not only 

identities and meanings for individuals, but also expectations about the behavior of a person with 

that label (Link et al. 1989; Scheff 1974). For an illness that is rare, diagnosed individuals face 

unique challenges when entering this role-identity. With few similar others with whom to 

compare, there are few social scripts with which people with Cushing’s can align. Likewise, the 

meaning of having a rare disease is likely to be unfamiliar to people newly diagnosed. While 

some may have known for some time that they were ill or even suspected that they may have 

Cushing’s (as described in the previous chapter), individuals must make sense of what the new 

diagnostic label means for their identity. If treatment resolves symptoms, with or without long-

term medication, what impact does this have on identity as a sick or well person? How might 

one’s identity adjust to physical and mental improvement in symptoms that may have persisted 

for many years to the point where feeling poorly may have become a facet of an individual’s 

identity? While it is likely that due to the sample used in this study, people will have developed 

more of their illness identity through online avenues, the process and meaning of this identity 

shift should occur regardless of the source of illness identity information (physician versus 

online peers). As individuals learn how to live with their new diagnosis, then, it’s unclear how 

they will construct, or reconstruct, meaning of this new identity in their day to day life. To 

answer RQ2, specific aim 2a is to identify ways that individuals find meaning of their new 

diagnosis out of their experience of day to day life. 
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With a new illness identity through a legitimated and acceptable diagnosis, patients now had 

a path forward to pursue follow-up care to manage their disease. For a disease for which people 

often must travel a distance to reach providers familiar with the disease and able to set up a 

treatment plan for their disease, care may be compromised once they presumably return to their 

local providers for follow-up. Continuity of care is a crucial part of handling any serious illness, 

whether acute or chronic (Gulliford, Naithani and Morgan 2006; Wagner et al. 2001; Wagner, 

Austin and Von Korff 1996). For people with a rare disease, local providers may not have 

enough familiarity with the disease to offer guidance on managing the condition over the long-

term. Furthermore, if individuals experience a change in their health status, local providers may 

not be equipped to decide on an appropriate course of action, placing a higher burden on patients 

to fully understand their condition, how to treat any potential exacerbations and from whom to 

seek help if a problem were to arise. Thus, the structure of healthcare and access to appropriate 

care are likely to continue to play a critical role in recovery and long-term management of life 

after Cushing’s. To answer Research Question 2, specific aim 2b is to explore how patients self-

manage and live with a complex rare disease where local providers may be unfamiliar with how 

to manage their care. 

The disease and identity-related changes associated with an accurate diagnostic label and 

effective treatment also require social support to manage life with a rare disease. Coping with a 

new illness identity for a rare disease poses unique challenges due to the lack of available similar 

others. The usual positive opportunities for self-evaluation and guidance from individuals’ 

existing social networks (Festinger 1954; Taylor and Lobel 1989) are unlikely to fully meet their 

needs because network members are unlikely to be familiar with the symptoms of the disease 

and therefore unsure of what to expect or how to react. Patients in this situation may seek out 



153 
 

new social networks that offer functional specificity, that is, an opportunity to receive guidance 

and support from similar others who can offer the most useful and relevant support  (Perry and 

Pescosolido 2010; Thoits 2011a). When patients turn to online health communities, there is an 

opportunity to gain support from similar others who have experienced the same disease.  

Social support has been conceptualized as “coping assistance” as it can be thought of as a 

resource from which people draw (Folkman and Moskowitz 2004; Thoits 1986). However, these 

groups tend to focus on the disease experience itself rather than on the meaning of identity 

changes that follow from attaining the diagnosis. For example, a 2005 study of listserv (email) 

mailing list posts for primary biliary cirrhosis, a rare autoimmune disease, found that very few 

posts, (2.9%), had to do with discussions of role or identity relating to the disease, while the 

majority of posts focused on informational and emotional support (Lasker, Sogolow and Sharim 

2005), that is, support that is unrelated to identity issues. A more recent study published in 2014 

describes how members of an online community for myalgic encephalomyelitis (also known as 

chronic fatigue syndrome) created in their posts a group identity that placed an “us” versus 

“them” framing on an oppositional relationship between patients and mainstream medicine (Lian 

and Nettleton 2015). While this identity framing may motivate patients to advocate for 

themselves in some cases, as with a contested illness, it does not address what it means for one’s 

identity once a cooperative and supportive healthcare provider has accepted the diagnosis, nor 

does it help patients understand what to expect from this potential new illness identity in their 

day to day life. It’s unclear how this may play out for people with a rare disease like Cushing’s, 

where the disease itself is not contested and symptoms are visible. Further, a content analysis of 

posts may not offer the same level of insight that interviews with and reflections by members of 
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the group would yield. Thus, Specific Aim 2c is to examine how patients find meaningful and 

relevant social support that reflects their post-diagnosis identity. 

When considering the impact of the diagnosis of Cushing’s, it’s important to note common 

treatments and recovery trajectories. Cushing’s disease (a form of Cushing’s syndrome) is 

caused by a tumor on the pituitary gland (a small hormone-producing gland located at the base of 

the brain), so treatment usually involves surgery to remove the tumor and potentially some or all 

of the pituitary gland, followed by at least a year of steroid medication (Broder, et al 2014). 

Some patients with Cushing’s may require surgery to remove one or both adrenal glands, which 

are responsible for cortisone production. This procedure can induce Addison’s syndrome 

(insufficient cortisol production), a condition requiring lifelong medication to avoid extreme, and 

potentially fatal, blood pressure drops (Ten, New and Maclaren 2001). The risk of recurrence of 

Cushing’s after pituitary surgery is 36%, and recurrence is associated with a higher mortality rate 

(Pendharkar, 2015; Graversen, 2012). Even without a medically detectable recurrence, some 

patients may have lingering symptoms (Carluccio, 2015). While these studies have highlighted 

many of the important outcomes of a Cushing’s diagnosis, they have primarily relied on medical 

records reviews with little attention paid to patients’ self-described experiences after Cushing’s 

diagnosis. Patient accounts, then, offer new insights into the post-diagnosis Cushing’s 

experience. 

 Overall, this chapter seeks to extend theories of the impact of diagnostic labels (and 

relabeling) on illness identity and coping with a rare disease with stigmatizing symptoms by 

providing a much-needed perspective on patients’ self-reported experiences with recovery and 

follow-up care for a rare disease. 
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My general research question for this chapter is: What are the consequences of getting the 

correct diagnostic label for a rare disease after going through the process of getting diagnosed? 

More specifically, two research questions are posed, with specific aims within each question: 

 
1) What does the Cushing’s label mean to patients? 

a. Describe how patients initially respond to finally receiving a correct diagnostic 
label for a rare disease. 

b. Explore how identity is reconstructed in response to a correct diagnostic label for 
a rare disease. 

2) How do patients navigate living with and managing a rare disease? 
a. Identify ways that individuals find meaning of their new diagnosis out of their 

experience of day to day life  
b. Explore how patients self-manage and live with a complex rare disease where 

local providers may be unfamiliar with how to manage their care. 
c. Describe how patients find meaningful and relevant social support that reflects 

their post-diagnosis identity. 

 

5.2 RESULTS 

5.2.1 Getting a Label – What does it mean? 

As hinted at in the previous chapter, there were three ways that guests could have gone from 

not having a Cushing’s label to having a Cushing’s label. In the first group, individuals did not 

identify as being a sick person until their doctor gave them the diagnosis (this primarily applied 

to those diagnosed quickly). The second group consisted of those who sensed they were sick but 

could not pin down a particular disease, and through repeated help-seeking were sometimes 

diagnosed with Cushing’s (the complex medical mystery group). The third group were 

individuals whose doctors agreed they were sick but who could not figure out it was Cushing’s 

for some time (those diagnosed within a few years). Finally, the fourth and largest group 

suspected Cushing’s and repeatedly sought help until a doctor validated their suspicion (those 
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with a long-term path). Regardless of the path taken, guests described several emotional 

responses to being diagnosed with Cushing’s and trying to make sense of the new diagnosis. 

There were two ways that guests made sense of the diagnosis. First, they responded to their new 

diagnosis with a mix of relief, anger, and uncertainty; those responses signaled the meaning of 

their prior journey and the possible implications of that journey for their future. Second, they 

made sense of the diagnosis by defining who a person with Cushing’s is, often in terms of their 

visible appearance, and readily taking on this new identity. 

5.2.1.1 Initial Relief Followed by an Uncertain Future 

Having a name for ambiguous symptoms served a meaningful function for patients as they 

managed their emotional responses to the diagnosis. Emotional responses signaled the meaning 

of the long process they had endured. Most guests had struggled to obtain a diagnosis due to the 

uncertainty of their health status and felt relief at finally finding a name for their symptoms. A 

minority felt some fear. Following these early emotional responses, guests who did not feel they 

had obtained a cure felt uncertain about their future.  

Fifteen guests explicitly mentioned feeling a sense of relief at having their symptoms labeled 

with a diagnosis with known symptoms that fit their experience. As FerolV explains, she felt 

relief after comparing her symptoms against a list of Cushing’s symptoms she found online and 

when it was further validated by her doctor. 

FerolV:  And so finally I had an answer that, uh, might actually apply. And so 
about 3 to 4 weeks later, I go in to see this endocrinologist …And he 
walks in and he says -- he’s looking at my folder and looks up and says, 
“You’re here for Cushing’s.” 

MaryO:  [laughs] 
FerolV:  Yes, you might say that… I’ve been reading up on it. I can check off 

about, you know, eighty or ninety percent of those symptoms that are on 
the list. Uh, it was just such a relief to have a name after all those years. 
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Similarly, Alicia felt validated when she found a provider who not only saw past her 

psychiatric illness but suggested that the psychiatric symptoms might be due to underlying 

Cushing’s. Feeling she was finally believed by a health care provider, even without a final 

diagnosis, Alicia described how this validation made her feel:  

 

I was given the name of a doctor that specializes in Cushing’s and I’ve been asked 
to see him. So, I have been out to see him, and he did some specialized testing. 
And I’m actually waiting any day now for those results. But from my symptoms 
list and his expertise with the disease, I pretty much 100% have Cushing’s, and 
that he believes that it’s a pituitary source. So that felt good, to actually, finally, 
get some validation from someone who believes me despite my psychiatric 
illness. And he thinks that I probably don’t have a psychiatric illness, that it’s all 
related to Cushing’s syndrome. (Alicia) 

 

An official medical diagnosis not only offered an external validation of what guests may 

have suspected for some time, but also offered a shift away from self-blame for stigmatizing 

symptoms that may have occurred in the process of getting there. As Carolyn describes, she felt 

happy that it was not her lack of self-discipline with diet and exercise that caused her weight 

gain, but a medical condition over which she had no control. Prior to her diagnosis, she had been 

blaming herself and feeling guilty due to what she believed was her own personal failing. That 

all went away when she received the diagnosis. 

When I found out I had Cushing’s I was so happy because I felt so guilty. What 
am I doing? Am I not exercising? Do I have this metabolism that’s so low that I 
smell food and I gain weight? But now that’s all gone because I had this condition 
that was causing the weight. (Carolyn) 

 

When patients like Carolyn were told that their bad behavior, rather than bad biology, 

caused their symptoms, they were not only stigmatized but also denied entry into the sick role. 
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The role that doctors play in affording access to the sick role underscores the power differential 

in this interaction. As a result, rather than being focused on treatment and recovery, patients who 

were denied the sick role and thus an illness identity for what is really a biological problem must 

instead take personal responsibility for something they were unlikely to be able to affect without 

medical intervention.  This problem was alleviated with the correct diagnosis. 

Another type of relief, expressed by nine guests, was in finding a tumor. While waiting for 

the results of a brain scan, Melissa F reported she “was actually praying to God nightly, ‘Please, 

Lord, let me have a brain tumor.’” As Katie explains, the reason that finding a tumor brought 

relief was because she felt that its removal could make her feel better. While researching her 

symptoms and undergoing years of help-seeking and tests, she had come across this possibility 

that seemed to have a simple solution. 

From the little I had learned about hormones and, whatever by that point, so of 
course you know just like all of us did, got on the internet, Googling, you know, 
Googling like craz—and actually the funny thing, the kinda funny thing that I did 
was I started getting referrals to see neurosurgeons. And, because I thought, okay 
you have a tumor, well they’re just gonna take it out!  (Katie) 

For Robin, however, the culmination of her 20-year search for answers did not result in 

relief but in anger at how the disease had impacted her life so negatively during that time. This 

delay in her diagnosis had led to health complications resulting from the Cushing’s-related 

weight gain, something she regretted that no doctor had discovered. 

MaryO:  Many people are so excited and happy when they find out they have 
Cushing’s because it means they’re going to finally get a cure, hopefully, 
but you instead of being happy about finally having validation, um, you 
weren’t particularly happy. Can you talk about that? Why weren’t you 
happy and…? 

Robin:  Well, I don’t know “happy” is a right term for anybody. 
MaryO:  Maybe relief. How’s relief? 
Robin:  Yeah, I was relieved to be validated but I was also very, very angry, and 

still can be very angry. Even post-surgery, probably more angry. And I 
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was angry at the medical community that let me go so long and let my 
body get in the shape that it’s in, without giving me any help, and I had 
really tried to get help. And I can still get very angry about that and I’m 
not an angry person. 

MaryO:  Well, you lost a lot of time chasing down this disease. Like, twenty years, 
right? 

Robin:  Yeah, you know the weight issue for me has been such a tough thing for 
many, many years and I think of the things that I would love to do and 
would have loved to do that the weight got in the way of, you know? Um, 
and the health problems that come with the weight, the things that go with 
that. And [sighs] I just wish somebody had realized a long time ago when 
I first started gaining the weight and kept saying, “Hey, I’m doin’ what I 
can and I’m still gaining the weight.” 

 

Others noted the importance of catching Cushing’s early so as not to experience further 

bodily damage. Several explained that in diagnosing someone after they had clear physical 

symptoms, the damage had already been done and providers were too late.  

I think for a lot of people with Cushing’s, um, they’d been years without a correct 
diagnosis and that’s, that’s really sad because cortisol really tears down on the 
tissues and organs and systems of the body, and particularly can, you know, 
wreak havoc on your cardiovascular system. (Kate) 

 

After discussing several friends who had passed away from Cushing’s, Jayne describes one 

such instance in which an acquaintance from the Cushing’s Help website became permanently 

physically disabled before her Cushing’s was discovered. 

