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Abstract

Patient-reported Clinical Care Experiences while Navigating the Progression of Dysferlinopathy
(Limb-Girdle Muscular Dystrophy 2B/R2)
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Chair of the Supervisory Committee:

Todd Edwards
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Dysferlinopathy is an ultra-rare, autosomal recessive form of limb-girdle muscular dystrophy
(LGMD) with no existing treatments or disease-specific clinical care guidelines. Efforts have
been made to prepare for future interventional trials of dysferlinopathy through preclinical
research, natural history studies, outcome measure development, diagnostic standardization, and
a disease-specific global patient registry known as the Dysferlin Registry. However, activities to
de-risk drug development programs for the disease have neglected to explore the clinical
experiences of individuals with the condition. Knowing what matters most to individuals with
dysferlinopathy surrounding their clinical management can inform key opinion leaders as they
develop the first standards of care guidelines for the condition. Here, we explore themes from
interviews with eight participants through a qualitative, phenomenological framework with key
findings suggestive of the need to educate the clinical communities, humanize clinical
approaches, customize care, and utilize trauma-informed clinical communication with the

dysferlinopathy patient community, facilitating productive clinical engagement.



Introduction

Dysferlinopathy, a form of limb girdle muscular dystrophy (LGMD), is an ultra-rare-orphan
disease of autosomal recessive inheritance caused by mutations in the DY SF gene (Bushby,
1999). It was initially classified as LGMD2B, then renamed LGMDR2, and has also been named
Miyoshi myopathy type 1 (Straub, et al. 2017, Liu, et al. 1998). The condition is associated with
a lack of the dysferlin protein, which negatively impacts specific skeletal muscles, typically
beginning in the teenage or early adult years after a healthy, active childhood. While not known
to affect life expectancy, it slowly progresses to the point that an affected person needs assistance
accomplishing fundamental activities of daily living such as walking, standing, rising from a
chair, moving the legs, raising one’s arms, full use of feet and hands, turning over in bed, using

toilets, grooming, and feeding (Moore, et al. 2019).

Unfortunately, with no treatments available or any agreed international care standards for the
disease, there is only minimal clinical guidance available to healthcare professionals or to
patients navigating this devastating form of LGMD. Additionally, the condition qualifies as an
ultra-rare-orphan disease, which is fewer than 20 patients in a population of one million
(Saredella, et al. 2018). The exact prevalence has not been established. This has called for
dedicated research and advocacy efforts to support dysferlinopathy preclinical research, patient
identification, the development of diagnostic standards, the collection of natural history data, and

the identification of disease-specific outcome measures in preparation for future clinical trials.

In 2005 the Jain (Family) Foundation was launched, with a mission to identify treatments for

dysferlinopathy, as no treatment or disease-modifying clinical protocols were in place. In



addition to leading preclinical and clinical studies of dysferlinopathy, the Jain Foundation has
developed a global disease-specific patient registry known as the Dysferlin Registry (DR) to
support successful patient recruitment, community centralization, targeted communication,
research, and the de-risking of drug development programs. Still, until recently, individuals with
dystferlinopathy have not had many opportunities to directly contribute to working groups aiming
to develop the first clinical care guidelines specifically for dysferlinopathy. In 2021, efforts were
initiated by a clinical working group led by a core group of global key opinion leaders (KOLs)
supported by the Jain Foundation and the European Neuromuscular Centre (ENMC). The KOLs
began to develop standards of care guidelines specifically for dysferlinopathy (SOCD) and an
important question arose: how can KOLs know what health concerns are most important to
individuals with dysferlinopathy if their lived experiences are not well represented among

exploratory clinical conversations?

Minimal literature specific to the views of the dysferlinopathy patient community exists. The
Jain Foundation funded a natural history study, called the Clinical Outcome Study for
Dysferlinopathy (COS), which included patient questionnaires and an analysis comparing the
results from multiple patient-reported outcome measures (PROMs). The COS study investigators
recorded patient reporting instrument data such as the activity limitations for patients with upper
and/or lower limb impairments (ACTIVLIM) and the Individualized Neuromuscular Quality of
Life Questionnaire (INQoL) with the clinical assessments being explored in the study (Mayhew,
et al. 2022). This work successfully articulated change over time that was synergistically
captured through the ACTIVLIM PROM and the functional outcomes measured using the North

Star Assessment for Dysferlinopathy (NSAD; now also referred to as the North Star Assessment



for limb-girdle like muscular dystrophies). These findings suggested that the NSAD assessments
could be structured into a study in concert with the ACTIVLIM PROM, creating trial designs
that utilize a disease-specific clinical assessment framework relevant to the activities of everyday
life of individuals with dysferlinopathy. However, a deeper understanding of the essence of the
clinical experiences of individuals living with the progressive muscle disease has not been
documented. Could communicating the patient view to healthcare professionals improve rates of

retention in future trials?

Additional literature explores examples of current structures for developing standards of care that
were determined to be inappropriate for developing clinical guidelines for rare diseases (Pai, et
al. 2015). Evidence-based methodologies are well documented and can be utilized when
developing care guidelines for common diseases (Pai, et al. 2019). Rare diseases are notoriously
understudied, and diagnostically non-linear. Clinical studies of rare diseases are often
underpowered, with little structured data on the natural history of the disease. These factors
create significant barriers to achieving the level of rigor needed to support clinical care

recommendations for rare diseases.

Case studies for specific rare diseases have been compared to evaluate the role of patient
perspectives in developing standards of care (van Breukelen, 2016). While these efforts are an
important beginning, a significant limitation is that the patient/caregiver perspective was
gathered and summarized by advocacy professionals, rather than coming directly from patients.
Perspectives directly from patients can identify barriers, communication needs, and gaps in care.

This can enable healthcare professionals to develop guidelines that support caring for patients in



ways that are meaningful to them. Various publications emphasize the need to scaffold the
development of standards of care guidelines for rare diseases using methodologies specific to
rare diseases (Pavan, et al. 2017, Kremp, et al. 2012, Sejersen, et al. 2014). However, patient

voices are missing components within the proposed development strategies (Pai, 2015).

It has been observed that outcome measures used by rare disease drug developers do not always
assess what matters most to the patients (Morel, et al. 2017). Surrogate biomarkers may be able
to demonstrate efficacy in a clinical trial of a novel therapeutic, but will patients agree that this
justifies the risks involved in taking the treatment? How can governmental regulatory boards
make such determinations without knowledge of the experiences of individuals living with rare
diseases like dysferlinopathy? Documenting and disseminating the perspectives of individuals
with dysferlinopathy has the potential to inform future study design and support regulatory

decision-making, in addition to supporting the development of standards of care.