And, you know, and there’s a lady here, uh, Charlotte, who passed away because 
her Cushing’s was found—she was already—so late, she was already in a 
wheelchair, and had a res—you know, the oxygen tank. Um, and you know, I just 
think about these people, god bless them. (Jayne) 

 

The consequence for people who go for so long without a diagnosis, and who are 

stigmatized and denied entry into the sick role and a legitimated illness identity, is that their life 

opportunities may be severely impacted or even truncated early.  
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Furthermore, a diagnosis for a rare disease can be mysterious, as patients try to understand 

what the diagnosis means for their personal treatment trajectory when symptoms are ambiguous 

and specific to an individual (Madden and Sim 2006). Patients diagnosed with a rare disease, 

contested or not, are likely to face difficulty in making meaning of their diagnosis and in setting 

appropriate expectations about their future health status and quality of life (this meaning-making 

is described later in this chapter in discussing coping strategies). This left them vulnerable to 

stress. For Robin, resentment over years of diagnostic error is evident in her sense of loss over 

activities in which she could not participate due to her weight, and the impact this had on her 

body over time. For others, like Jayne’s friend Charlotte, this could mean losing one’s ability to 

walk and ultimately lead to death. 

While many felt initial relief or resentment after getting a name for their health mystery, this 

feeling could be fleeting. For some, the fear of treatment and fear of an uncertain future was 

renewed with their new diagnosis. This fear stemmed from two factors – lack of patient-friendly 

information available about treatment in general and the need for specific expectations for 

recovery from a disease where symptoms vary from person to person.  

For individuals who were newly diagnosed with a rare disease that many had fought for 

years to ascertain, treatment became the new subject of uncertainty. Guests wondered what this 

new diagnosis meant for their own health outcomes. They read horror stories online. They didn’t 

see many happy endings on the Cushing’s Help website. In one interview, MaryO attributes this 

absence of happy endings to people who are “cured” and have moved on, not wanting to be 

reminded of what they went through. This meant that while there had been a good deal of 

information available with regard to symptoms and steps to take to get diagnosed, there was little 

information available for guests when it came to treatment expectations and the potential 
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outcomes of treatment. So, guests were faced with two new stressors: uncertain outcomes and 

uncertainty about how to manage the illness itself. 

JenS feared having her adrenal glands removed because she could not imagine it could be 

possible to live without them. The uncertainty of her future health was frightening. 

Before I had the adrenalectomy, I was terrified, because um, you know, just the 
idea of, you know, knowing of what the adrenals, um, do, and the thought of 
having them out, I thought that [laughs] I was gonna, you know, die. And then, 
once I got used to it, and I got a watch that had alarms on it, and, and got into the 
whole routine of taking my medications on time, I finally, you know, got over 
that. But it was a—it was a very scary thing for me at first. And I think it’s a very 
scary thing for a lot of people, you know, at first. (JenS) 

 

Also complicating responses to diagnosis was uncertainty about new or changed symptoms, 

or outcomes, after a Cushing’s diagnosis, especially as many guests had multiple comorbidities 

in addition to Cushing’s. As described in the previous chapter, teasing apart the symptoms had 

complicated their diagnostic journeys. But these ambiguous symptoms also had the effect of 

muddling their expectations for the impact of Cushing’s treatment. In addition, due to the nature 

of Cushing’s as a syndrome of symptoms that may or may not be present, guests found new 

symptoms to be especially ambiguous. As Barbara and co-host Robin discuss, both they and their 

doctors faced uncertainty regarding new symptoms and ascertaining whether these were related 

to Cushing’s. 

Robin:  Well, I don’t know if you find this true, but I find that everything that 
happens to me now, they want to relate it to the Cushing’s.  

Barbara:  Sometimes it’s hard for me to tell if it’s related or not. That’s why you 
start out with your internal medicine doctor going, “is this related or is it 
not?”  

 

Different from the diagnosis experience where symptoms of Cushing’s may have been 

attributed to other causes, guests and their doctors faced the problem of trying to understand the 
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meaning of new symptoms after the diagnosis. Both patients and providers struggled to tease 

apart possible attribution bias, in this case, symptoms due to Cushing’s from other possible 

causes.  For people with Cushing’s, it meant that even after diagnosis, patients and providers still 

faced uncertainty and potential misattribution of new symptoms. 

These findings suggest that the label for Cushing’s could have multiple meanings, wrapped 

up in the complexity of making sense of ambiguous symptoms and uncertain treatment 

outcomes. Their emotional responses signaled the meaning of the journey on which they had 

been (Hochschild 1979; Thoits 1989). From relief or anger to fear and further uncertainty, guests 

who received a Cushing’s diagnosis needed to find ways to cope with their new illness label. The 

first step, however, was to reconstruct their identity, given this new label. 

 

5.2.1.2  “Looking Cushie” – Identity reconstruction after diagnosis  

Now that the medical mystery had been solved, guests were faced with a new perspective on 

their own identity and the group to which that meant they officially belonged. There were three 

ways in which this identity emerged.  First, the majority of guests readily referred to themselves 

as “Cushies,” said they look like other Cushies, and were also now able to recognize other 

possible Cushies by their visible symptoms. In all, 25 guests discussed the Cushie identity. This 

included 15 who explicitly described “looking Cushie” or identifying as a “Cushie.” 8 Most 

often, this referred to someone with whom they could identify because they were visibly 

overweight and had other symptoms of Cushing’s, such as a buffalo hump (a fatty deposit on the 

                                                 

8 In fact, the name of MaryO’s podcast is “Cushie Chats,” and the description on iTunes reads “Welcome to 
Cushing's Help and Support. Mary O'Connor (MaryO) is the founder of http://www.cushings-help.com . This site 
provides information, support, RSS feedsnews, and education for people with Cushing's (aka Cushies) or other 
endocrine problems, their friends and families.” 
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upper back) and a moon (round) face, both terms used in medicine to describe visible Cushing’s 

symptoms. As guest Kristin commented, “I can spot either someone with Cushing’s syndrome or 

Cushing’s disease a mile away.”  

The second way the Cushie identity emerged was in not only accepting the Cushie identity, 

but also taking on an advocacy role in order to give back to others. Finally, some guests wavered 

between embracing and moving on from a Cushie identity as their symptoms lifted and they 

began to feel like their old selves.  

The Cushie identity included new a perspective on overweight people. Rather than viewing 

them in a stigmatized way as having a character flaw, guests recognized that this physical 

symptom may be due to something blamelessly biological. As Mar describes, this has caused her 

to speak up more when she observes others making stigmatizing comments about someone who 

is overweight. 

Mar:  I just feel that any, any time I hear anyone saying anything about someone 
overweight, or whatever, um, I just feel like I’ve gotta pipe up and say, 
you know? 

MaryO:  [laughs] Right. 
Mar:  It may be endocrine related, you know? And the—you know, you’re just 

judging them assuming that they’re just, you know, eating, and, um, bon-
bons and candy and cookies and you don’t know. And I kinda made a 
comment to someone at school one time, you know, talking about this 
particular child, and I said, “Wait a minute.” And after, after it was over, 
and the woman left the room, this other teacher, I said, “You do—” and, 
and she’s an overweight woman, the teacher is, and I s—I said, “You do 
know where I was going with that, don’t you?” And she goes, “Oh, yes I 
do, I know where you were goin’ with that.” Because she [the other 
teacher] was so quick to blame this kid, and uh it—or the parents, saying, 
“Oh well, you know, he’s, he’s overweight, and he’s not doing anything, 
and he’s just not eating right and…” And I said, “Look. [laughs] You 
know, this—I have a problem,” I said, “That boy very well could have one 
too.”  

MaryO:  Mm-hmm. That’s right.  
Mar:  That was the end of that conversation. 
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Complicating the concept of “looking Cushie” were several guests (5) who noted that they 

did not look like the typical Cushing’s patient, and explained that this had made their experience 

more challenging. Joselle describes a conversation she had with her endocrinologist about her 

atypical symptoms following her diagnosis with Cushing’s. 

Joselle:  Well, I told my endocrinologist, because, you know, he has medical 
students [with him], and then he, uh—he looks at me and he goes, “Well, 
she doesn’t look like the classic Cushie,” y’know. I said, “Well, maybe in 
five years I would’ve!”  

 
MaryO:  Right. Why’d you…Who wants to wait that long?  
 
Joselle:  You know? It’s like you can’t—not everybody’s the same! And not 

everybody comes and presents the same, and not everybody has all the 
same symptoms.  

 

Taking on this new specific illness identity not only meant awareness of symptoms in others 

but also meant offering help. A subset of those who adopted the Cushie identity discussed taking 

on an advocacy identity as a Cushing’s patient to give back to others (n=10). When they saw 

someone in public who “looked Cushie,” they would use the opportunity to share information 

about Cushing’s and suggest that the person get checked by their doctor. Cyndie describes a time 

she noticed that an administrative assistant at her doctor’s office appeared to have symptoms of 

Cushing’s and decided to ask her about it. 

When I went to the hospital to print out my medical records, the woman who was 
printing out my medical records, she looked so Cushie to me. I couldn’t take my 
eyes off of her, she must think that I’m some kind of stalker or weirdo. I finally 
said to her, “have you ever heard of Cushing’s?” And she looked up at me and 
said, “yes, I have.” and she tilted her head up at me and said “why?” And I 
said, “because you look so Cushingoid to me, please don’t take offense at that, 
I’m in the process of being tested for it myself”. And she said, “you know, I’ve 
had doctors mention that to me in the past.” And I said, “well, have you done 
any testing?” And she said, “no, I really hate doctors.,” which was kind of an 
irony because she worked in a hospital, in the medical records department, 
but I gave her the website, wrote it down on a sticky pad, and I said, “well, I 



165 
 

would really love for you to come and just lurk for a little bit and just read 
some of the posts and maybe just get some information and just arm yourself 
a little bit,” because I know that I don’t like the way that I feel and every day’s 
a struggle and I can’t imagine if she had Cushing’s what she must be going 
through on a daily basis. (Cyndie) 

 

Even guests’ significant others became involved in advocacy, reframing their own role from 

a supporter or caregiver for their loved one to a role as an advocate for others. Gracie describes 

how her husband helped a coworker to identify Cushing’s by asking her some questions about 

her symptoms when she was obviously not feeling well. He was able to give her information 

about MaryO’s website by giving her a card Gracie had printed out from the website for just 

such an interaction. 

Gracie:  [My husband] had talked with the lady at his work the one day he told me, 
“so there's a couple women at work who look like they have Cushing’s,” 
but he didn't really know how to broach the subject with some, you know? 
And the one lady, she was coughing or something one day and not feeling 
good, and she said something about not feeling good, so he started asking 
her questions about it. And [he] said “oh, you know, do you have a lot of 
sinus infections and hard to get rid?” and [she said] “Yeah.” He said, “do 
you have high blood pressure and high blood sugar or stuff like that?” 
She’s like “yeah.” He’s like, “do you have a hump?” And she's like 
“yeah.” “Do you wonder why I'm asking all these questions?” [laughs] 

MO:  [laughs] Questions— 
Gracie:  So, she just kinda laughed and, and he told her. He said, “well, it's called 

Cushing's.” He said, “my wife just had surgery for it.” and she's like, “oh, 
really!” You know, so he had printed off the little cards that you have 
there on the website that we can print off. 

 

Guests recognized that these conversations touched on delicate matters involving physical 

appearance that could make the other person uncomfortable. After discussing with MaryO the 

cases of several people they knew from the Cushing’s Help message boards who had been 

diagnosed too late for intervention and had passed away, Jayne shared her motto when it comes 

to telling others they should get checked for Cushing’s. She said, “one second of my 
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embarrassment for somebody else’s entire life of pain? It’s worth it.” This embarrassment of 

pointing out someone else’s stigmatizing physical characteristics was thought to be a worthy 

tradeoff for potentially helping them to access the sick role of a Cushing’s patient and the 

associated life-saving treatments. 

While the majority of guests accepted the Cushie identity and some became advocates, a 

minority, seven guests, discussed embracing their old selves as their symptoms improved. 

Believing that they were cured or on the path to being cured, they distanced themselves from 

Cushing’s. These guests had moved past the disease and did not identify as sick people. This 

meant they could revert to their old “normal” or “true” identity in terms of how they felt and how 

they looked. Guests mentioned being able to recognize themselves in the mirror again or looking 

so different that they no longer looked like the person in their driver’s license photograph. AlyH 

describes how this made her feel “human” again. 

I’ve really had all the symptoms. My legs and arms have stayed normal 
throughout the whole thing, but my center has blown up. I have the central 
obesity, my face has been, I had terrible acne, which all through my teenage years 
I never had that problem. I was always complimented on my skin. And I’ve had 
awful acne issues. I also have the moon face, well it’s actually gone down a lot. 
It’s such a nice feeling, I don’t mind looking in the mirror as much anymore. I’m 
starting to get back into doing that. It’s nice to start feeling like a human again. 
(AlyH) 

 

 This return to former self was also an important part of Melissa’s post-Cushing’s identity. 

As she explained, “I’m happy to say I'm back in my size four…I recognize myself again. So, 

yeah, there are happy endings.” Given the high value placed on weight and appearance for 

women in the United States, these physical changes had profound meaning for guests’ social 

identities and enabled them to see themselves as recovered.  
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Symptom improvement seemed to be key to this reversion to a former self. As AndreaL 

describes, pituitary surgery was a miraculous treatment for her. 

MaryO: So, after your pituitary surgery did you – did all these symptoms go away? 
AndreaL: It was miraculous. My mood normalized -- my mood normalized probably 

within 24 hours and I was on a lot of painkillers so I’m sure that helped 
too, but I was off of painkillers by a week later and by that time I was just 
feeling, again, miraculously better. I felt, like, a little panicky and anxious 
especially in the early mornings for the first probably 3 and half or so 
weeks after surgery, but even that went away. And that was just like a 
fraction of the distress I was in before. And the appetite normalized. Like, 
I have normal amount of hunger now and, like, not obscene like before. 
You know, I can actually be satisfied and just…it’s so clear. I mean I -- 
it’s kind of hard to tell, you know, if you ask somebody, “How’s your 
mood?” It’s a hard thing to self-evaluate. But it was so -- the changes were 
so fast and so drastic for me that I became really attuned to them. And one 
of the markers of my mood was always how food tasted. If – I mean, 
regardless of how much I desired food, if I was in a depressed mood, it 
would taste like chalk. There was just no pleasure at all in it. And when I 
felt good, I would actually be able to taste food again. And I noticed that 
my first meal after surgery that I think it was [inaudible] uh, it’s glorious 
[laughs]. I can taste it again.  

MaryO: Yay [laughs]. 
AndreaL: So that was great. And the -- I was on, you know, some Sudafed I think or 

something for my sinuses shortly after surgery but I -- we knocked it back 
fairly quickly and just got off all my psychiatric medications because I felt 
fine. I just felt fine [laughs]. 

 

While those guests who distanced themselves from the Cushing’s identity following 

diagnosis were a minority in this sample, it’s likely that distancing is more common among 

people diagnosed with Cushing’s but unwilling to call in for a podcast interview about it. For this 

group, coping with Cushing’s could mean relief from a continuing illness and a return to their 

old self, or they could simply prefer not to share their experience publicly. As MelissaF 

describes, when she began to feel better, she was reluctant to engage with the Cushing’s 
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community. Realizing that few “success stories” were being shared online, she decided to re-

engage with the community so that others could have hope: 

MelissaF: I'm living. I'm back on track. I recognize myself again and I-- it was a 
scary thing to actually just write what I wrote for you [in my online 
biography for the Cushing’s help website]. It was the first time in a long 
time I had confronted a lot of those memories and emotions. Also, very 
hard but, yeah, so, you know, I feel bad that I waited as long as I did, and I 
didn't stick around on the boards and I didn't do what I know I should have 
done. 

Mary O: I know it's up to [you to], you know, stick around when you want to start 
resuming your own life and stuff back out there. 

MelissaF: Well yeah, you know, I’m like, I was just desperate to read somebody with 
a happy ending. I, I was so desperate to hear from somebody. I got over 
this. I’m better. My life, my quality of life is improving every day and I 
wasn't hearing that. I wasn’t reading that. I wasn't seeing that, and I think 
I, you know, I played ostrich. I stuck my head in the sand. I, you know, 
until I was ready to just sort of peek back out and realize it was going to 
be okay but certainly you know anyone is welcome to contact me. I’m on 
twitter. 

  

Getting a diagnosis could mean entry into a “Cushie” identity or a deflection from that 

identity to instead embrace one’s former identity. Being diagnosed, on its own, does not 

guarantee entering a disease-specific role-identity. Distancing themselves from the illness 

identity, then, may represent a form of coping with the new diagnosis. Those diagnosed with 

Cushing’s can feel a similar disconnect due to their own uncertainty about the future. 

 

5.2.2 Living with a Rare, Chronic Disease 

Following initial responses to the new diagnostic label, the next step was to manage the road 

ahead in terms of coping with the new label, recovering from the illness symptoms, and finding 

support for this next stage.  
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5.2.2.1 Finding Meaning: Silver linings, a new normal, and transforming from patient to advocate 

In all, 17 guests discussed ways that they coped by drawing meaning from their new 

Cushing’s identity. This could take one of three forms. The first was by finding the positives, or 

“silver linings” in a situation that had been challenging. The second was by adjusting to a “new 

normal,” redefining the situation by acknowledging limitations of life with a chronic illness and 

the emotional impact this can have. The third was by transforming the meaning of their identity 

from one of a patient to an advocate. 

Six guests discussed how Cushing’s treatment had offered them a new perspective on life in 

which they were able to appreciate the positives. Kate found a silver lining in her diagnosis, 

despite her doctor’s estimate that the disease took at least 10 years off of her life, because she felt 

more appreciation for the supportive relationships in her life. She also actively coped with the 

diagnosis by persisting with treatments until she found something that was a cure for her.  

 

I’ve been told by doctors, by Dr. Friedman, that even with successful treatment 
I’ve lost at least ten years off the end of my life, and, you know, but with women 
in my family livin’ well into their mid-nineties I think that’s okay. [laughs] That’s 
okay, I’m—you’re living life very full right now and very, very—I, I tell you, it 
gives you a renewed appreciation for the, for the little things, and the relationships 
that you have and the support that you do have. And I’ve, I’ve been able to find 
uh, a lot of silv—silver linings. That does not mean I haven’t had days where I’ve, 
I’ve cried about this, and stomped my feet and said, you know, “Why is this 
happening to me?” and I think that’s okay and it’s important to do that. But 
ultimately, you’ve got to put one foot in front of the other and just move through 
this, this process until you, you know, finally reach your part of um—your line of 
treatment that, that w—will cure you. And you can’t stop fighting it, until you get 
there, because, you know, the, the alternative is, is unthinkable. (Kate) 

 

Similarly, Carolyn offered advice to others who have been newly diagnosed, reassuring 

them that the diagnosis and treatment should be felt as a positive.  
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It’s probably the best thing that’s happened to you that you got diagnosed.  The 
pituitary surgery is not that bad…. My friends tell me I look 15 years younger, 
and that’s good because I feel like I’ve lost that much of my life. With the proper 
diagnosis and treatment, it can be a new life. (Carolyn) 

 

For others, life after Cushing’s meant some changes had to be made to reconceptualize their 

experience. An additional six guests mentioned needing to reconsider their health and life 

expectations in the context of a “new normal,” that is, being no longer ill but also no longer the 

healthy person they used to be. Here Fabiana describes how she had to adjust her expectations 

for herself after having her adrenal glands removed. She notes that while not everyone has this 

experience, she has had a very difficult time adjusting to her new normal. 

In 2012 I had my adrenals out. This is kind of negative to say, but I feel like since 
then I haven’t felt healthy. I call it a “new normal”. Everything’s at a lower level 
than when I was healthy I would be able to accomplish. It took me about 2 years 
to feel OK after having my adrenals out. Some people feel like having their 
adrenals out was the best thing that ever happened for them. For me, it was really 
hard for me. (Fabiana) 

 

In addition, the trauma of having had Cushing’s has a long-lasting impact. Here MiriamK 

describes the long-term emotional impact of Cushing’s despite her appearance returning to 

normal after treatment. For her, returning to “normal” was about more than just her appearance, 

but also involved coping with the emotional consequence of being ill. This distinction between 

body and emotions meant she felt only partially adjusted to her recovery. 

MaryO: Oh, very good. Are you, are you feeling all normal? If you remember what 
normal is like [laughs], are you feeling normal again? 

MiriamK: No, that’s my problem. Like you know what, I think, you can never get 
over something like Cushing’s, I don’t think. I mean you could kind of get 
over it, but it’s, I feel like, it’s just like--it will always be a part of you. 

MaryO: Oh, sure, yeah. It’s a big deal. Did you lose some of the weight, all of the 
weight, or? 
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MiriamK: Yeah, I lost all of the weight, like right away which was great. It was 
really like a miracle what happened to me because like, right--it was like 
unbelievable to see my body just getting back to normal. It was like I 
would wake up every morning look in the mirror and I would just look 
better and better. And then, like, my hair started growing back. I--I used to 
have like gorgeous, like, thick hair, and my hair is, like, totally back to 
normal. Yeah. Like everything just went back to normal so it was really 
great. I’m saying like---I feel like the traum—like I had a very-- extremely 
traumatic experience, you know? So, I feel like that part, it will take some 
time to get over that. 

 

Sheryl likened coping with Cushing’s to stages of grief where one is learning to adapt to 

body changes that will never return to what they were.  This is not meant in a pessimistic way, 

rather, as an acknowledgement of the emotional challenges of a changed primary identity rather 

than entry into a new illness identity. 

When you think about it, there’s normal life and you have to learn some type of 
coping mechanism. And one thing I want to say is that when you lose a person 
close to you to death, you grieve. There are five stages of grief. I don't think I can 
remember them all but you when you have—we have Cushing’s syndrome or 
Cushing’s disease and you lose part of your body to try and get well, you are not 
the same. Your body is not the same. It's never going to be the same and you have 
to learn how to accept. (Sheryl) 

  

Further support for this notion of learning to accept change came from one guest who is a 

professional psychotherapist who developed Cushing’s. Pat Gurnick explains how the impact of 

Cushing’s on mental health is due not only to emotional strain but also to physiological damage 

to the central nervous system as a result of the disease. She believes this has led to serious 

emotional problems among Cushing’s patients after diagnosis, possibly leading to suicide in 

some cases. She has used her own experience and observation of emotional problems following 

recovery from Cushing’s to transform the meaning of her illness identity from patient to 

advocate. 
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When your coping skills are tested with this, it doesn’t matter who you are, it’s 
like your whole life is ripped away with you. And you don’t--you’re like a 
skeleton of who you used to be, and you don’t know how you’ll respond because 
it hits your whole immune system, it attacks your hormones, and also your central 
nervous system, which I didn’t really know ‘til recently that actually, your central 
nervous system is damaged from Cushing’s. 
 
So that’s why we have emotional problems afterwards. And I know some patients, 
they actually, they commit suicide, or they die, and so my step in helping people, 
what I want to do, I have a Facebook page on recovery, “Cushing’s recovery with 
counselor Pat Gurnick.” And I’m really here to be a service and to offer my 
services through that website for free and to really help people so that doesn’t 
happen. And to be a voice for us.  (Pat Gurnick)  

 

Similarly, Andrea L describes the complex and conflicted emotional coping she went 

through following her diagnosis. While she admits that a part of her wants to pretend her illness 

never happened, she found that giving back through telling her success story was a way she 

could help others to have hope. 

A huge part of me just wants to pretend it never happened. Just go back to life and 
just totally ignore it and forget and put all those bad memories away. And that’s 
all well and good, but I know that success stories were exactly what I needed to 
hear when I was sick, and I hope that you [MaryO] continue bringing them to 
people. (Andrea L) 

 

In all, ten guests mentioned some form of activism or giving back to others following their 

diagnosis, whether blogging about Cushing’s, participating in health fairs to raise awareness of 

Cushing’s, or formally or informally counseling others who have been recently diagnosed. Here 

Doc Karen describes a sense of losing her identity due to Cushing’s, followed by a recovery in 

which she used her expertise as a clinical psychologist with a specialization in trauma to raise 

awareness of the emotional impact of Cushing’s and other chronic diseases. She started a 
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YouTube channel and made a documentary to empower Cushing’s patients by sharing their 

stories. 

At some point, I decided, I think I can't go back to private practice. I don't know 
what that was intuition. I don't know if it was because of how difficult the 
recovery was but you know with that, I went through a severe loss of identity 
experience and I want my profession and thinking, “Oh my goodness, I earned a 
doctorate. I'm a clinical psychologist. Now, what? What do I do?”  
 
Everything that has, you know, happened to this point and it was very depressing 
and as I was in a state of despair, but in 2012, something revived me. I did a 
presentation at a Cushing’s conference and it reminded me of, like, all of the 
information that I have stored in my mind about the impact of chronic illness on 
the psyche and almost psychological and emotional state of a person which is if – 
I don't know if you would agree--it's something we don't talk about much in the 
Cushing’s community. At least at that time I didn't feel like we were really 
addressing those issues. You know, we were talking a lot about the medical 
aspects but, right, we weren't talking a lot about the depression, the anxiety, the 
change of life, the adjustment, the trauma-- there goes that word again-- the 
trauma around the illness. Um, yeah.  
 
So, I began by posting YouTube videos. And so, I have a YouTube channel on 
youtube.com slash doctor N Karen Thames where I talked about the, you know, 
the issues related to chronic illness, everywhere from the five stages of loss to 
what chronic illnesses versus normal illness to, you know, the Spoon theory, to 
how spouses deal with us being ill. So, there are a variety of topics, so I began 
there.  
 
And then a few years ago, my cousin by marriage who is also a filmmaker, he and 
I began discussing what would it be like to create a documentary about Cushing’s. 
Not only a documentary that is medical but one that tells our stories, because as a 
trauma expert, Mary, I've learned over the years that there's power in our voice. 
It’s through our stories that we gain a sense of empowerment and that's why I 
personally believe in shouting out my story about every aspect of my life but 
especially about Cushing’s and my process with that, and so we said we want to 
film the stories, that we want to hear what my friends who I've been able and 
fortunate enough to connect with over, over the years. (Doc Karen) 

 

In this way, the new identity of being a “Cushie” enabled a shift in meaning from being a 

vulnerable patient to being an advocate for others, as guests made sense of the diagnosis. This is 

what Thoits (2006) refers to as “transformatory coping,” where an individual constructs new 
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meaning out of a major stressor, a diagnosis in this case, rather than succumbing to the many 

stressors of dealing with their health. Offering information and support to others was a way of 

constructing a new, more positive meaning for the Cushing’s identity as a way to cope with their 

experiences.  

These reactions to life after Cushing’s diagnosis demonstrate that the coping strategies of 

this group of patients went far beyond managing their physical symptoms. This included finding 

silver linings in their experience, altering the meaning of their situation to  represent a new 

normal, or transforming the meaning of their experience to give back to others (Thoits 2006).  

5.2.2.2 Recovery: Consequences and Recurrence 

After diagnosis and treatment, guests faced recovery not only from the previous impact of 

the disease on their bodies but the impact of treatment and self-management on their health 

going forward. Twenty-nine guests discussed recovery and life with Cushing’s after their initial 

treatment, usually surgery. For some, like Fabiana, surgery provided immediate relief of 

symptoms. 

MaryO: Did you feel better after your first surgery? 
Fabiana: Yes. For quite a bit. I felt like I recovered really fast. The weight dropped 

off really fast. I call it “Cushing brain” – we think differently, and you feel 
differently when you have Cushing’s. That just disappeared. It was really 
good for a while. 

 

Unfortunately, Fabiana’s symptoms returned about 6 years later, after the birth of her son. 

She required a second pituitary surgery, and when that was unsuccessful, a bilateral 

adrenalectomy (both adrenal glands removed). This left her conflicted about what to do, as the 

medication she would have to take for the medically-induced Addison’s disease as a result of the 
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removal of her adrenal glands would effectively rule out the possibility of having more children, 

something she had hoped to do. 