Methods

The study was conducted using an observational, qualitative methodology following a
phenomenological design framework, utilizing semi-structured, in-depth interviews, which were
transcribed and analyzed following Interpretive Phenomenological Analysis, IPA (Groenewald,
2004, Braun/Clarke, 2006). IRB exempt status was approved with category 2 designation from

the University of Washington, Human Subjects Division.

Eligibility criteria specified that participants must have genetically confirmed dysferlinopathy, be
at least 18 years old, and reside in the United States. Participants were recruited directly from the

following purposive sampling practices (Moser, et al. 2018). The DR is curated by the Jain



Foundation and is inclusive of individuals who have a genetic diagnosis of dysferlinopathy
totaling 1,015 individuals worldwide as of June 7, 2022 (325 registry members live in the U.S.).
The purposive sample strategy involved identifying registry members in the U.S. with diverse
representations of gender, ancestry, and age, alongside a unifying genetic diagnosis of
dysferlinopathy. A total of eight participants were recruited and individually interviewed in
approximately one-hour-long interview sessions, using video recording. One participant chose to
have their interview by phone which was recorded through the same video platform with audio

being sourced by a phone.

Interviews were semi-structured, and flexible, with nearly 100% of the questions left open-
ended, allowing deeper exploration into the topics that the participants focused on when
describing their clinical experiences. Only the interviewee and the researcher were present
(remotely, by video). Interviewees were offered the opportunity to have a support person present
during the interview, which none elected to do (Noon, 2018). The interview methodology was
structured by centering the conversations around the clinical experiences of the individuals and
what they feel is important to be addressed prior to, during, and post muscular dystrophy-related
exams. Participants were asked about their experiences in neurology clinics, their diagnostic
journey, what tests were available, whether additional educational materials were offered and
explained, whether their care team offered them access to genetic counseling, how prognosis and

progression management was addressed, and whether advocacy materials were provided.

The interview process utilized a funneling technique, beginning with broad questions, and
progressing to more specific questions related to the aims of the study (Smith, 2006). The

interview guide is provided in Appendix A and the question template is shown in Table 1 below.



Table 1. Prepared interview questions

Access to care Will you share your experience accessing supportive services related to
dysferlinopathy?

Current clinical | Do you currently have a care team?

care

Frequency of How often do you receive clinical care?

care

Prognosis How have you accessed guidance about caring for yourself as the disease
has progressed?

Education What are your thoughts about being offered educational materials about
dysferlinopathy at your clinic visits?

Barriers Is there any care that you feel is not addressed in clinic visits?

Assistive What is your experience with using assistive devices?

Devices

Mental Health Have you experienced stress and anxiety related to dysferlinopathy?

Genetic Will you describe the pattern of inheritance of dysferlinopathy and how

counseling you learned about it?

Advocacy Have you connected with other people who have dysferlinopathy?

Physical therapy | Have you tried any physical therapy or occupational therapy?

Falls Have you experienced any falls?

Injury Do you experience any injuries related to dysferlinopathy?

Insights Are there any other clinical experiences you would like to share?

The audio portion of the recordings was manually transcribed by the same researcher who
conducted the interviews. Researcher notes were taken separately during the transcription
process, and bracketing reflections were performed before and after interviews (Lowes, et al.
2001). After the interviews were transcribed, the transcriptions were read, and interview
language was highlighted. The transcriptions were read again while notes were taken to the right
of the transcription text in the margin. This process was repeated once (Alase, 2017). There were
165 pages of transcriptions produced which were re-read and annotated. Themes were identified
in the descriptive summaries, itemized, categorized, subcategorized, and connected developing a
table of themes following the order of the interview using page numbers and quotes (Pietkiewicz,
et al. 2012). Main themes and sub-themes from the thematic framework were identified, named,

and defined. Lastly, the superordinate themes were analyzed and explored using reflective notes



in a journal, and inferences were drawn through the researcher’s interpretation (Noon, 2018).
The phenomenological methods of interviews, transcriptions, recorded insights, thematic coding,
and interpretive analysis, were intended to contextualize the participant’s lived clinical

experiences.

The intention of the interviews was to gather unique details and information about clinical care
experiences specific to the circumstances and psychology of the participants while exploring any
potentially universal themes. Themes that correlated to the prepared interview topics were
recorded. Later, themes were explored beyond the structure of the interview topics to create
subthemes based on the specific experiences shared beyond the structure of the prepared
questions (Tables 2-5). Thematic mapping-flow illustrations were created for each interview and

are shared in the discussion (Figures 1-2).

Results

Individuals represented multiple genders, non-Latino white and black, indigenous, and people of
color (BIPOC) communities, and ages ranging from 22-67. All participants had genetically
confirmed dysferlinopathy. The years since muscle weakness was first noticed by the participants
(symptomatic onset) ranged from 3 to 27 years of living with disease manifestation. All but one
of the participants regularly see a neurologist. The individual without a neurologist shared that

participating in COS has provided surrogate neurological care.



Four of the participants could walk with and without assistance while the other four were using a
powered wheelchair at the time of the study. Some of the participants had experienced disease
progression beyond weakness in their hips and legs, with weakness moving into their shoulder
girdle musculature, not allowing them the full use of their arms. Other participants were in
earlier disease stages, experiencing changes to their gait, difficulty walking up stairs or getting
up from a chair or the floor, difficulty navigating inclines or curbs, or standing for extended
periods of time. All participants shared that over the years they have been learning how to safely

navigate the progression of symptoms through trial and error.

Participants articulated that there are aspects to their experiences as individuals with
dysferlinopathy that can produce feelings of confusion, isolation, fear, and anxiety. There were
testimonies of a general deficit of support, lack of knowledge, and accessibility barriers related to
interview questions about prognosis, progression, and available clinical care. Themes of trauma,
anxiety, pain, mental health, barriers to accessing support and the need to self-educate were
expressed multiple times in different contexts during the interviews. Tables 2-4 below visualize
the themes identified through the interview transcriptions as they correlate with the subjects
addressed in the interview questions (Table 1). These subjects included: access to care, current
care, frequency of care, prognosis, education, barriers, assistive devices, mental health, genetic

counseling, and advocacy.

Themes beyond those addressed through the prepared interview questions arose in the form of

subcategories that included unmet needs of clinical care, psychological vulnerabilities,



connections, and navigating the progression of the condition. These subcategories and the themes

that correlate with each of them are listed in Table 5 below.

Table 2. Themes correlated with prepared interview categories. Categories are listed in bold
along the top row of the table. Themes that corresponded to the categories are listed vertically
below the categories they are connected to, in no specific order.