I had the BLA three months after the pituitary surgery. We knew before I left the 
hospital that I was not successful. I never had a drop in my cortisol or my ACTH. 
They say that with a recurrence there’s really only – the chance of success is only 
50%. I always knew that it was a very real option. I did not want to have my 
adrenals out either. That was a tough decision for me to make. I didn’t want it to 
have to get that far. I felt like, taking my adrenals out, I wasn’t getting rid of the 
problem. It’s kind of like trading one illness for another. That was really hard for 
me to kind of come to terms with. I was 28, I wanted more kids. I didn’t want 
them to go in and be really aggressive at my pituitary because I felt we weren’t 
done with our family. You couldn’t take the medication while pregnant. That was 
the best option out of what was left for me, but I wasn’t 100% behind it. (Fabiana) 

 

Others discussed the longer-term adjustment to their treatment regimen. As SusanM 

describes, treatment and recovery from Cushing’s can involve multiple, looping phases. 

There’s another thing I’d kind of like to point out for new folks if they’re 
listening, and that is, once you get into this journey, I look at it as phases. There’s 
the diagnosis phase, there’s a surgical phase, and then there’s the recovery, and 
you may have to loop around again to go through the surgical and the recovery a 
second time or even a third time for some folks. (SusanM) 

 

This looping could be complicated by follow-up care involving local physicians who were 

not experts in Cushing’s. Some believed this led to inadequate follow-up care. For Pat Gurnick, 

this also meant figuring out what follow-up care should be done and learning what she needed to 

ask for. 

And it’s hard because I don’t live near Los Angeles. I’m in Colorado. And a lot of 
us are not near the clinics, the pituitary clinics, and we just have a regular 
endocrinologist following us, and they don’t really know what to do, but they’re 
not going to listen to us. And so, I know that… [I did not have] adequate care. 
And also, I really still never had anyone been clear in saying, you need to get this, 
24-hour urine every six months, you need an MRI every year. I really have not 
seen anybody write down a concrete protocol that everybody follows. And I think 
a lot of us don’t know what to do for follow-ups. And I think that’s really 
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important that we start getting, figuring out what really needs to be done and what 
do we need to ask for. (Pat Gurnick) 

 

Recovery and life with Cushing’s also meant self-managing residual symptoms with 

medication. For RachelW, life after Cushing’s diagnosis meant learning to listen to her bodily 

symptoms to make sure she was taking enough medication. This involved finding a new doctor 

who could appropriately follow up with her care so that she could better manage her symptoms. 

RachelW:  I've been Cushing’s free, quote unquote, for about four years now, right 
now, it will be four years, um, on August 29 of this year.  

MaryO: Oh good.  
RachelW: Yeah, I - um - finally got remission after several years of fighting with 

doctors to help me, you know, pretty much screaming and shaking them, 
and finally found the doctor that helped me. For the most part it’s been 
good, adrenal insufficiency is no fun. It’s kind of a delicate balance every 
day, trying to make sure I have enough hydrocortisone and that I know my 
body well enough that I know my symptoms. You know, listening 
whenever it says “more more more” you know so— 

MaryO: [laughs] 
RachelW: —but other than that, things are, um, you know, things are kind of peachy! 

 

Some people who go through Cushing’s treatment develop Addison’s disease. People with 

Addison’s disease need to take special precautions if they are injured or otherwise physically 

stressed because this could lead to an adrenal crisis, causing their body to begin to shut down, 

possibly leading to death (Ten, New and Maclaren 2001). Treatment for an adrenal crisis 

involves emergency administration of a corticosteroid via injection by a patient or caregiver 

(White and Arlt 2010). Here Lynn describes how complications following her adrenal surgery 

led to a potentially-fatal crash that left her in a coma. 

Lynn: I think, after the adrenal surgery, I guess the message I kind of wanted to 
get out there was you don't hear much about the electrolyte crash after the 
adrenalectomy. And lately on the website, I’ve been reading more about 
doctors who say, well, the other adrenal will just kick in. 

MaryO: Haha. [laughs] 
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Lynn: Not true.  
MaryO: Not necessarily. 
Lynn: Right, so I did have complications and did end up in the coma. 

 

A miscommunication about her adrenal function also left MelissaF in a life-threatening 

situation that could have been avoided. Though she had been given an emergency kit for an 

adrenal crisis, she did not understand when or how to use it. When she ultimately had a relatively 

minor injury at home that nonetheless put stress on her cortisol regulating system, the situation 

quickly escalated to become life-threatening. Furthermore, she felt that the emergency medical 

technicians and emergency room doctors who saw her afterwards did not seem to know what to 

do. 

MelissaF:  What really, I mean outraged me in hindsight when I found out that I had 
slipped from Cushing’s to Addison’s [disease]... I went a year and half 
without knowing that if I would have got into a fender bender, I’d be in 
serious trouble… No, that endocrinologist said, “you’re cured, go home.” 
So, you know, my adrenals weren’t functioning. I didn't have enough 
cortisol in my body. Had I been in an accident, had I fallen down, had I 
been sick to my stomach. Any number of things could have happened that 
would have sent me into a full-blown adrenal crash and no clue as to why. 
I experienced a full-blown adrenal crash once. And by this time, I had 
already seen Dr. Ludlum, I had the medical bracelets and the dog chains 
that explained I was adrenally insufficient, what to do. I fell and hit my 
head hard on a marble table and I guess I was out of it for just, you know, 
seconds, but it was enough that my blood pressure tanked. I started 
throwing up. I, I couldn't hold my head up. I couldn't speak. I was vaguely 
aware of what was going on. My blood pressure had dipped to something 
like, I think by the time the paramedics got there it was 70 /50 or 
something like that, that my blood pressure had absolutely tanked. And the 
only thing I could remember to say was-- my husband's trying to explain 
to the paramedics – she's adrenal—look at her bracelet, she needs a shot 
right now. A hundred milligrams prednisone. She needs electrolytes…Not 
only would the paramedics not do anything, but it took three hours in the 
emergency room and my husband literally tackling, um, a doctor and 
forcing him to give me the shot of corticosteroids before I— 

MaryO: Do you have an emergency kit on you? 
MelissaF: I did have at that time, yeah, but again, it wasn't until I saw Dr. Ludlum 

that I had that. I was, I was completely oblivious for a year and a half that 
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that there was even a potential problem, you know and of course he set me 
up with the emergency kit and, and all that stuff--- 

MO: Oh good. 
MelissaF: Yeah, but that was one of the most frightening experiences of my life. 

 

Similarly, Pat believed that the care system failed her after her surgery. With her cortisol 

levels changing dramatically, she was in horrible pain that was not addressed. She compared the 

experience to heroin withdrawal.  

Pat Gurnick:  And I think that, you know, I’m one of those people that, I was lost 
through the system, and I had no after-care, and I was, where I had with 
withdrawal after Cushing’s surgery, like, it was like heroin withdrawal. 
And at that time, like, in early 2003, they, at least, at UCLA, they didn’t 
give pain medication. So, I was pretty much crawling on the floor in pain, 
and it took a while to get through the withdrawal from the cortisol. That 
was pretty hellacious. 

MaryO: I can imagine. 
 

These descriptions demonstrate how recovery from Cushing’s treatment meant learning to 

manage life with what effectively amounted to a chronic illness. As with any chronic illness, but 

especially one that is rare, learning about the condition and understanding what to do if 

symptoms worsen is critical to doing well.  As Charmaz (2000) aptly stated, “knowing a 

diagnosis seldom translates into realizing what it means to live with it” (p. 287). This lack of 

translation was seen clearly in the depictions of life after Cushing’s made by Cushing’s Help 

podcast guests, who faced continued uncertainty as to their health future. 

Finally, worries about recurrence featured in the conversations of 18 guests. These stemmed 

from the uncertainty of recovery from treatment, usually surgery. While tumors could be 

removed, guests wondered if they could come back. Realizing this was a real possibility, their 

providers offered varying degrees of reassurance, ranging from near certainty that it should not 

come back, to complete reluctance to use the word “cure.” For Melissa (not MelissaF, quoted 



179 
 

above), this meant she had a difficult time believing her doctor’s reassurance that the tumor 

should not come back. 

 
Absolutely. How can you go through that again? It's like that's my biggest fear is 
that it will come back, and you know my doctor keeps telling me it really 
shouldn't come back. He's like, “as long as we got everything, you should never 
have a recurrence again.” But, yeah. (Melissa) 

 

New symptoms could also trigger fears about recurrence. Elizabeth describes how new 

symptoms in the months following surgery made her feel her health was “in limbo”. 

 

Elizabeth: I have no energy level. Um, I’m in a lot of pain, like my whole body 
hurts… Yeah, so, um, you know, with the tests pending, um, and then I 
see the surgeon again in September… They said that the tumor was pretty 
small, but they said if even one cell was left behind, that it’s possible, you 
know, that I could, um -- that another tumor could re-grow. 

MaryO: Sure. 
Elizabeth: So, um, we’re kind of, you know, I guess, in limbo right now. 

 

Terminology around recurrence was also tentative for this group. In this exchange, Kay 

discusses with MaryO and Robin how doctors and patients generally do not use the term “cure” 

to describe life after Cushing’s surgery. 

Kay:  At this point I’m, you know, I’m hoping that, you know, I’m in remission, 
I-I—well, you know what’s funny, cause I wa—I won’t say the c-word.  

MaryO:  No, well, you can’t really anymore.  
Kay:  I don’t wanna say, you know, I don’t wanna—you know what, I don’t 

wanna jinx it. ‘Cause I know that, you know, with this disease anything 
can happen.  

Robin:  Yeah, I’m almost two years out, and I still don’t say it. 
Kay:  Really? Yeah. I just—it makes me nervous.  
MaryO:  Well, sure, yeah. Even doctors don’t necessarily say that anymore either, 

they just say remission now. A lot of them, you know. 
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Wrapped up in these concerns about their own health and the possibility of complications or 

recurrence, six guests mentioned their anxieties about whether their children could develop 

Cushing’s. Two guests mentioned a specific genetic marker, the multiple endocrine neoplasia 

type 1 (MEN1) gene, which has been linked to Cushing’s and may be passed down to children 

(Yaneva et al. 2010). Others, like, Jenn, mentioned being especially vigilant when it comes to 

watching for symptoms in their kids.  

Well, I have—I have a son, who’s 14, and it kinda scares me ‘cause right now 
he’s got symptoms of adrenal insufficiency, so. Yeah, he’s got the exact same 
thing I had at his age, so, um, in hopes of, you know, keeping him off steroids 
I’ve actually made an appointment with my endo to see w-what else we can do for 
him. (Jenn) 

 

Similarly, in this exchange between hosts MaryO and Robin and guest Terry, each discusses 

concerns about symptoms of Cushing’s in their children. 

Terry:  I wonder too. I wonder about the hereditary factor. One of our daughters is 
on Synthroid [a thyroid medication], the lower dose so far, but is showing 
some problems, too. And she—she’s hypothyroid which obviously is why 
she’s on now, but I also wonder about the hereditary factor with these 
diseases. Robin, your daughters don’t show signs of them, do they, or? 

Robin:  Yeah, they do, we’re concerned. 
Terry: Oh, they do? Oh. How about you Mary, your son doesn’t, does he? 
MaryO: Well, no, but, um, he was having some problems, I think it was middle 

school, high school, early high school. And I had him tested for Cushing’s 
immediately, you know? 

 

For these women, the impact of Cushing’s went beyond their own personal health concerns 

to affect their concerns as caregivers of their families. They felt a special responsibility to 

actively pursue any indication their child may have Cushing’s or a related disorder. While not 

explicitly stated in their interviews, it’s likely that this attentiveness and strong advocacy for 

their children resulted from their own difficulty in finding a diagnosis and their hope that serious 
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health complications could be avoided for their children. For example, when Michelle B’s doctor 

mentioned after her diagnosis that she did not look like she had Cushing’s, she responded, “and 

then [I was] thinking, well, "I might not look Cushing's, but I, you know, my, the way I am, 

yeah, I don't wanna look Cushing's. 'Cause that means it's too late.” Parents, then, may be hoping 

to prevent their children from being diagnosed too late.  

A range of recovery experiences marked life after Cushing’s treatment, including fears of 

recurrence and worry over the possibility of their children developing the disease. Follow-up and 

continuing care seemed inadequate for many, and this is likely more of a problem for individuals 

who are not as engaged in their care as those willing to share their story on a podcast series. 

 

5.2.2.3 Inadequate Real-Life Support Leads to Creating an Online Cushing’s Family 

Many guests found it difficult to receive effective support from others following diagnosis 

and treatment of Cushing’s. There were two reasons for this. First, others were unfamiliar with 

Cushing’s and were therefore not offering appropriate support, and second, stigmatizing 

symptoms, such as being overweight, could still be attributed to character flaws rather than a 

medical condition, especially if treatment did not resolve all their symptoms.  

While coworkers, friends, and family were sympathetic after guests had surgery, many felt 

that others lacked awareness and understanding of Cushing’s, including a recognition that it was 

not something with an instant cure for most people. This meant patients’ existing social networks 

were unable to provide the kind of support they needed. Further, some guests reported that even 

when others had tried to learn about Cushing’s, they faced the same scarcity of information that 

guests did, locating mostly information about Cushing’s in animals. For JenS, this led to some 

insensitive comments from her coworkers.   
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JenS: Yeah, when I told the people at work [about my Cushing’s], I got a get-
well card with dogs on it, and they asked me if I’d like to sleep on tile 
[presumably to keep cool]. Because when they looked it up, they found the 
dog website. 

MaryO: Right, right, dog or horses, the ferrets get it now, too. Everybody except 
people. 

JenS: Oh, and when my boss found out I wasn’t coming to work, he said, well, 
he didn’t understand why because the lady from, somebody else, had a 
tumor on her spine, but what I had – the two tumors in my head wasn’t 
good enough, I guess. 

MaryO: That didn’t count? [laughs] 
JenS: It didn’t count. [laughs] 

 

These insensitive comments were wrapped up in other perceptions about Cushing’s 

symptoms. Miriam thought that others judged her for her weight without considering the 

possibility of an underlying biological disease, rather than behavior, as causing it. As Miriam 

observed, “That’s what people think generally when they see you, [a] Cushing’s person, that 

they’re eating too much and not exercising. They don’t believe that it’s a real disease that’s 

causing it.” 

Most guests’ social networks were described as ineffective at providing the necessary social 

support, but this group of women found their best support from similar others through MaryO’s 

website, where they connected with others who had or suspected they had Cushing’s. Similar 

others are best suited to provide guidance and support when significant others (family and 

friends) are inexperienced or unfamiliar with the stressors that individuals are currently facing 

(Taylor and Lobel 1989; Thoits 2011a). This was true in the Cushing’s Help community. Guests 

knew each other by name, and in some interviews even discussed other members of MaryO’s 

Cushing’s Help website. This community empowered guests to persevere as they coped with the 

symptoms of Cushing’s and its treatment. For Pat G, connecting with others with Cushing’s was 

a way to create a family of similar others to support and educate one another. In this exchange 
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with MaryO, she discusses how patients need support to cope with the repercussions of 

Cushing’s after treatment. 

 

Pat G: I know I’m not the only one. I know a lot of people out there have suffered 
a lot of the repercussions from Cushing’s, and still suffer after the surgery. 
There’s still complications, the illness, that people have to learn to cope 
with, which is some of what I’m doing as well. I’m trying to help other 
people as well as myself, and to create a Cushing’s family so we can help 
each other through this and educate each other. 

MaryO: It’s hard because we are so far apart, usually. And most people do never 
meet another Cushing’s patient. It makes it really hard. You think you’re 
alone with it. There are others out there. 

 

For Stacey, knowing that there were similar others who truly understood what she was going 

through and with whom she could share her experiences helped her to cope during some rough 

patches. 

It seemed like such an isolating disease when you're going through it. And then, 
you know, you get to meet other people who are suffering through the same thing. 
It's just, it's so amazing that immediate connection with someone. I have to say 
that there's many times throughout this year that I just, um, gone through some 
pretty bad bouts of depression and not really knowing why and it's kind of helped 
to know that, you know what, I can always give Cindy a call, you know? Get on 
the boards and have somebody there who truly knows what I'm going through. 
(Stacey) 

 

This support could extend into real-life and supplemented the support guests received from 

family. Despite having good support from her family and friends, Aly H describes how the in-

person visit she received from another member of Cushing’s Help made her feel supported in 

ways that only another person with Cushing’s could. This experience inspired her to continue to 

give back to others. 



184 
 

It’s been tough, it’s been so tough, but I’ve had great support from my family and 
friends. And even from your website, meeting people. Everybody’s been so 
supportive. Actually, one of my first surgeries, I met this woman, and it means the 
world to me, her name’s Mary-Ellen. She lives outside of Manhattan where I had 
my surgery. And I talked to her a couple times before my surgery and she came 
and met me after my surgery and brought me flowers. It was so perfect, to have 
somebody who knows what you’re going through. Sorry, I’m getting emotional. 
She was amazing. I feel like she’s an angel. Her and I talk all the time still, I love 
her to death. That’s why I want to be able to give back to people, like she gave to 
me, because it was what I needed to keep going. (AlyH) 

With inadequate social support in real life, an online group provided the most relevant and 

meaningful support for this rare disease. This support comprised not only informational support, 

but also emotional and instrumental forms of support (House 1984; House, Umberson and 

Landis 1988). Further, these examples illustrate a sense of reciprocity in the community where 

recovered patients are motivated to give back for the support they have received when they were 

ill. Helping others gives purpose and meaning to those who have gone through a major health 

challenge (Thoits 2012; Thoits 2013).  

5.3 DISCUSSION 

The aims of this chapter were to observe how illness identity was affected by a diagnosis 

and how patients coped with stressors following their correct diagnosis, including their 

continuing need for social support. Overall, this chapter showed that finally attaining the right 

diagnosis and treatment is not the endpoint of this long struggle – new and multiple stressors 

arose except in rare cases of rapid and complete recoveries. Diagnosis of Cushing’s meant that 

new identities were found, ones that seemed to help lessen the stigma of Cushing’s symptoms 

(e.g. obesity is not their fault or their failing). These identities could directly or through coping 

with treatment limitations, offer new purposes in life (helping others). Similar others provided 

the best support resource. 
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The first research question in this chapter (RQ1) was to understand the meaning of the 

Cushing’s label for patients by describing their initial responses to the label (Specific Aim 1) and 

their reconstruction of identity (Specific Aim 2). Receiving a label that finally explained 

symptoms initially brought a sense of relief for guests. This reflects findings from previous 

studies of other rare diseases. For example, in a study of women with fibromyalgia, an illness 

that can take years to diagnose due to ambiguous symptoms and with a sometimes-contested 

status as a medical disease, patients often reported feeling an immediate sense of relief upon 

diagnosis, but noted that this relief was short-lived as this invisible illness did not elicit sympathy 

from others, even with a diagnosis (Barker 2005; Undeland and Malterud 2007). This lack of 

sympathy from others was also observed in this sample of individuals with a rare disease, as 

most people were unfamiliar with it. 

Guests readily took on the identity of a “Cushie” and derived meaning from the group 

understanding of the associated role of a “Cushie.” This identity helped to mitigate the stigma of 

their symptoms (such as obesity) as their medical condition removed personal responsibility or 

failings for their symptoms. Moreover, this enabled them to take a new perspective on 

individuals who are overweight, not only in seeing some of them as potential Cushies (if they 

also had other visible symptoms of Cushing’s, such as a “buffalo hump”), but also empowered 

some of them to reach out and advocate for others. In this way, they changed the meaning of 

their illness identities from one of suffering patient to experienced advocate who could offer 

support and assistance to others believed to be suffering from the same disease.  

Depending on their recovery experience, a Cushing’s identity might be a short-term identity 

that is supplanted with a return to a “normal, true-self” identity, or it might be a long-term 

Cushing’s identity that includes adaptation to the new normal of life with a chronic illness. In 
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this sample of women with Cushing’s, taking on a “new normal” identity indicated a shift from 

an illness identity to a partially recovered identity. This is similar to what been described by 

Hopper (2007) in cases of mental illness recovery as “healing with scarring.” In this framework, 

recovery means gaining a sense of possibilities, regaining competencies, reconnecting and 

finding a place in society, and working to reconcile their sense of self. This type of shift also 

enabled those diagnosed with Cushing’s to cope with a biographical disruption (Bury 1982) that 

might otherwise be felt only as a loss of sense of self (Charmaz 1983). 

Perhaps because of the new role-identity bestowed by a medical authority, stigma seemed to 

play less of a role after diagnosis than it did in the process of getting diagnosed. No longer were 

symptoms attributed to nonmedical causes such as ethnic stereotypes or a character flaw. The 

meaning of guests’ symptoms had been reframed and medically validated, enabling them to 

pursue appropriate treatment. Where stigma showed up after diagnosis was in two places. The 

first was in social settings where others did not understand or sympathize with guests’ remaining 

health issues. The other was when guests reached out to people they believe looked like they 

might have Cushing’s to raise awareness and potentially help them get diagnosed. Those seeking 

to pay it forward created emphasized the importance of speaking to others about their symptoms, 

even if the conversation was uncomfortable. These individuals felt that a potential life or death 

situation was disproportionately worse than the temporary social discomfort they and the other 

person may experience by talking about visible, stigmatizing symptoms.  Such grassroots efforts 

were one way that members of a small and diffuse group could seek to make social change from 

a patient self-advocacy standpoint. 

The second research question of this chapter (RQ2) was to examine how individuals live 

with their new diagnosis, specifically to explore how meaning is made in daily life (Specific Aim 
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2a), how health and health care are managed (Specific Aim 2b), and how relevant social support 

is obtained (Specific Aim 2c). Guests’ adoption of a Cushing’s illness identity was often part of 

their coping process. In accepting the Cushie identity, some guests were able to find silver 

linings in their experience. This was a meaning-focused form of coping (Park and Folkman 

1997) used when treatments were not fully effective. Others coped by interpreting their current 

health as a new normal against which they needed to adjust their life expectations. Finally, some 

used a transformatory form of coping to shift from Cushing’s patient to Cushing’s advocate. 

Guests were able to better process the trauma they had gone through in their diagnostic process 

when they offered support and hope to others. By actively giving information and support to 

others with Cushing’s symptoms, this gave their illness experiences new meanings and value. 

This finding offers insight into how a coping strategy might lead to a new and meaningful role-

identity through which an individual is motivated to give support to others, an area Thoits 

(1995b) suggests needs more qualitative research.9  

On a practical level for disease-management, follow-up and long-term management of 

Cushing’s after diagnosis and initial treatment was lacking. Some were unsure of how to manage 

exacerbations of their symptoms, especially if they had developed Addison’s disease from 

having their adrenal glands removed. Others struggled with the uncertainty of possible 

recurrence. Thus, just as the diagnostic process described in the previous chapters demonstrated 

a lack of informational resources that could help patients and providers figure out what was 

going on, this lack of information extended to the post-diagnosis stage. The lack of access to 

adequate information could have a negative, even lethal, impact on their health, as guests 

                                                 

9 “we need more qualitative research that focuses on the contexts and unfolding processes of coping and 
support-giving” (Thoits 1995, p. 68) 
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described in these interviews. Informational support, then, is a critical need for people who have 

been diagnosed with a rare disease, and online groups are one way that this information can be 

conveyed. 

Finally, social support was also scarce in real life for these guests and finding support online 

from similar others was instrumental in their recovery. The unique need for support for 

individuals with a rare disease goes beyond simply having a supportive family or friends. With 

Cushing’s being rare and having both visible and invisible symptoms after treatment, guests 

needed more support than their family and friends could offer. The functional specificity of 

existing social networks was unable to meet the unique emotional, informational, and 

instrumental support needs of a person with a rare illness (Perry and Pescosolido 2010). Support 

from a similar other in a disease-specific support network provided a unique and meaningful 

resource for people with a shared experience to connect and make sense of their experience 

(Thoits 2011a).  

 

5.4 IMPLICATIONS AND FUTURE RESEARCH 

The identity shift from patient to advocate observed in this study is an area that would be 

valuable to investigate in other settings. In this sample, the experience of going through the 

complicated and drawn-out diagnostic process was incredibly taxing. Coupled with an uncertain 

recovery, stress could be very high. The potential stress-buffering effect of this identity shift is 

one worth further investigation in other health conditions, both rare and common.  

There was also a large unmet need among guests when it came to understanding what to 

expect from their individual illness trajectory. Specifically, an underlying fear of recurrence was 

a reminder that their health could unexpectedly take a turn for the worse at some point in the 
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future. This is a chronic strain and would be an important issue to explore in future research. For 

example, in breast cancer, it has been widely observed that the experience of undergoing 

treatment and surviving cancer creates higher stress levels, resulting in reduced quality of life 

and also, potentially, in post-traumatic stress disorder (PTSD) (Black and White 2005; Koch et 

al. 2013). A similar effect has been seen in individuals who experience psychotic episodes and 

go on to develop PTSD (White and Gumley 2009). Thus, the fear of recurrence and strain 

resulting from an unknown health future should be explored in other rare diseases. 

Future research could also explore how patients in small health special interest groups shape 

the way healthcare experiences can be improved for those who suffer from rare diseases. 

Archival research could be done with publicly available information on websites to answer 

questions such as: To whom is the website oriented (patients, caregivers, providers, payers)? 

How do they frame the physician-patient interaction? Is there variation in this framing by the 

type of illness (its visibility, stigma, contested status, demographics primarily affected, etc.)? 

Why do some small groups turn into larger social movements while others do not? Aggregating 

across rare diseases could yield actionable practices, either for providers or in the context of 

patient support programs. 

Another area that was not well-addressed in this data set was the impact of an illness-related 

identity in the workplace. In a study of 203 working adults in the United States who self-

identified as having at least one chronic illness, McGonagle and Barnes-Farrell (2014) found that 

perceptions of identity threat were related to increased psychological strain and decreased self-

perceived work ability. However, this sample was comprised almost entirely of individuals with 

invisible illnesses, such as rheumatoid arthritis, Crohn’s disease, multiple sclerosis, diabetes, 

lupus, and ulcerative colitis. For those with a visible disease that is likely to improve with 
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appropriate treatment, it is reasonable to believe that perceived workplace stigma may decrease. 

Future research could explore the impact of improved physical symptoms on perceived 

workplace stigma. 

5.5 LIMITATIONS 

The primary limitation of this chapter is self-selection bias in the sample. When reviewing 

interviews for mentions of what happened after diagnosis, it was clear that many individuals 

disengaged with the Cushing’s Help community after they were diagnosed. Some might have 

been feeling much better and wanted to simply move on with their lives, while others might have 

been doing worse and did not want to share their bad experiences so as not to unnecessarily 

worry others. This means that the sample described in this paper likely overrepresent those who 

have had successful outcomes and coping experiences. Unfortunately, there are likely a subset of 

Cushing’s patients who are not represented in this sample because they have experienced a 

persistent, severe, and negative impact on their mental health. This group may be even more at 

risk of poor mental health, as psychiatric comorbidities such as depression are common in 

Cushing’s (Sonino et al. 1993; Sonino, Fallo and Fava 2010). Furthermore, it’s likely that those 

who are experiencing the worst mental health would be least likely to dial-in to share their 

experience in a live broadcast interview, so it is probable that patients who were coping well 

self-selected into the interviews. Sonino et al.’s (1993) findings reinforce the possibility that 

follow-up care can be inadequate, not only for disease management, but also for the mental 

health of Cushing’s patients.  

A second limitation is the gender representation of the sample. Because I excluded the small 

number of male patients from the study, the results presented here may be limited to the 

experiences of women with Cushing’s. However, as the disease primarily affects women, this 
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ultimately may be more useful for understanding the most widely-impactful burdens and unmet 

needs in this population.  