Access to Care | Current Care Frequency of Prognosis Education
Care
Need Options Dehumanizing Annual Confusion Self-education
Look for Pointless Through studies | Frustration Trial and Error
connection
Long winding Re-traumatizing | Choosing Anger Personal
road alternative Experiences
providers (not
neurologists)
Revolving door | Not worth it PT provider Shame Patient to patient
of clinicians critical
Transportation No answers Depends on Pain Rely on
relationship Advocacy
Cost Focused on Do not attend Milestones Personal effort
weakness clinic
Need for self Needs No Details Role reversal
advocacy Customizing educating
doctors
Need Trauma
relationship with
clinicians
Low Safety
expectations

Table 3. Themes correlated with prepared interview categories. Categories are listed in bold
along the top row of the table. Themes that corresponded to the categories are listed vertically
below the categories they are connected to, in no specific order.

Barriers Assistive Mental Health | Genetic Advocacy
Devices Counseling

Mental health Trial and error Fear Not needed or Transformative;

status relevant always | Life-Changing




Depends on the | Vital Anxiety Feel confident Learning from
stage of in understanding | other patients
progression
Finding Independence Isolation Accessible Access to
resources Resources
Anxiety Self-identity Protective Not relevant Support system
Low Barrier to Overwhelming Connection
expectations accessibility
Lack of Exhausting Comradery
specifics
Selective about Perspective
social choices

Table 4. Themes correlated with prepared interview categories. Categories are listed in bold
along the top row of the table. Themes that corresponded to the categories are listed vertically
below the categories they are connected to, in no specific order.

Physical Falls Injury Insights

Therapy/OT

Instrumental Terrifying Beginning of the end | Goals are important

of ambulation

Essential Hyper-vigilant Anxiety Reframe outlook

Too busy Agony Prevention Constantly changing
and learning

Not needed Isolation Isolation Mental health is a
process

Can be a strong Retreat from Trauma Need collaborative

advocate activities clinical relationships

Helps with Constant concern Hypervigilance Clinical

troubleshooting communication

efforts needed

A burden to access
PT

Mental paralysis

Clinics to offer
access to assistive
devices to try before
purchasing

Customized

Vulnerable

Clinicians can
facilitate patient
empowerment

Need different focus
with conversations in
the clinic
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Table 5. Subcategorized themes beyond the prepared interview structure (partial list).
Themes correlated with interview categories beyond the prepared interview structure. Categories
are listed in bold along the top row with the themes that corresponded to the categories listed
vertically below, in no specific order.

Unmet needs in
clinical care

Psychological
vulnerabilities

Connections

Navigating
progression

Dehumanizing
clinical engagement

Hypervigilance due
to fear of falling

Can be life-changing
and transformative

Information needed

Non-accessible
facility furniture

Not having peers to
learn from and
support

The mentality of
others/influencers is
critical

Trial and error can be
traumatic

Lack of educational
structure

Carry the burden of
symptoms, fear, and
the unknown, alone

Support system needs
are critical

Comparisons to
others can cause
internalized pain

Missed opportunities
to facilitate advocacy
connections

Self-identity

Need to feel
connected for future
trial recruitment

The resilience of the
individual goes
unrecognized

Lack of resources
offered or shared

Grieving loss of
abilities

Teamwork among
care teams important

Reframe transitional
ambulatory choices

Discussion

Connection and Engagement

Despite clinical examinations providing opportunities for connection and care, there are clinical
difficulties facing both patients and clinicians involved with dysferlinopathy. The lack of widely
available information and clinical guidance predisposes the clinical experience to be challenging.
Without proper education and training for the medical staff, patients can experience
counterproductive appointments where they leave the medical center feeling deflated and
without support. Three of the participants in this study articulated that their neurology
appointments feel “pointless”. Four participants shared that the inconsistency of clinicians’
advice, the lack of specific guidance on prognosis and care, and the little understanding of

disease mechanism, when combined with the toll that the appointments take on them,

11



outweighed the value they might receive from clinical examinations. This major finding must be
prioritized; without individuals willing to be physically in the clinic, progress cannot fully reach
the intended audience. It is common for advocacy leaders to learn that people with
dysferlinopathy stop attending neurology appointments indefinitely. Nevertheless, the
dysferlinopathy patient community has proven willing to partner in progress through studies
related to understanding the disease pathology, developing disease-specific outcome measures,
partnering with other LGMD advocacy organizations, sharing and re-sharing personal
experiences, as well as mentally and physically showing up to support the furthering of progress

for people who are impacted by dysferlinopathy.

Other findings iterated in variation across the interviews were the desire to receive disease-
specific guidance to be offered reciprocal communication approaches, and to have their care
needs to be addressed holistically (mental health, connecting with peers, multidisciplinary
offerings, access to support, educational events). Despite the call for multidisciplinary care, all
but one of the participants remained consistent in their desire to maintain a regular relationship

with their neurologist.

Mental health support and clinical relationships

In 2009, Caroline Huyard (2009) published study findings that illustrated mental health
implications for individuals with rare diseases. Of note was the finding that the mental health
needs of an individual with a rare disease are unique and differ from those of people who do not
have a rare disease. The study results suggested this was key, specifically surrounding clinical

care tasks such as providing a diagnosis, education, and ongoing care.
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One of the participants in this study shared the negative mental impacts following their clinical
experiences due to the way their neurologist responded to their progression with surprise; and
what the individual perceived as a shocked reaction by their neurologist during a routine visit.
The individual had been seeing the same neurologist for 18 years at the time and yet, there was a
significant disconnect between the clinician’s understanding of the patient’s individual pattern of
progression, the personal process involved in their decision to transition using a wheelchair, and
the fact that the examination table in the clinical exam room was no longer accessible for the
individual. Rather than anticipate and accommodate the physical changes that are expected with
the progression of dysferlinopathy, the reaction of the clinician was perceived as a surprise. This
occurred when the patient shared that they had decided to begin using a wheelchair and that they
could no longer climb up onto the exam table. The individual shared how this clinical experience
occurred multiple times and was retraumatizing, ultimately contributing to internalized shame
that their muscles had become weaker over time. The individual shared that there had already
been years of personal experiences that led to their decision to use assistive devices and that the

decision itself was one of the most significant decisions they have ever faced.

The clinician’s response to the progression confused and angered the patient since the
neurologist should be anticipating the weakening of muscles as there are no treatment options
available. In contrast to the clinician’s reaction, this individual shared how personally
empowering it was when they decided to use a wheelchair and fully participate in life again. The
impact of chronic disappointment during clinical exams, being repeated annually, and over

decades, resulted in this individual dreading their annual exams. How could this individual’s care
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team have supported them through their transition from being ambulatory to using a wheelchair

full time?