Finally, the archival nature of these data set means that the researcher could not pose follow-

up questions nor access demographic information. This means that the results here may not be 

generalizable, and some topics may have been emphasized more due to the interviewer’s 

preferences rather than their importance to the participant or researcher. Further, as there was no 

standard interview guide, caution should be used when interpreting the number of people in the 

sample who discussed each of the topics described, as the numbers may not be representative of 

the sample as a whole, given others may not have had the same opportunity to provide such 

accounts.  
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6 CHAPTER 6 – DISCUSSION AND CONCLUSION 

 

The field of medical sociology has sought to understand the meaning of health and illness as 

it shapes individuals’ roles in society for decades. Parson’s (1951; 1975) conceptualization of the 

sick role was one of the earliest works to recognize that the act of being diagnosed confers 

special meaning that includes certain socially-sanctioned rights, such as access to appropriate 

treatments, and responsibilities, such as being adherent to a doctor’s recommendations. These 

rights and responsibilities, however, are unavailable when an individual is denied access to the 

sick role (or the appropriate sick role), as when they are faced with a diagnostic error. Recent 

sociological research has examined how a diagnosis is obtained for a contested illness such as 

fibromyalgia, multiple chemical sensitivity, and Gulf War syndrome (Barker 2002; Dumit 2006; 

Zavestoski et al. 2004), yet the process for medically legitimated physical health conditions has 

not been well addressed. Thus, the purpose of this dissertation was to answer the broad question 

of how people who have a rare disease with ambiguous, visible, and stigmatizing symptoms 

come to be diagnosed with the correct illness after having been misdiagnosed. To meet this 

purpose, three stages of the diagnostic journey were examined: 1) how patients recognize an 

incorrect diagnostic label, 2) how patients obtain a new diagnostic label, and 3) the consequences 

of receiving an accurate diagnostic label after going through this process. Drawing from a unique 

archival data set of podcast interviews with women who have been diagnosed with or suspect 

they have Cushing’s syndrome (or Cushing’s disease), this dissertation described the multitude 

of social and structural factors that shaped the possibility that a diagnostic error was recognized, 

renegotiated, and resolved for a non-contested disease that is rare.   
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As a rare disease with visible, ambiguous, and stigmatizing symptoms, Cushing’s presents a 

unique case for exploring the process of resolving a diagnostic error for a disease that is not 

contested, yet often takes years to reach an accurate diagnosis. As an explanation for why these 

delays are so common, William Kanich, MD, JD, and chief medical officer for a major medical 

malpractice carrier was quoted as saying, “The standard of care in rare disease cases, frankly, is 

to miss them” (Crane 2018). Framed within a complex network approach, this work brings 

together literatures from social construction, labeling, identity, and social support to describe 

help-seeking and renegotiations of diagnosis for a rare disease with ambiguous symptoms. The 

process described in this dissertation included 1) discovery of misdiagnosis, 2) pursuit of 

appropriate diagnosis, 3) obtaining the right diagnosis, and 4) adjusting to a new, specific illness 

identity. 

 

6.1 KEY FINDINGS 

6.1.1 Recognizing a diagnostic error: When symptoms are ambiguous, social forces constrain the 

possibility that a diagnostic error is recognized 

The primary aim of Chapter 3 was to describe how patients and providers faced with 

diagnostic uncertainty make sense of symptoms to recognize a diagnostic error. The findings 

indicated that recognition of a diagnostic error for Cushing’s is highly susceptible to social 

forces. This is in part due to the uncertainty inherent in correctly identifying a disease with 

ambiguous symptoms, which places it in a “grey area” of diagnosis, where social forces are 

strongest (Pescosolido, McLeod and Alegria 2000). Results revealed four broadly relevant forces 
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that shaped the interpretation of ambiguous symptoms: stereotypes used by doctors and patients, 

labeling by doctors, a patient’s self-labeling and illness identity, and social support networks.  

Doctors constructed a diagnosis using their observation of visible but ambiguous symptoms 

and laboratory test results which might or might not have captured definitive indicators of 

Cushing’s. Because symptoms were ambiguous, doctors’ interpretations often reflected 

confirmation bias and stereotypes used during each patient’s assessment, leading to a range of 

explanations both medical and nonmedical in nature. These could include attributions to 

alternative and more common diagnoses such as polycystic ovarian syndrome, or to stereotypes 

based on patients’ demographic characteristics, such as attributing unwanted hair growth to 

ethnicity or rapid weight gain to college students’ eating habits in their freshman year. Patients 

were unlikely to initially question their doctor’s interpretation due to the high level of trust they 

placed in their doctors to appropriately apply their medical expertise and make sense of their 

ambiguous symptoms. 

Labels initially assigned by doctors shaped the subsequent interpretations of symptoms by 

other doctors and by patients themselves, whether that label was a misdiagnosis or a non-medical 

attribution.  Initial labels thus could negatively affect the possibility that a diagnostic error was 

recognized. This is in part because an early diagnostic label could direct the subsequent specialist 

care that an individual received. For example, a polycystic ovarian syndrome diagnosis would 

lead a patient to a gynecologist, while a diagnosis of fibromyalgia might lead to a neurologist – 

neither of whom would be specialists in Cushing’s. This combination of physicians’ biased 

cognitive processing of information toward a plausible label plus the structural shaping of access 

to specialist care made recognition of a diagnostic error more difficult. 
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Patients’ illness identity also shaped the possibility that a diagnostic error was recognized. 

This occurred in two ways, which could either facilitate or impede recognition of error. The first 

was deflection of an unwanted illness identity, in which patients used stereotypes, for example 

about their gender or age, to normalize and dismiss their symptoms to fulfill their own role 

expectations about what it meant to be, for example, an aging woman (Thoits 2016). Deflection 

delayed the realization that a mistake had been made.  The second was when, having accepted an 

(erroneous) illness identity, patients renewed their self-labeling when they recognized their 

illness experience did not line up with this medical explanation.  This increased the possibility 

that a diagnostic error was suspected and represented the most powerful factor in realizing there 

had been an error.  

Finally, social support networks could operate either to help identify potential diagnostic 

errors when members observed that their loved one wasn’t getting better or members instead 

could suggest to patients that their symptoms were normal or due to a character flaw. These 

social factors coupled with medical ambiguity complicated the long journey that many faced 

before suspecting a diagnostic error.  

Overall, these findings build on prior theories of help-seeking to describe the range and 

intensity of social forces that prevent recognition of a diagnostic error within this grey area, 

despite presentation of symptoms that are misaligned with the initial diagnosis (or lack of 

diagnosis). Further, these results provide evidence that this process occurs not only in mental 

illnesses or contested illnesses, but also for a rare, medically-recognized physical illness with 

visible and ambiguous symptoms. It is the ambiguity of those symptoms, rather than their 

visibility or doctor-conferred legitimacy, that strengthens the effects of social forces in all of 

these cases. Errors were most likely to be recognized when individuals were able to sense a 
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misalignment between an accepted (but incorrect) diagnosis and their experience or when social 

support resources could provide a gateway to accessing appropriate care. Thus, this chapter 

concludes that social forces strongly shape and usually constrain the possibility that patients, 

providers, and significant others will suspect a diagnostic error for a rare disease with ambiguous 

symptoms. To recognize that misdiagnosis has occurred, these social forces must be overcome.  

 

6.1.2 Obtaining a new diagnostic label: Resolving a diagnostic error requires the occurrence of critical 

events in a nonlinear, sometimes cyclical path 

 

Chapter 4 describes the next step in the diagnostic process for a rare disease with ambiguous 

symptoms, that is, resolving the diagnostic error. With an average time to diagnosis in this 

sample of 8.6 years, certain critical events marked progress toward an eventual correct diagnosis. 

This chapter took a two-pronged approach to tracing the diagnostic journey once a diagnostic 

error was suspected.  

The first approach identified four critical events that occurred in the (re)diagnostic process. 

These included getting the right diagnostic tests done the right way, correctly interpreting and 

believing the test results, finding information about Cushing’s on one’s own, and finding and 

accessing the right doctor with the appropriate expertise to diagnose. Getting the right tests done 

required a combination of provider knowledge of which tests to order and coordination between 

laboratory and patient to ensure the test was done correctly. Interpretation of tests and medical 

assessment of symptoms was affected by provider and patient factors. Providers could dismiss 

observations or test results they believed were too rare to be a possibility, aiming to rule out 

horses (common diagnoses) rather than look for zebras (rare diagnoses), as they were likely 
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trained to do (Crane 2018). Patients could prevent resolution of a diagnostic error by rejecting 

the possibility of Cushing’s after it was suggested to them or increase the possibility of 

resolution with persistent self-advocacy after reviewing their test results against information they 

could find in their own research. Finding information on one’s own was frequently a critical 

event in itself that could point patients in the right direction to figuring out next steps in their 

help-seeking process. Finally, finding and accessing the right doctor was ultimately critical for 

all patients, whether this happened by chance or after deliberate and prolonged help-seeking 

journeys. Similar to the process observed in mental health help-seeking, this access could be 

enhanced by gateway providers (Stiffman, Pescosolido and Cabassa 2004), individuals who 

could direct patients toward someone who could help them or by finding a recommendation for a 

specific “helpful doctor” from other Cushing’s patients. Inhibiting this access were the 

availability of the appropriate specialists in patients’ local regions and patients’ financial 

resources. Those with greater financial resources were better equipped to reach doctors who 

could resolve the diagnostic error. 

Because these critical events did not occur in the same order nor with the same importance 

for each individual’s journey, a second analysis was done to identify the ideal types of diagnostic 

journey. Five ideal types of diagnostic journey emerged and included (generally from shortest to 

longest duration of diagnostic path) fast or incidental diagnosis, taking a few years to obtain 

diagnosis, family or friends speeding up the diagnostic process, long-term journeys with 

symptoms explained away, and complex medical mysteries with extremely long durations to 

diagnosis. The most common ideal type was the long-term journey with symptoms explained 

away, followed by those whose journeys took a few years. 
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In addition to differential timelines to diagnosis, the ideal types were classified by the order 

and necessity of each critical event in the diagnostic journey (getting the right tests, correctly 

interpreting and believing the results, finding information on one’s own, and finding and 

accessing the right doctor). For those with a fast or incidental diagnostic journey, finding the 

provider, getting the right tests, and believing the results happened in rapid succession. It was 

generally after diagnosis that patients would seek information about their new health condition. 

For the remaining ideal types, finding information was a critical factor in getting diagnosed, as 

this helped patients to find a provider who could diagnose them, or empowered them to 

challenge the selection of diagnostic tests or the interpretations of tests. Critical events were 

often cycled through several times, particularly in longer diagnostic journeys, in which repeated 

help-seeking could lead to tests that the patient believed were inaccurate, leading to more 

information seeking and further help-seeking. This cycling was the strongest contributor to 

delays in reaching an ultimate diagnosis and could be resolved only by a provider who ran the 

right tests, whether on first consult or after multiple attempts, as only a doctor has the sole 

authority to assign a legitimate diagnostic label. 

The results described in Chapter 4 also revealed critical factors along the way that 

contributed toward the likelihood that a critical event would happen and whether the person 

would reach an ultimate accurate diagnosis. In general, the longer the diagnostic path, the greater 

the role of stigma in preventing resolution of the diagnostic error as patients felt their providers 

were judging their character flaws rather than medical issues in assessing their health condition. 

Longer duration also usually meant that patients saw more providers because many providers 

failed to believe them. This process could be cyclical with patients either repeatedly seeking 

answers from the same physician or getting second, third, fourth, etc. opinions from doctors they 
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thought might be more likely to be able to diagnose them. Patients generally led this process by 

repeatedly seeking help when their initial diagnosis did not fully account for their illness 

experience. However, providers’ responses to patients shaped the speed at which patients were 

diagnosed. Not surprisingly, those diagnosed the quickest had providers who very quickly 

suspected Cushing’s and tested for it. Those who were diagnosed within a few years or with 

friends or family involved generally had providers who shared decision-making with patients 

about the next steps to figure out the diagnosis. Those with the longest journeys and those 

undiagnosed tended to describe paternalistic relationships with their providers, with repeated 

help-seeking to find or convince a doctor to believe them. This chapter suggests that people who 

are misdiagnosed may face a nonlinear, cyclical path to diagnosis and that certain patterned 

critical events mark this process.  Prior theories have not accounted for this possibility for a non-

contested illness. 

 

6.1.3 Consequences of receiving a diagnostic label: Identity and coping processes shape responses to a 

diagnosis 

Finally, Chapter 5 addressed the issue of what happens once patients ultimately receive a 

diagnosis for a rare disease with stigmatizing symptoms after a complex diagnostic process. To 

do so, this chapter explored the impact of the diagnostic label on an individual’s illness identity 

as they made sense of this legitimated label, and how they coped with new stressors associated 

with this diagnosis. Findings revealed that the most common emotional response to the initial 

diagnosis was relief, whereby patients felt validated as someone with a legitimate illness identity 

and not simply flawed in character and to blame for their symptoms. This diagnosis meant they 

could construct a new illness identity as a person with Cushing’s. Yet even with treatment, many 
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faced an uncertain future and recurrence was a real possibility of which they were reminded 

when new, ambiguous symptoms occurred. For those who did not achieve a total cure, there was 

a reemergence of uncertainty and fear for their health and treatment trajectory. To cope with their 

emotions and the uncertainty of their future, patients constructed multiple meanings for their 

illness identity, including patient advocate which could offer a new purpose in life. 

Being diagnosed with Cushing’s also meant, for some, membership among a group of 

“Cushies” who could support their unique needs and to whom they could offer support, 

transforming their uncertainty and fear into an advocacy role. Following treatment, patients’ 

illness identities could be affected in different ways, depending on the continuance of their 

symptoms. Some adjusted the meaning of their illness identity to find appreciation for their new 

life experience of feeling much better than they had in years, while others acknowledged the 

limitations of their “new normal” in life, taking on an illness identity of someone with a chronic 

disease. Still others, those with dramatic improvements in health, set aside the illness identity 

altogether and identified as a healthy person. This chapter suggests that the effect of a diagnostic 

label not only gave patients access to critical medical resources suggested by the sick role, but 

also provided an illness identity that finally matched their experiences. Further, it removed some 

of the stigma for their symptoms as they no longer felt blamed for them.  

To cope with this new illness identity, patients could take an active, cognitive approach to 

focus on the positive aspects of the diagnosis, such as better expectations for their quality of life, 

and in some cases adopt a transformatory form of coping to shift from a patient identity to one as 

an advocate. The combination of validated illness identity, relief from stigma, and a new 

perspective on life empowered some to give back to others and become an advocate for people 

who were still seeking answers. On a more practical level in terms of disease-management, 
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follow-up and long-term care after diagnosis and perhaps surgery was a challenge for many, who 

lacked local providers familiar with the disease and its potential complications, including 

recurrence. Both patients and their doctors struggled to make sense of new symptoms and to 

determine whether these were due to Cushing’s or to something else. While many described 

supportive family members, patients generally felt the best support came from others who had 

experienced the same illness, leading to the creation and maintenance of an online Cushing’s 

family. Support needs for a rare disease extend far beyond diagnosis and require relevant 

resources, including a network of experienced peers. 