For decades there has been documentation that productive communication between patients and
their clinicians can contribute to positive outcomes for the patient (Kaplan, 1984, Hall, 1988,
Stewart, 1995, Oliveira, et al. 2015). And, that trauma-informed clinical care is essential in
certain settings (Green, 2015). This example of disconnection is one of the multiple examples
shared by this participant and others surrounding the theme of disconnection with clinicians.
There have been missed opportunities to positively impact the patient’s experience of navigating
the disease progression. However, opportunities arise through insights offered by the participants
such as connecting individuals with peers and helping to troubleshoot, prepare, and empower the
individual to reframe how they plan to approach their life circumstances over time. All but one of
the participants shared a variety of examples of clinical experiences that lead them to feel that

o«

their neurological exams were “pointless”, “disappointing”, ‘‘frustrating” and insensitive.

Insights from the individuals with dysferlinopathy

Insights shared by the participants included suggestions to treat the patients as whole people--not
defined by the condition, to focus on solutions, strive to practice reciprocal clinical
conversations, and partner with patients to help them navigate the disease progression. Care
plans can be customized based on the unique, changing needs of the individual. Participants gave
examples of experiences when it was important that their clinician actively listen to them and,

ultimately work as a team with other providers to support successful access to physical and
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mental therapy, occupational therapy, educational opportunities, and help patients connect with

peers if desired.

A thematic summary map from one interview is shown below in Figure 1 (labeled interview

number 4 of the 8 interviews). The pathway of themes followed the participant’s interview story

(transcriptions) to create a map that can illustrate the ways their experiences lead to

dysfunctional clinical relationships. The thematic map from the fourth interview is shown below

in Figure 1. Thematic maps for all the interviews can be found in Appendix B.
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Thematic Mapping: Interview 4
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Re-traumatizing

Fig.1 Thematic mapping from Interview #4. Coding from the interview is listed on the left with blue arrows
indicating the order in which the codes followed the interview. The red text represents reflections made during the
data analysis with arrows pointing to corresponding themes articulating how they developed. Codes and interview
interpretations on the right have arrows pointing in the order of the experiences as they were described as well as
arrows that reflect the evolution of the experience and takeaways from the interview. The text in the red box is
representative of a positive experience and what influenced it.

Individual accounts of disappointment with clinical care were shared across all interviews and

still, there was a universal expression of feelings of gratitude and acknowledgment among the
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participants that it is challenging to give a set timeline of progression given the rarity of the
condition. Opportunities for improved clinical care came up in conversation surrounding the
focus of the conversation during examinations. Individuals shared that it feels counterproductive
to have the provider tell them that they are getting weaker during a neurological exam when they
already know firsthand how their muscles are changing. Another approach could be to focus on
how individuals are coping, ways that they can care for their body, prescribing therapy sessions
of mixed disciplines, and recording the progression of weakness in the chart without making it

the focal point of the examination.

Additionallya , lack of consistency among providers can take a toll on individuals with
dysferlinopathy. Participants shared that they feel the desire to help teach new providers about
the disease but also feel like a “lab rat” or “guinea pig” and are not treated as a whole person. It
can feel as though they are defined by the disease rather than the unique individual that they are
when the providers speak about them as if they are not in the room as they work to describe the
individual’s phenotype during assessments. Teaching hospitals and clinics could take extra care

to offer private examinations or work to balance privacy within the context of teaching.

One participant who sees a neurologist at the Veterans Aftairs (VA), where there are clinical
rotations, described their clinical examinations as dehumanizing. “They're looking at me like a
scientific study. They're not looking at me like a human being. They are like, oh yeah, this guy's
got this weird thing. And, you know, I didn't get the sense that they were in tune with what this is
like. It's my life. This is what I'm dealing with. I'm not on a hamster wheel. I'm a person. [ am a

human being." Educating clinicians about this perspective could support the clinical staff in

16



making appropriate conversational choices during clinical examinations with and help them to
modify the ways they conduct peer-to-peer discussions. The individual shared feelings of duty
surrounding the need to study the condition and support clinical understanding. However, the
experience was invasive and insensitive, furthering the individual's negative association with

general neurological examinations.

Figure 2 below offers another visualization from a different interview and notes another pathway
to understanding the essence of the individual's clinical experiences. This map includes quotes of

the participant in red italics.

Thematic Mapping: Interview 7
. “l am a human being and would like to
Frustration-no answers be treated that way. Awareness of mental health needs
The condition is a part of me, obviously,
Confusiol o T ’ Shock
n but it is not the whole thing.”
Isolating Overwhelming
No consisten\&v\with provider //Anxiety and fear
Lacking personé\l*cqnnection with clinicians Exhausting to have/té/i)e hypervigilant
Not receiving\bﬁi\yacy during care Vu/ln/é/rable to negativity

“I have this weird thing, but Lack\bf\glignity Current cli/[}it/él care is not relevant

everybody has their weird Lack of clinical guidance

stuff. Sometimes it is Deflating

hidden, sometimes not. But, .

everybody has some stuff Need\c\gstomlzg/d/Ca re - - —

they don’t want to talk e ¥ Lacking a trusting, safe, and trauma-free clinical

y L. — experience leads to feeling dehumanized, especially

about. lt.SJUS't_ when you ~ " | due to the inconsistency of providers and feeling
have a disability, you have less than human when being discussed by the

to talk about it.” clinical team during exams.

Fig. 2 Thematic map from interview #7. Codes generated from the interview follow two lines with the left line
representing early on experiences and the right line representing the resulting themes and additional codes. Both
lines point to the overarching theme of “dehumanizing” labeled with a red box to show significance. The box to the
right of the red box is the distillation of the experiences shared by the participant. The red text in italics are quotes
from the participant.
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Mental health themes of vulnerability, intimacy, fear, privacy, anxiety, anger, and desperation
arose during moments in the interviews for all participants. Some participants shared that they
must use caution about their mental health and the people they have in their life. There is a
sensitivity to negativity as if it could knock the individual from a healthy mental state and impact

their ability to cope and stay healthy.

A participant who is within the first five years of symptomatic onset shared that it is important to
contextualize clinical conversations to the specifics of that patient. For example, being asked
questions about their symptoms, especially those symptoms that are not manifested yet, can be
terrifying and overwhelming. This individual gave an example of being asked by advocacy staff
if they were experiencing any falls during an interview screening call for study recruitment. The
individual later shared that they were not ready to think about that at the time, and it was
unsettling. Having reciprocal communication can shine a light on areas of communication
practices needing to be refined or evolved. This participant showed incredible strength in
composure. But, when asked specifically what it was like to get the genetic confirmation that
they have dysferlinopathy, they responded with, "It was devastating. [ mean, it was obviously
horrible, and, I mean it has been since. It's been like a nightmare that you can't wake up from."
There was "zero guidance," and they were just told to "keep an eye on it.” A family member
connected the individual with advocacy, dysferlinopathy studies, and a neurologist they work
well with while living independently and finishing college. What will the experience be for
individuals who do not have family members willing or able to advocate and support the

individual through the disease progression?
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Asking questions about how participants felt at different timepoints opened a different
perspective of that individual's experience. A person can appear perfectly composed but be
suffering, nevertheless. Having a baseline of respect, trust, and sincerity was integral to having
an open dialogue during the interviews. Seven of the participants did not offer to elaborate on
how they felt about their clinical experiences. However, when probed, they all shared using
words such as "devastating, cold, rude, shocked, afraid, and frustrating.” One individual shared
that their first doctor told them they "would be dead within three years". There do not appear to
be publications specifically addressing lifespan in dysferlinopathy. However, it is generally
accepted that dysferlinopathy does not affect life expectancy, given that cardiac and respiratory
muscles are not significantly involved or can be symptomatically treated very effectively

(Moore, et al. 2022). What kind of toll does that level of misinformation take on a patient?

Another participant went further during their interview to provide insights on additional
communicative, supportive opportunities through education in the clinic. They shared that it was
challenging for them to explain the genetics and prognosis to family and friends. They said
offering supportive suggestions on how to summarize what dysferlinopathy is and how it impacts

on a person's muscles would have helped ease some of the social burdens they experienced.

Beyond the mental health needs of the participants, there were stories shared about resilience,
strength, and courage through trial-and-error learning. With subtle changes to strength happening
constantly, there are new challenges happening regularly. These self-taught survival skills of the
participants, such as how to get from point A to point B without needing emergency care from

falling (becoming stranded on the ground after a fall) and without the musculature to lift
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themselves up from the ground, were shared by all participants. The fear of falling is not easily
comprehended by able-bodied people. All but one participant shared stories of falls, described
how they recovered, and the dramatic ways that they tried to prevent more falls through
hypervigilance. "When you fall, you just collapse. It's hard to imagine when you are a normal,
healthy, able-bodied person. But there's no kind of way to be able to catch yourself. Your muscles

just don't have it in them; they don't respond the same way."

The interview excerpt below is the description this individual gave about their experience trying
to get the courage to walk into work from the parking lot. "I was willing myself to take the first
step. But I was emotionally and mentally paralyzed because of this anxiety and the fear, and
that's just not something they (the providers) see or take into consideration, I don't think. Without

the support of your muscles, a fall is very shocking".

Another individual shared their experiences and that emergency services had to be called because
there was no one to help them up, which requires extraordinary physical strength since many
individuals with dysferlinopathy don't have full use of the muscles needed to assist in getting up
from a fall to the ground, even with help. And another participant shared that they fell outside
while alone, became injured, and had to scoot their body towards an object to then try to pull

themselves up after trying to take out the trash.

There are layers to the clinical experience that participants shared, adding to a feeling of

disconnection, and lack of understanding, which in turn can reinforce the negativity associated
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with annual neurological examinations. For example, a participant shared an insight that they do
not feel the clinical assessments can show the stamina challenges the condition brings.
"It's way different; 10 seconds of pushing and pulling are very different than going to the zoo or

spending a whole day out and about with your family and friends or living your life."

Another participant shared that even having only one clinical champion involved in their care
management improved multiple areas of their life. This participant shared that they feel
supported and prepared when their clinical care team works together. Multiple experiences
shared by this participant illustrated how a type of care pathway facilitated access to essential
components of life for this person. In their own words, "...they were able to start working
together a lot. And, you know, discuss, I guess, my case outside of me being there....I know they
just started working together ...the neurologist contacted the PT department. And, then after the
hospital people work with the PT people, they then work with the medical equipment people and
like, they are all working together so, yeah...they reached out to me. My PT just reached out to

me last week to say, hey, do you need anything?"

This participant went on to give examples of how their care team had helped them prepare to be
as physically independent as possible and even helped explain their progression to their family
when they weren't able to communicate effectively with their family about dysferlinopathy. This
type of successful, well-rounded care demonstrates the power that combining collaborative
neurological teams through PT services, medical equipment supportive services, and social work.
The benefits of clinical teamwork include helping the individual have more physical and mental

confidence than they would without their supportive clinical care team. This experience
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contrasted with another participant's when they shared that in 18 years of receiving clinical care
at a neurology clinic, not once had anyone reached out to them to ask how they were doing,
provide any research study updates, or community news. "I don't hear anything from my doctor

except the call to tell me that my appointment is tomorrow."”

Learning about accessible equipment options, services and strategies was mentioned as
important. It also relieves the burden and potentially lifts some anxiety from the patient to
receive timely support. "I think it is so important to be tuned in with a coordinator who not only
knows what is available in the area and how to reach those individuals. I mean, it's tough, as
much as the clinic helped, I had to do a lot of research on my own.... it's tough for the individual,
but it's also tough on the family." Teaching the patient about how to access the services locally is
the nuts and bolts of making the support tangible in ways that impact the patient's quality of life.
Perhaps this would build a stronger relationship between the individual and their care team,

which could influence how likely they are to seek the care that they need.

Limitations and Strengths

It should be acknowledged that this study gathered individuals' perspectives and lived
experiences at a set point in time and that its observations may be specific to the clinical care
options dysferlinopathy care options in the U.S. at a set point in time. Additional studies might
be warranted as a result to contribute to the development of collaborative assessment instruments

which include patient perspectives.
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Individual experiences are contextual and dynamic. The ability to dive deep into personal sharing
in interviews takes trust between the participants and the researcher or the organization
conducting the research. All participants in this study had between 2-15 years of interactions
with the Jain Foundation staff which established a baseline for the conversations to be candid.

This creates an environment that is unique and not easily reproducible.

Researcher bias was important to carefully manage during the interviewing and analysis.
Reflective bracketing, journaling, and thematic mapping were grounding practices that helped to
keep preconceived beliefs at bay. Listening and gently probing were key components during the
interviews to keep from leading the conversations. The in-depth knowledge and long-term
relationships between the organization staff and the study participants synergized with the
phenomenological study design. Further, despite the challenge surrounding the topic of bias that
can come with knowing the community well, this familiarity also fosters an atmosphere of
validation, comfort, and respect, which promotes in-depth sharing. The willingness of the
participants to candidly share their experiences, feelings, and insights on very sensitive topics

added strength to the study.

Conclusion and Implications

Some of the clinical burdens experienced by individuals with rare diseases can be caused by
"insufficiency" of clinical expertise (Budych, et al. 2012). Without a mechanism to circulate
natural history findings, a lack of disease-specific standards of care, and no universal approach to

disseminating rare disease research findings to health care providers, we can expect similar
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conclusions when evaluating the clinical experiences of individuals with the ultra-rare form of
dysferlin-associated LGMD. Understanding where negative clinical experience originate (from a

patient's perspective) can provide opportunities to develop better clinical practices.