 

6.2 THEORETICAL IMPLICATIONS 

This dissertation has several theoretical implications. In seeking to expand our 

understanding of how diagnostic errors are recognized, resolved, and reconciled, each empirical 

chapter incorporates different sociological theories. In particular, social construction, self-

labeling and role-identity theories were woven into a complex theoretical account of help-

seeking, in which labels shape the care trajectory and the medical access patterns of patients who 

have been mislabeled. Further, this dissertation brought together service utilization and contested 

illness research, uniting theories and empirical histories that have not been considered parts of a 

whole, at least when it comes to the diagnosis of a rare disease. Finally, this dissertation extends 

identity theory to include identity changes resulting from the receipt of a correct diagnostic label 

and from a transformatory coping process of providing social support to other people grappling 

with the same confusing symptoms and diagnostic difficulties. 
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6.2.1 Social construction of a diagnosis 

Social construction within the help-seeking context has generally been limited in scope, 

focusing on the linear path to a single and correct diagnosis. There has been little attention to 

misdiagnosis, where paths to an erroneous diagnosis, or multiple erroneous diagnoses, could 

unfold over time. The results of Chapter 3 indicate there are a multitude of forces that play out to 

prevent recognition of a diagnostic error for a disease with ambiguous symptoms – a situation 

highly susceptible to social construction. This means that a diagnosis is not necessarily an 

endpoint in all cases of help seeking; rather an initial diagnosis is renegotiated and reconstructed 

as challenges to it occur. Involved in this process are complex combinations of uncertainty, 

labels that shape patients’ and physicians’ interpretations of symptoms, illness identity, and input 

from social network members. Therefore, this chapter extends models of utilization to describe 

forces that shape the possibility that a diagnostic error will be recognized. 

Social construction continues to shape the help-seeking process following a patient’s 

suspicion of a diagnostic error. Chapter 4 described the critical events and factors involved in de-

constructing and re-constructing a diagnosis. These processes could be straightforward and 

linear, with an instance of help-seeking quickly leading to a diagnosis, or could be protracted and 

cyclical, taking years of help-seeking and re-negotiation of symptom and test interpretations by 

doctors. Thus, this work contributes to the literature on the role of social construction in 

diagnostic renegotiation by suggesting that models of the diagnostic process should be extended 

to include instances of misdiagnosis and diagnostic renegotiation so that important social, 

structural, and individual factors can be identified that shape the journey to a correct diagnosis. 
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6.2.2 Labeling Theory 

This dissertation extends labeling theory to instances of diagnostic label removal and 

replacement. This was manifest in three broad ways. First, diagnostic labels shaped the care 

access trajectory of patients by determining which tests they would be given, which treatments 

they would be offered, and to which specialists they would be referred. A wrong label could lead 

to a completely ineffective course of treatment and a battery of unnecessary tests.  

Second, labels signaled social expectations about patients’ behavior. For example, when 

symptoms were attributed to nonmedical causes, such as stress, the cause of the symptoms was 

thought to be a character flaw. When patients failed to get better, this was blamed on lack of 

effort by the patient. 

Third, labels could be challenged and replaced through an agentic process. This provides an 

extension of the process theorized by Link et al. (1989) in which individuals cope with 

anticipated negative social reactions to a label in ways that reconfirm the label. Instead, what this 

dissertation shows is that while individuals may initially accept a label and behave in ways that 

reconfirm the label, there is also the possibility that a label can be recognized as incorrect, 

challenged, and re-assessed. Challenges to this label were patient-driven, often in an iterative and 

cyclical, rather than unidirectional, process of labeling, treatment, and coping. As hypothesized, 

this feedback loop was affected by social forces including physician biases such as stereotypes 

and confirmation bias, stigma, self-rejection of an illness identity, and collaborative versus 

hierarchical interactions between patients and providers.  
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6.2.3 Self-labeling, Identity, and social comparison 

Based on prior work in self-labeling theory, it was expected that individuals would have 

difficulty in the self-labeling process as they shifted from one possible illness identity to another 

through a complex and repeated process of social comparison (Charmaz 1995). The results 

confirmed that different illness identities are considered along the diagnostic journey in ways 

that could affect the possibility that a diagnostic error was resolved. The range of medical and 

nonmedical attributions for symptoms led patients to consider illness and healthy identities that 

could apply to them. These possible identities could come from providers, social network 

members, or self-assessment. As expected, comparisons to others (real or imagined), such as a 

healthy young person, helped individuals to suspect there had been a diagnostic error. Further, 

seeking similar others in online support groups enabled comparisons of symptoms and 

experiences with doctors and tests, as well as receipt of information about helpful doctors and 

appropriate tests, offering an important way to seek out the resolution of their suspected 

diagnostic error.  

An unexpected finding was the tendency of some to reject the possibility of being ill or of 

having Cushing’s, feeling they did not want this undesirable identity. If symptoms were 

interpreted as a normal part of one’s fundamental sense of self, e.g., healthy person, there was 

less motivation to seek medical help even in the face of obvious symptoms. This has been 

previously observed in mental illness, where individuals engage in “identity deflection” to 

maintain a sense of self as normal/healthy person and to buffer against stigma, despite 

experiencing symptoms (Thoits 2016).  That identity deflection also occurs with respect to a 

physical illness provides an extension to this concept. 

Finally, this dissertation, Chapter 5, suggests that an illness identity can be dynamic as an 

individual copes with the new diagnosis. This new diagnosis can bring initial relief from 
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ultimately finding diagnostic certainty, especially when the medical attribution of symptoms 

removes the stigma patients had previously experienced. However, uncertainty about the future 

is renewed when learning about treatment for and recovery from this rare disease; outcomes are 

again uncertain, and recurrence is a possibility. Depending on the success of treatment, the 

illness identity itself can change, including to a chronic illness identity with a “new normal” level 

of symptoms and downwardly adjusted expectations for quality of life or to a renewed sense of 

self as a healthy person. Further, some gained an additional identity through a transformatory 

form of coping in which individuals shifted the meaning of the illness from a patient identity to  

one that involved helping others, an advocacy role-identity (Thoits 2006).  

Taken together, this dissertation extends social construction, self-labeling theory, identity 

theory, and social comparison theory to describe a process in which diagnostic error may or may 

not be recognized and resolved. Further, it demonstrates that obtaining a diagnosis is not the 

endpoint of help seeking; rather new and multiple stressors emerge, and new identities are found. 

These identities can help lessen the stigma of Cushing’s symptoms (such as obesity for which 

one is blamed or accusations of hypochondria) and can provide new purpose in life through 

helping others.  

 

6.2.4 Complexity in health care utilization 

Consistent with expectations, patients pursuing a replacement diagnosis for a suspected 

diagnostic error did not generally follow a linear path and made multiple re-entries into the 

health care system. This moves beyond even complex approaches to help-seeking, which have 

tended to focus on the decision to seek help for a singular diagnosis that is presumed to be 

correct (Pescosolido 1992; Pescosolido 2011; Pescosolido, Gardner and Lubell 1998). Instead, 
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multiple plausible diagnostic labels and nonmedical attributions were applied in the course of the 

journey toward a diagnosis for a rare disease with ambiguous symptoms. These complex 

pathways to diagnosis were shaped by  patients’ social networks (Pescosolido 2011), both real 

world and virtual, and by resources such as the structural availability of physicians 

geographically and patients’ financial means (Lutfey and Freese 2005). 

This dissertation highlighted the importance of two types of social networks in reaching a 

diagnosis. In the first type, family and friends could support patients toward an accurate 

diagnosis, assisting with reviewing medical records and advocating on behalf of their loved one. 

However, these immediate social network members could also downplay the seriousness of the 

symptoms, leading individuals to feel their loved ones viewed them as hypochondriacs. The 

second type was the virtual social network. As expected, these networks of individuals with 

shared experiences were able to provide informational support that could hasten the time and 

reduce the effort needed to reach a resolution of their suspected diagnostic error (Barker 2008; 

Coulson, Buchanan and Aubeeluck 2007; Malik and Coulson 2010). Consistent with previous 

research, these Internet networks suggested specific doctors and tests that could empower 

patients to get appropriate care from someone knowledgeable about the condition (van Uden-

Kraan et al. 2008; van Uden-Kraan et al. 2009) and provide information that was not available in 

their real-world social networks (Lasker, Sogolow and Sharim 2005). These virtual networks 

were consulted once a diagnostic error was suspected and throughout the diagnostic, treatment, 

and recovery processes, with a noted drop-off after treatment among those who wanted to move 

on from their illness. Still, those who remained in the virtual network were able to give back to 

the community that had helped them in their journey. This process of reciprocity and advocacy 
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fuels the continuation of the online community, strengthening the network to continue to offer 

support to newcomers. 

Finally, this dissertation provides support for combining theories of service utilization with 

work in contested illnesses to better account for how misdiagnosis occurs and how it can be 

resolved. In the diagnostic process for contested illnesses, persons make multiple attempts to 

receive recognition of their symptoms as medical in nature (Barker 2008; Dumit 2006; 

Zavestoski et al. 2004). Despite Cushing’s being a medically legitimized diagnosis, this group’s 

process of utilization followed a similar trajectory to that of people suffering from contested 

illnesses, when patients had to fight to receive a diagnosis (Dumit 2006). Driving this trajectory 

in both cases was the ambiguity of symptoms and uncertainty in the diagnosis, especially when 

patients found the diagnostic label did not line up with expectations about symptoms, recovery, 

and by extension, illness identity. This process required more than just a single patient seeking a 

straightforward diagnosis, as physician factors such as bias toward more common diagnoses 

could lead to a diagnostic error. Once a patient had sought treatment, multiple critical events and 

factors came into play in a usually extended negotiation process. Thus, the help-seeking process 

for rare, ambiguous, and high uncertainty diseases is like that of contested illnesses because of 

problematic interactions between patients and physicians, including miscommunications and 

misinterpretations of ambiguous symptoms. This dissertation brings together these two 

theoretical and empirical literatures (help-seeking and contested illnesses) to incorporate cases of 

misdiagnosis. 
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6.3 METHODOLOGICAL IMPLICATIONS 

This dissertation additionally offers some important methodological contributions. First, the 

use of a podcast as an archival data set is a novel way to gain insight into a social experience 

among insiders for several reasons. First, it overcomes a key sampling problem by having 

assembled a set of persons who would be very difficult to identify and recruit for a study due to 

the rarity of their condition and their geographic dispersion.  Second, because the podcast was 

hosted by a member of the Cushing’s community, and sometimes with guest hosts who’d had 

Cushing’s, unique observations could be made of their shared culture, such as the generally 

accepted term of “Cushie” to describe people in their community. Third, having an insider 

posing all questions for advocacy and awareness-raising purposes rather than for research 

purposes meant that the subject matter reflected the interests and priorities of group members.  

However, this also means that the direction of the conversations was fully determined by 

group members and did not reflect all of the critical research questions in this study, such as the 

effects of socioeconomic status on diagnostic experience. An outsider interviewer could better 

direct a conversation toward those topics of interest to the investigator. Further, the sample was 

entirely self-selected. Despite these limitations, this type of data offers a rich source of 

information for studying the lived experience of individuals with a rare disease who would 

otherwise be very difficult to contact and interview, and does so in their own, insider context. 

The second methodological contribution was the use of ideal types in examining the 

diagnostic process for a rare disease with ambiguous symptoms. This was a valuable method for 

identifying critical factors that could accelerate or impede progress toward a diagnosis. As a 

primarily qualitative approach, processes could be described in rich detail while trends could be 

quantified within ideal types, for example, the percent reaching a correct diagnosis in each ideal 
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type. The results of this analysis supported Doty and Glick (1994), who asserted that this 

approach can be used to build theory rather than simply to classify groups. This means that the 

groups observed in this study could be applied to future research, quantified, and hypotheses 

tested as drawn from the ideal types. 

 

6.4 PRACTICAL IMPLICATIONS 

Diagnostic error is a serious problem in modern health care. With a lack of research on 

patient experiences with diagnostic error (Society to Improve Diagnostic Medicine 2016), this 

dissertation provides a much-needed  examination of this experience. The results of this study 

provide practical implications for both patients and providers. For providers, this work illustrates 

instances where bias, such as stereotypes and attribution bias, interfere with appropriate clinical 

care. Especially for rare diseases with ambiguous symptoms, these factors can prevent a provider 

from recognizing a diagnostic error. Several “red flags” should be noted, including repeated 

visits for the same symptom, complex patterns of help seeking such as seeing multiple 

specialists, and sudden changes in patient symptoms. For patients, practical implications point to 

a need for sustained self-advocacy as soon as a diagnostic error is suspected, including doing 

one’s own research and discussing the possibility with one’s provider. Further, taking new or 

troubling symptoms seriously instead of writing them off as normal or nonmedical may help 

some patients to better access an appropriate diagnosis. Both patients and providers would 

benefit from attempting to identify instances in which symptoms may be misattributed to 

nonmedical causes, such as stereotypes about ethnicity or gender or stressful lives. Calling 

attention to such bias and developing programs to reduce such bias would benefit patients, 
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providers, and the health care system, as care would be delivered more effectively and 

efficiently. 

 

6.5 LIMITATIONS AND FUTURE DIRECTIONS 

 While this dissertation makes several important contributions to the sociological 

literature, it is not without limitations. First, the sample is from a unique group of patients who 

have decided to join an online community for their health condition, and who have agreed to tell 

their story in a public interview. Therefore, the findings in this study may be influenced by the 

social characteristics and experiences unique to this group of individuals. This means that the 

perspectives of those who do not join such groups and who do not wish to share their lives 

publicly are not represented, and any variations among that group are not captured. Future 

research could use a clinic-based sample to explore the diagnostic process for people with 

Cushing’s or another rare disease with ambiguous and stigmatizing symptoms to understand 1) 

whether their experience differs from those who choose to make their story public, and 2) 

whether there are differences in illness meanings for those who choose to share versus not share 

their story publicly.  

Second, this sample does not include people who never seek help or never suspect a 

diagnostic error. These groups would be nearly impossible to identify, yet their experiences are 

likely to overlap with the experiences of this sample in some respects. For example, they are 

likely coping with burdensome symptoms that have undermined their identity as a healthy person 

or redefined their identity from that of a healthy person who has not yet pursued a medical 

solution, perhaps due to the stigmatizing nature of their physical symptoms. Further, the 

observation that identity deflection can prevent recognition of a diagnostic error suggests that 



211 
 

there are other individuals out there who have completely rejected the possibility of having a 

medical problem at all and have thus shunned medical help-seeking. 