Insights shared by participants in this work suggest the need for clinicians to focus on how
individuals are coping, customizing ways that they can care for their bodies, prescribing therapy
sessions of mixed disciplines, and recording the progression of weakness in the chart without
making it the focal point of the examination. Providers can involve patients during the
examination by asking questions, actively listening, and providing a productive follow-up plan.
Additionally, neuromuscular clinical teams who care for individuals with dysferlinopathy could
consider taking an inventory of their patient community, determine appropriate methods to begin
to build or reinforce their team coordination, patient relations, education, and participate in
trauma-informed care training. Clinical intervention tactics are needed to support keeping

neurologists in the U.S. up to date on research and what is known about dysferlinopathy.

Lastly, with over 7,000 different rare disease and more being discovered, it is impossible for
clinicians to have enough resources to provide tailored care for their rare disease cohort of
patients (National Institutes of Health). Specialized knowledge about dysferlinopathy, for
example, is either harbored in research silos, or missing an accessible structure for incorporating
the data into clinical care. Educating across sectors about what is known, what challenges to be
aware of, and the experiences of the patients, will be key to improving clinical care. A first step
to empowering individuals with dysferlinopathy is to prioritize their perspectives and keep them

at the forefront of awareness, as stakeholders reach for progress.
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Appendix A: Interview Guide

1. Introductions: Each interview began with introductions and time for establishing norms
(Rapport building, maintaining trust)

2. Background: Participants had opportunity to share about themselves, their family, their
work, and how they are doing in general which is typical of Jain Foundation
communications with patients.

3. Probing: Probing techniques were utilized through open-ended, direct questions as well
as non-verbal probes (posture, facial expression, deep listening) to facilitate
understanding the context and to explore the details offered.

Probing questions covered the below six categories to contextualize the experiences that were
shared. During transcription, these categories were used as a template for documenting
contextual themes within the interview discussion.

| What? | When? | Where? | How? | Who? | Why?

Interview question template:

Access to care Will you share your experience accessing supportive services related to
dysferlinopathy?

Current clinical | Do you currently have a care team?

care

Frequency of How often do you receive clinical care?

care

Prognosis How have you accessed guidance about caring for yourself as the disease
has progressed?

Education What are your thoughts about being offered educational materials about
dysferlinopathy at your clinic visits?

Barriers Is there any care that you feel is not addressed in clinic visits?

Assistive What is your experience with using assistive devices?

Devices

Mental Health Have you experienced stress and anxiety related to dysferlinopathy?

Genetic Will you describe the pattern of inheritance of dysferlinopathy and how

counseling you learned about it?

Advocacy Have you connected with other people who have dysferlinopathy?

Physical therapy | Have you tried any physical therapy or occupational therapy?

Falls Have you experienced any falls?

Injury Do you experience any injuries related to dysferlinopathy?

Insights Are there any other clinical experiences you would like to share?




Appendix B: Thematic Maps (1-8)
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Fig. 1 Thematic mapping from Interview #1. Interview coding is listed on the left with arrows
indicating how the data lead to themes which are listed to the right. Blue arrows pointing right
indicate how codes/themes translated to behaviors and actions experienced by the participant.
Content in red and italics are quotes from Interview#1. The red box signifies an empowering
experience.



Thematic Mapping: Interview 2

face personal challenges
associated with the symptomatic p

Through positive, safe clinical experiences,
there is an inspiration to be involved and to

Diagnostic trauma: told could

Y
Y
Y

Life goals

rogression.

Found a supportive neurologist
die from the condition
. \
¥ Connection e
Clinical consistency through Looking for humble
x/ reciprocal clinical guidance from neurologist
communication
Partnering with clinicians
Self education
‘ Mental health is vital ‘ \
Depends on positive mental
outlook

«

Stays as active as possible

J

Important to contribute

-
to family and society




Thematic Mapping: Interview 3
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Thematic Mapping: Interview 4
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Thematic Mapping: Interview 5
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Thematic Mapping: Interview 7

Frustration-no answers
Confusi
Isolating

No consistent\:\v\v\yith provider

Lacking personal

Not receiving privacy during care

nnection with clinicians

“l am a human being and would like to
be treated that way.

The condition is a part of me, obviously,
but it is not the whole thing.”

Awareness of mental health needs
/

///
//Overwhelming
///Qxiety and fear

e

Exhausting to have to be hypervigilant

Shock

Wérable to negativity

“I have this weird thing, but Lack\bf\dignity Current cIi)iCél care is not relevant
everybody hgs th?”ﬁ weird /Laék of clinical guidance
stuff. Sometimes it is Deflati b

hidden, sometimes not. But,
everybody has some stuff
they don’t want to talk
about. It’s just when you
have a disability, you have
to talk about it.”

Need-customized care

“a /

oehumanzng | -

Lacking a trusting, safe, and trauma-free clinical
experience leads to feeling dehumanized, especially
due to the inconsistency of providers and feeling
less than human when being discussed by the
clinical team during exams.




Thematic Mapping: Interview 8
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Appendix C: Interview summaries and highlights

*165 pages of transcriptions from the 8 interviews are summarized to offer immediate access to portions of the interviews.

Interview #1: pages 1-28

The individual (approximately 40 years old) experienced diagnostic trauma over a period of
years between the ages 17 and 27 from when symptoms first began to when a genetic test
confirmed the cause of the symptoms. There had been subtle changes in strength since the late
teenage years, but it had not slowed the individual down as they were still able to work out at the
gym lifting weights, and work jobs that required standing or walking for 8 hours at a time. This
individual felt mentally fatigued from feeling deflated when trying to build muscle, struggling to
get up from a squat position, after having been a high school athlete with an active lifestyle. They
were getting weaker when they felt they should be getting stronger at that time in their life.
During this period, the participant experienced feelings of confusion about why no one else in
their circle was experiencing similar body changes and avoidance of doctors. The most impactful
experience relating to clinical care for this participant over the diagnostic journey was having
received their diagnosis over email which they described as a "nice enough, but kind of, a rude
manner, I don't understand why he wrote an email to me, it kind of shocked me". The participant
articulates that a general diagnosis of possible muscular dystrophy sent them into a state of fear
not knowing if this was life-threatening, if their cardiac function was healthy, with the only
muscular dystrophy point of reference at the time, being the MDA telethons with pediatric
examples of terminal forms of muscular dystrophies. The experience was too casual for the
individual given the magnitude of the diagnosis and the ambiguity of the process of caring for

their dysferlin deficient muscles. This person was not offered any support mentally or physically



and describes those early years of symptomatic manifestation as if the experience was recent
despite, it having taken place about 18 years earlier.

Over the course of the interview, the participant described experiential progression milestones
from early symptoms to using assistive devices, to parenting young children, to transitioning to
using a power wheelchair. Right out of the gate and throughout the years, the individual shared
that they had to resort to internet searching to try to make sense of their diagnosis and find
information. They tried connecting with other patients through an MDA event offered at a
neurology clinic. However, they shared that the experience was awkward since they were the
only adult at the event which was populated by children with different types of muscle
conditions.

Even after having a diagnosis, this individual was still isolated and had no support offered
besides that which was received after self-advocating to connect with their disease-specific
foundation via online searches. A summary of the clinical experiences of this individual over the
years could include feelings of trauma, shock, confusion, avoidance, isolation, disappointment,
trial and error, pain, frustration, and resignation. The individual has demonstrated personal
resilience and strength both mentally and physically but this has repeatedly taken a toll on the
individual. When asked about why they currently do not choose to see a neurologist for care,
they shared, "I just, you know, quit going because I didn't feel like it was benefiting

anything...there just wasn't any information out there".

Without clinical care offered in such a way that the individual feels it is worth the cost, time, and
effort to go, the individual ended up personally taking on all of the responsibility of their care or

relying on natural history study participation to have neurology checkpoints over the years.



Interview #2: Pages 29-41

An individual in their 60's who had a later symptomatic onset (at age 47) who is ambulant, lives
with family and went through a series of diagnostic errors such as multiple (3) liver biopsies that
due to elevated “liver enzymes” that were actually related to the muscular dystrophy, not liver
disease. Part of their clinical trauma during that time was defending themselves from clinicians
who believed that they were hiding substance abuse because of their high “liver enzymes”. They
ultimately connected with a neurologist that they trust, can relate to, and feel is supportive. They
articulated the contrast between their current care provider and previous providers who
misunderstood dysferlinopathy to be life-threatening (other forms of muscular dystrophy can

cause early death).

They also gave examples of providers who they could not connect with based on their demeanor
highlighting the importance of a positive patient/provider connection when accessing care.
Themes of frustration, shock, and fear were noted during the portions of the interview that
demonstrated a lack of clinical knowledge of dysferlinopathy or poor bedside manner. This
individual articulated that they rely on their positive mindset as if their life depended on it. One
of the strategies they use to remain healthy in mind and body is to stay as active as possible,

finding ways to feel useful to "family, life, and society".

They shared that their health has been a journey and that when they were first diagnosed, they
broke down mentally. They articulated that, "there are a lot of parts to being healthy, and part of
it is the mental attitude". Through their repeated examples of how their current neurologist has

helped them, the significance of the connection they have with their provider was illustrated. The



individual shared how they approach outings and movement with extreme care (hypervigilance)
to avoid falling. Despite having experienced serious misdiagnosis early on, this individual

focused most of their interview on the importance of having a healthy mindset.

Interview #3: Pages 42-67

This participant is in their late 20's, has established long-term employment, and is becoming a
parent for the first time. The individual shared their experiences from first symptoms to
transitioning to using a power wheelchair full time. They first began exploring the cause of their
muscle weakness during high school when they went from being invited to play as a youth team
U.S.A. basketball competitor to losing the ability to compete at a high level after a series of
physical therapy approaches over many months. After a blood draw, the individual was admitted

to the hospital and was kept there for 2-3 weeks.

Without a definitive diagnosis, the individual went to college where they began to learn (through
trial and error) about self-advocating. Themes of confusion, resilience, determination, and
strength were threaded throughout this interview covering topics of the diagnostic odyssey, self-
identity, proactively keeping interpersonal relationships healthy, and the importance of accessing
supportive systems and devices to maintain independence. This individual spoke about the
mental aspects of dysferlinopathy, the physical changes, how they prepared themselves for life
events and milestones, and experiences they have had dealing with the reaction of the public to

their disability.



They articulated that the physical and mental changes and need for assistive devices don't "just
happen naturally”, "So, I really used a lot of listening, reading a lot of topics, community
questions and comments, right? How People handle certain situations, that definitely played a
factor into, um, you know, (learning about) resources that were available”. Learning how to
prepare and avoid falls, protecting family relationships, and accessing supportive services were

the highlight of this interview.

There were also experiences shared that suggested an internalization of the disease progression at
various stages of the symptomatic journey. Specifically, during physical transitions when the
individual went from using crutches, to lofstrands, to a manual wheelchair, to a power
wheelchair and Hoyer lifts for transitions (over the course of 5-8 years). There were multiple
aspects to each of the transitions mentally and physically. What the individual shared that was
most important to them was the ability to access resources and remain as independent as possible
during each stage of progression. Much of their ability to access the resources they have needed

came from personal research which added to their level of stress and anxiety.

Interview #4: Pages 68-91

This participant is in their 30's and has had symptoms of dysferlinopathy since age 16. Despite
this participant having been cared for by a prominent neurologist who has been directly involved
in dysferlinopathy research, the primary theme of this interview was the consequences that
clinical disconnection: internalized shame, anger, sadness, disappointment, mistrust, and anxiety

surrounding clinical care.



The individual continues to see the same neurologist (for about 18 years) since they believe that
by doing so, they will be more likely be able to access a future treatment for dysferlinopathy
through this clinician. However, they shared multiple experiences that demonstrate the ways they
are repeatedly traumatized at the clinic: provider not anticipating their needs, emotional
responses from the provider about their muscles getting weaker, not having access to accessible
clinical equipment, providers not being familiar with their file despite years of attendance,
providers not reviewing their history before exams, lack of any follow-up, and providers
depending on them to re-state their history and diagnostic journey annually, for example. When
describing the anger felt upon their provider being surprised about their transition to using a
wheelchair the participant shared, "When I decided to transition, I had losses for, noticeable
losses, for at least two decades. And, so, it's like, no, don't tell me that- and then it makes me feel
that I've done something wrong like if I had just kept going if I had just, I don't know, that I look

worse off than other people when really, I'm just trying to live my life the best way that I can”.

Interview #5: Pages 92-112

The symptomatic journey began in high school for this individual, now in their mid 20's. They
first noticed changes in the form of leg pain that they now reflect on as pain related to muscle
wasting. There were accounts of being "cycled through many resident clinicians" and it ended up
being their elevated CK levels that lead to a general diagnosis of muscular dystrophy and
eventually, access to advocacy programs for free genetic testing which confirmed their
dysferlinopathy. The transition from being seen for the purpose of diagnostic support to being

evaluated specifically for dysferlinopathy was recounted by the individual as "it was like, a weird



moment because it was like, ok, you guys know what's wrong, let's just take this further and

research her a little bit more, um, honestly, I start to feel like a guinea pig at that point."

Over the 15 years since the individual has been experiencing symptoms, they have learned to
self-advocate. They shared that some clinicians did a great job including them in clinical
communications. Later, when they were asked to participate in research led by the government,
they felt dehumanized during the research process. Specifically, they spoke about the need for
mental health support during and after the diagnostic process. They described the process of
participating in research as both "exciting and depressing" because they were at a research
hospital where there were visibly ill individuals, and they recall feeling the magnitude of their

diagnosis.