Third, the nature of the data -- an archival data set with a nonstandard interview guide 

executed by a patient-advocate rather than a tightly-designed research interview designed to 

capture specific targeted information -- means that there are some missing or incomplete points 

in the findings. One example is a lack of data on the strategies patients use to persuade 

physicians that they may have made an error.  However, despite such unavailable information, it 

is clear that the recognition of a gap between individuals’ persistent or worsening symptoms and 

their alleged diagnoses seems to be key in suspecting error. The transition from being diagnosed 

and seeing no improvement in symptoms to strongly suspecting that one has been misdiagnosed 

would need to be verified in future research, for example, in systematic interview studies led by a 

researcher with people who suspect or have confirmed they have been misdiagnosed.  

Fourth, very little information was available regarding guests’ sociodemographic 

characteristics. This meant that it was not possible to fully explore the effects of social, 

economic, or other status privileges on the diagnostic process, although these effects could be 

inferred from the wealth of literature about the effects of such resources on health care quality 

and outcomes (Andersen and Newman 2005; Lutfey and Freese 2005; Turner and Lloyd 1999). 

Future research should measure and evaluate the impact of these factors on the possibility that a 

diagnostic error is recognized and resolved, and on how individuals manage their health after 

diagnosis for Cushing’s or other medically-legitimated diseases with similar features of 

ambiguous and stigmatizing symptoms. 

Fifth, the effect of illness identity changes in different settings was not addressed by this 

research. A future project should explore how the meaning of the illness identity unfolds in 
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different contexts, such as the workplace, as a diagnostic error is suspected and resolved. Prior 

research suggests that among people with a chronic illness, perceived identity threat in the 

workplace (the idea that others hold negative attitudes toward them) was related to increased 

psychological strain and decreased self-perceived work ability (McGonagle and Barnes-Farrell 

2014). It is unclear whether perceived identity threat might happen at the different stages of 

recognizing a diagnostic error, resolving that error, and living with the diagnosis, and if it does, 

what the consequences of that perceived threat might be. It may be that those who are 

misdiagnosed feel especially high workplace stigma and high threat to their professional identity 

when their visible, stigmatizing symptoms are not legitimated. This may be resolved when they 

are diagnosed. This could be observed by either interviewing patients retrospectively from their 

ultimate diagnosis, or by comparing groups of individuals who are attempting to resolve a 

diagnostic error with those who have resolved the error. 

Sixth, while the importance of social networks was highlighted in terms of resources that 

could affect the chance of reaching a correct diagnosis and for coping with the new illness 

identity, the actions taken within these networks was not explored. Future research should 

examine what it is that network members do to facilitate or impede progress toward a diagnosis. 

For example, a friend or family member who views someone as a hypochondriac may provide 

different support from one who views them as legitimately ill but perhaps mis-labeled by their 

doctor as being healthy. Understanding how these factors affect the provision of support and the 

actions taken toward or away from medical help-seeking would help to further expand the 

understanding of how social networks matter in the resolution of diagnostic error. 

Finally, the physician’s perspective has not been included in this work. Future research 

should explore how physicians view the complex diagnostic process for a rare disease with 
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ambiguous and stigmatizing symptoms. While the literature on diagnostic uncertainty has 

partially addressed this issue with the observation that doctors do incorporate uncertainty in their 

diagnostic process and the recognition of confirmation bias in misdiagnosis, the process of 

resolving a misdiagnosis has not been adequately theorized.  One way that future research could 

approach the physician’s perspective is to explore the role of the “medical gaze” in diagnosis 

(Foucault 1975; Malterud 1999). The medical gaze describes the tendency of doctors to focus 

only on what they believe to be biomedical aspects of a patient’s story. Certain symptoms that 

are thought to be nonmedical in nature, for example, weight gain in a woman who says she has 

been feeling stressed, may be invisible to the medical gaze, ascribed to behavioral or character 

problems rather than to a biological cause. The medical gaze could help to explain the 

circumstances under which diagnostic error is less likely to be resolved, for example, when 

women’s symptoms are deemed normal parts of the hormonal changes of the menstrual cycle 

rather than biologically relevant to a diagnosis (Malterud 1999).  The medical gaze could be 

examined using a vignette approach, where doctors are provided vignettes for patients with 

identical symptoms, but the patient’s gender is changed, or context is changed, for example, 

including information about menstrual cycle irregularities vs. not. A better understanding of 

which factors are considered in the context of the medical gaze for a rare disease with ambiguous 

and stigmatizing symptoms could lead to strategies that could help doctors overcome these 

human tendencies that have the potential to cause patient harm. 

Rare diseases with ambiguous symptoms are costly to patients in multiple ways (physical 

and emotional suffering, the stress of uncertainty, major expenses) and costly to the medical 

system in terms of expensive testing, hours spent in repeat visits, and even the loss of patients’ 

trust.  Misdiagnoses generally have been overlooked as a focus of study.  Better understanding 
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how misdiagnoses happen, how they are discovered, and how they can be resolved is important 

in the study of service utilization processes.  By examining the process of discovering and 

resolving diagnostic error from the patients’ perspective, this dissertation provides one hopefully 

big step in that direction.   
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APPENDIX A – ACCESS LETTER 

Dear Ms. O’Connor, 

 

My name is Kristina Simacek and I'm a PhD candidate at Indiana University studying 

Medical Sociology.  I'm currently working on my dissertation which examines how a person's 

identity is affected both by the experience of having a rare illness and by the process of getting 

an accurate diagnosis.  I'm particularly interested in Cushing's syndrome because it is rare and 

can take a long time to accurately diagnose, and because the symptoms themselves can impact a 

person’s identity.  I would love to talk to you about the research I plan to do and to get your 

feedback. 

Several years ago, a close friend of mine was diagnosed with Cushing's Syndrome after 

about 10 years of experiencing symptoms and several misdiagnoses.  She eventually had surgery 

on her pituitary gland and is doing much better, though she suspects she may still have a cyclic 

form of Cushing’s.  Her experience showed me that the research on medical help-seeking seems 

to ignore how complex help-seeking can be when someone is grappling with a rare or difficult-

to-diagnose health condition.   

I came across your website while looking for answers to the question of whether my friend’s 

experience was typical, and I was intrigued by the stories and interviews you have posted there 

about personal journeys with Cushing’s.  From those stories, it seems like my friend’s experience 

is fairly common, and that many people suffering from Cushing’s spend years searching for 

answers.  I think it's really important to learn from these stories in order to raise awareness about 

Cushing’s syndrome and the journeys people go through to get appropriate help. 
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As I continue developing my dissertation, I would love to get your input on my research 

questions and how I can best represent the experiences of people with Cushing’s. Would you 

have some time in the near future to speak with me? 

  



231 
 

APPENDIX B – E-MAIL FROM LAW PROFESSOR, FRED H. CATE 

Kristina, 

I teach at the law school in Bloomington and also, along with Eric Meslin (who is copied 

and is a distinguished ethicist) co-direct the IU Center for Law, Ethics, and Applied Research in 

Health Information. We have done some work (along with another one of our co-directors, Stan 

Crosley, former Chief Privacy Officer at Lilly) with Jamie Heywood in the past and, in fact, are 

inviting him to give a talk at IU this spring, so I am interested in your work and what you are 

doing with PatientsLikeMe. 

From a legal perspective, it seems clear that you are free to use the recordings. There doesn’t 

seem to be any privacy interest since the subjects have already agreed to their being made public 

online. There plainly isn’t any intellectual property interest, especially since I assume you are not 

copying and redistributing the recordings but rather relying on them for your dissertation. And I 

didn’t see anything on the Cushing’s website that would suggest contractual terms (which would 

most likely be unenforceable anyway) that would restrict this use. 

As a matter of good etiquette, you obviously want to identify the source and give credit to 

the interviewer and the interview subjects, but I assume you would do that anyway. 

I don’t see any ethical issues either, but I will defer to Eric on that subject. 

Good luck, and don’t hesitate to let me know if you have any other questions. Fred 

_____________________________________________________________________ 
Fred H. Cate | Distinguished Professor and C. Ben Dutton Professor of Law 
Director | Center for Applied Cybersecurity Research | www.cacr.iu.edu 
Director | Center for Law, Ethics & Applied Research in Health Information 

| www.clearhealthinfo.iu.edu 
Indiana University 
211 S. Indiana Avenue | Bloomington, IN 47405 | tel 812 855-1161 | fax 812 855-

0555 | fred@fredhcate.org 

http://www.cacr.iu.edu/
http://www.clearhealthinfo.iu.edu/
tel:812%20855-1161
tel:812%20855-0555
tel:812%20855-0555
mailto:fcate@indiana.edu
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APPENDIX C – INTERVIEW GUIDE FOR MARYO 

Introduction: 

Hello, this is Kristina Simacek from Indiana University. Is now still a good time to talk? 

Good. Thanks again for taking the time to talk to me about your work in Cushing’s 

advocacy. Before we begin, would you mind if I record the interview, so I can refer to it later for 

my records? 

Great, thanks. [turn on recorder] Can you please confirm that you have read and agree to 

study information sheet I sent you about this study? 

Thank you. Ok, let’s begin. 

Topic Questions 
Introduction and 
background 

To start out, could you give me the 5-minute version of your Cushing’s story? 
 
And how are you doing now? 
 
What made you get involved in advocacy work for Cushing’s? 
 
Why did you start the websites? 
 
How much time would you say you spend on your Cushing’s Help websites and 
social media in a week? A month? 
 
Thinking of all the activities and websites you maintain for Cushing’s, how 
much money do you think it costs to run everything in a year? 
Follow up: Are you able to cover much with donations? 
Have any drug companies or other organizations contacted you about 
financially supporting or sharing content on your websites? How do you feel 
about that? 
 

Podcast 
Production 

Now I’d like to ask you some questions specifically about the CushingsHelp 
interviews you create.  
 
What made you want to start recording interviews and putting them out 
there? 
 
How do you decide who to interview? 
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Selection of 
topics 

How do you decide which topics to talk about with each guest on the show? 
 
Do you decide on questions before the interview starts? 
 

Perspective on 
diagnosis 

You’ve talked to a lot of people about the process they went through to get 
diagnosed with Cushing’s. How big of a problem would you say that 
misdiagnosis is for Cushing’s? 
 
There’s no way for researchers to estimate how many people with Cushing’s 
actually wind up getting diagnosed. If you were to take a guess, thinking of all 
the people who probably have Cushing’s, what percentage do you think 
actually get a Cushing’s diagnosis? 
 
Based on all of the people you’ve heard from, how long do you think it takes 
people to go from the early symptoms of Cushing’s to the time they get a 
diagnosis? 
 
How do you think the Affordable Care Act/Obamacare has affected people 
with Cushing’s? 
 
What would you say is the biggest barrier to getting a diagnosis for Cushing’s? 
 
What do you think is the most important thing people can do if they suspect 
they have Cushing’s but have been misdiagnosed? 
 
 

Finale Do you have any questions for me? 
 

Thank you so much for taking the time to speak with me today. You’ve given me a lot to 

think about and helped me better understand what you’re trying to accomplish with the 

Cushing’s Help resources for patients.  

[turn off recorder] 
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APPENDIX D – ALTERNATE SOURCES OF CUSHING’S QUALITATIVE DATA 

To locate other data sources that could potentially be used to supplement or replace the 

podcast data proposed for this study, a literature review was conducted. Google Scholar was used 

to conduct the search because it includes both biological and social science articles and books, 

any of which could have a potential data source. The following search terms were used: 

Cushing's interview, Cushing's qualitative, Cushing's experience, Cushing's questionnaire, 

Cushing's survey, Cushing's dialogue. Studies were included in the final list if they used 

qualitative methodology in any part of the study and had any amount of qualitative data from 

Cushing’s patients and were published in the last 10 years. Ten articles were identified (Table 

D.1).  

Table D.1. Studies using any qualitative data with Cushing’s patients. 

 Study Sample Size Method Country(ies) 

1 Alcalar et al. (2013) 40 Cushing's. 40 
healthy controls 

Beck Depression Inventory, SF-
36, multidimensional body-self 
relations questionnaire 

Turkey 

2 Badia et al. (2014) 7 studies HRQoL, Tuebingen CD-25 

Spain, 
France, 
Germany, 
Netherlands, 
Italy 

3 Milian et al. (2012) 63 Cushing's, 1784 
healthy Controls 

Tuebingen CD-25, interviews 
with patients, pre- and post- 
operative questionnaires 

Germany 

4 Pikkarainen, Sane and 
Reunanen (1999) 74 w/Cushing’s 

Analysis of patient records, 
questionnaire re: symptoms 
before and after treatment, 
QoL 

Finland 

5 Sonino et al. (1993) 66 w/Cushing's 

Semistructured interview for 
Depressive symptoms based 
on Paykel's Interview for 
Depression 

Italy  

6 Sonino, Fava and 
Boscaro (1993) 

66 Cushing's, 66 
control 

Paykel's Interview for Recent 
Life Events Italy 
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7 Sonino et al. (1988). 30 w/Cushing’s Paykel's Interview for Recent 
Life Events Italy 

8 Starkman et al. (2001) 48 w/Cushing’s Cognitive interviews US 

9 Mattoo et al. (2009) 18 Cushing's, 22 
Controls 

"cross-sectional assessment" 
re: sociodemographic and 
clinical profile, life events, 
social support, QoL, coping 
mechanisms, psychiatric 
morbidity 

India 

10 Webb et al. (2008) 125 w/Cushing’s survey; Cushing's QoL and SF-
36 

France, 
Netherlands, 
Germany 

There is a dearth of true qualitative analyses that have been published about Cushing’s 

syndrome. All identified studies emphasized quantitative approaches to analyzing qualitative 

information about symptoms, with many looking to build or validate a patient-reported outcome 

measure, and no studies were found that used a strictly qualitative approach. That is, the use of 

qualitative information in these studies was incidental and used for a quantitative outcome, such 

as development of a measure. In addition, only one study was from the United States, presenting 

a language barrier and potential confounder of health care system differences accounting for 

experiences. The one study that was conducted in the US (Starkman et al. 2001) used cognitive 

interviews, focused on a clinical assessment of verbal and nonverbal cognitive abilities  that may 

be associated with elevated cortisol levels found in Cushing’s. None of the studies was likely to 

have any useable in-depth qualitative information on the diagnostic process experienced by 

patients, necessitating the use of a different data set. 
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