A significant point made by this individual and articulated through examples, was the positive
impact 1-2 champion clinicians have had on their life. Their initial neurologist was supportive
through the early diagnostic process. Later, their physical therapist became a primary source of
support ranging from help accessing equipment, help with communicating with family members
a description of the condition, putting them in touch with other supportive services such as
mental health counseling, and even calling to check-in in with them asking how they are doing.
This individual shared insights about clinical care that their PT suggested to them surrounding
reframing how they perceive the progression of the condition, "...you shouldn't be measuring
what you are accomplishing by your ability to walk. You should be measuring it by, like, what
you are able to do now that you are in a wheelchair." The participant articulated that this ability

to reframe their perspective about mobility came from a clinician who deeply understood what



was going on physically, which in turn, has helped the individual mentally because "I’'m able to

’

reframe how I'm looking at things because I'm able to get a lot more done.’

Interview #6: Pages 113-115

This is an individual who had a later onset of weakness and who has taken it upon themselves to
personally create a specialized health routine that includes regimes focused on nutrition, multiple
physical therapeutic approaches, and attention to mental health impacts on their physical health.
Early in the interview, when asked about their neurology exams, they shared that they are
attending their neurology clinic every 6 months, but not much is offered to them or even shared
about their condition. The individual shared that even though their condition has progressed in
the 9 years since symptomatic onset (they are currently in their late 30’s), they are feeling “better
than they ever have,” which they credit to the supportive services that they receive through a
naturopath which include: infrared sauna, vitamins, supplements, water exercise, cranial-sacral

massage, that are consistently done each week.

They shared that their lifestyle changed when they left their corporate job and dedicated their
time to their health. Towards the end of their career in the insurance industry, they were
experiencing falls while at work, and sitting down for work 8-10 hours a day for about 17 years
had left limited time for them to prioritize their health. Their partner was “carrying me into the
building when the weather was bad...would have to follow me to work, go to my car, pick me up,
carry me into the building so that I didn t fall down with the ice and snow. If I fall, theres no
walking again, and I just don 't go out, I just stay indoors.” The anxiety surrounding falling is at

the forefront of their mind and was a consideration when they chose to leave their job.



They went on to describe their PT regime in detail and how they attribute it to their ability to
manage their progression. They spent considerable time during the interview sharing their

perspective on the importance of having a positive mental outlook.

This individual also described the family culture they were raised with which included above-
average levels of physical activity from childhood. They were extremely physically
accomplished in cycling, running, and other sports over the years. Of note were the reflections on
being a patient at a teaching hospital: “I’ll be honest with you, I don t like feeling like you 're
sitting there and they are examining you, and there's people around you. Yeah, honestly, they 're
studying me, he's trying to teach, its a teaching thing, you know, I know that I just wasn t
comfortable being that person. I prefer to go to only one regular neurologist with just him and
me in the room. I didn t like, you know, the guinea pig, with all that going on...he wasn t listening
to me.” Themes of self-empowerment, dignity, open-mindedness, respect, and vulnerability were

articulated, among others.

Interview #7: Pages 136-151

This person is in their mid-40’s and has had a late onset of symptoms which were first noticeable
to them at about age 30. They are ambulant with assistance and described what receiving
neurology care at the Veteran’s Affairs (VA) hospital has been like for them. They shared
experience with teaching neurology examinations and have tried various sessions of physical and
occupational therapy. “I didn t feel like it was tailored for me, you know.” They shared that they

do not participate in regular PT sessions but that they are finding the appointments where they



are receiving interventional support the most productive such as wheelchair fittings or

accessibility communications.

When asked about their experiences getting their annual neurology examinations, they shared
that, “ I went in and I'm in there with the guy, who is the head guy, and he's bringing in all these
other people, to kind of see me and kind of how I function so it’s a little bit kind of a lab rat
feeling, like, oh, this is such a rare condition, so we need to like show everybody what this is
because its unique. But, it's kind of unpleasant and uncomfortable to do that.” The individual
shared that they feel the desire to help clinicians understand dysferlinopathy, but that at the same
time, the experience for them in the clinic is dehumanizing and not something they feel is helpful
to them. This is exacerbated when there are different clinicians providing the examinations each

year which blocks the individual from forming a relationship with their neurologist over time.

Consistency was desired and lacking with the clinical care framework that this individual
experiences through the VA. However, they are able to receive extensive support through the VA
for equipment and other services that are instrumental in helping this individual remain as
independent as possible. When asked about what clinical exams are like, the individual shared,
“It s just frustrating because nobody has any answers, it’s just, oh yeah, we 're going to check,
test your muscle function and we 're going to do this and that but nobody can really give me any

’

answers.’

In contrast, they shared that their wheelchair fitting appointments are better because something

productive happens. There were stories of multiple system exams that take place annually which



the individual describes as “‘frustrating” and, “it can be stressful because it's like, there's not
really a standard of care. It’s just like, ok, we re going to try this, we re going to try that, we're
going to see if this works or doesn t work, but it doesn t feel cohesive”. However, out of all the
experiences this individual shared from past clinical examinations, what they said was what they
would hope clinicians can take away from the study the awareness that patients need to be seen

and treated as whole people, not identified as a condition.

Interview #8: Pages 152-165

It has been 3 years since this participant was given their diagnosis but for most of their
childhood, their family was aware of their elevated CK and chose to wait to pursue genetic
testing until it became relevant to the individual. They are completing graduate work and are in
their early 20’s, living independently at college, and participating in the dysferlinopathy natural
history study (COS). They shared that their clinical experiences have been positive and that one
of the reasons their relationship with their neurologist is good is the fact that the neurologist is
willing to collaborate with the individual on treatment ideas. There are drugs approved for other
conditions that the individual would like to learn more about and/or try. Their neurologist works
together with them on exploring options. But, when discussing how they are accessing disease-
specific information, they shared, “I feel like in terms of information I was given, it was broad, it
wasn t very detailed either, it was just kind of like, ok, this is kind of what you can expect. In

’

terms of progression, we have no idea.’

This is an individual who has enjoyed working out and has been keeping up a modified exercise

routine as best they can during a time when they are noticing changes in their muscles. Of note



are the experiences this individual has had about the mental aspect of the condition, specifically
surrounding being mentally prepared to process what the condition is, how they will navigate
life, and when they are feeling ready to face certain aspects that come with the condition. They
shared that there have been times when they have not been ready to talk about future
progression. Even though they have a good relationship with their neurologist, they shared that
the exams feel “pointless” because, “when I go to see them and I don 't go much because there's
not much to tell me, to be honest. Right? It’s like, ok, you lost, this much function, but you
already know that there's nothing I can do for you. It's kind of pointless, in a sense.” Themes of
integrity, trauma, coping, self-study, mutuality, and realism were threaded throughout this

interview.
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