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EXECUTIVE SUMMARY

Mental health is not a separate issue from physical health in the rare disease
community—it directly impacts treatment adherence, clinical trial outcomes, data
quality, caregiver sustainability, and overall patient outcomes. This white paper
presents comprehensive research findings from 958 rare disease patients and
caregivers, revealing that 82.4% experience frequent emotional distress that
interferes with their daily lives.

The research demonstrates that mental health burden is the norm, not the exception,
within the rare disease community. Both patients and caregivers experience similar
levels of emotional distress, with anxiety about the future affecting 82.7% of
respondents and medical uncertainty causing stress for 75.1%. Despite these high
rates of distress, only 30% have accessed professional mental health services,
revealing a critical gap between need and support.

INTRODUCTION

Living with a rare disease presents unique challenges that extend far beyond
physical symptoms. The uncertainty of diagnosis, limited treatment options, social
isolation, and complex medical management create a profound emotional burden for
both patients and their caregivers. Yet mental health support remains largely
overlooked in rare disease care.

This white paper examines the mental health burden experienced by the rare
disease community and provides actionable recommendations for healthcare
providers, patient advocacy groups, and pharmaceutical companies to address this
critical need.

WHY MENTAL HEALTH MATTERS TO TREATMENT SUCCESS

Mental health is not merely a quality-of-life concern—it directly impacts key success
metrics across the healthcare ecosystem:

+ Treatment Adherence: Patients struggling with anxiety, depression, or
isolation are significantly less likely to maintain complex treatment regimens,
reducing the real-world effectiveness of therapies.

» Clinical Trial Retention: Mental health burden is a leading cause of trial
dropout, with 30-40% dropout rates delaying timelines and increasing
recruitment costs.

« Data Quality: Emotional distress directly impacts patient-reported outcome
measures, affecting the ability to accurately assess treatment efficacy.

« Caregiver Sustainability: WWhen caregivers experience burnout (affecting 40-
70% of rare disease caregivers), the entire support system collapses,
impacting treatment adherence and appointment attendance.



* Healthcare Costs: Patients with untreated mental health issues have 2-3
times higher emergency room visit rates and longer hospital stays.

RESEARCH METHODOLOGY

This research, conducted by Rare Patient Voice in 2025, surveyed 958 individuals in
the United States from the rare disease community, including both patients and
caregivers. Respondents provided insights into their emotional distress levels, types
of challenges faced, support systems utilized, and unmet needs. The study
examined variations across gender, age, income levels, and patient versus caregiver
roles.

KEY FINDINGS

1. EMOTIONAL DISTRESS IS THE DEFAULT, NOT THE EXCEPTION

82.4% of rare disease patients and caregivers experience frequent emotional
distress that interferes with their daily lives. This breaks down as follows:

* 39.5% experience emotional distress "sometimes"

+ 28.3% experience it "often"

* 14.6% experience it "very often"

* Only 17.6% report that emotional distress rarely or never affects them

This finding reveals that emotional distress is not an occasional challenge but the
daily reality for the vast majority of the rare disease community.

"Feeling like | need to continue to navigate a full-time job, social life,
and personal responsibilities even when my condition has its
debilitating moments - and there are few outlets to vent about it where
someone understands and doesn't feel uncomfortable hearing about
it." — Patient

2. ANXIETY, DEPRESSION, AND UNCERTAINTY DOMINATE

e The most prevalent types of emotional distress include anxiety about the
future, medical uncertainty, depression, and fears about disease progression

e Additional challenges include survivor's guilt, medication access concerns,
social isolation due to health limitations, and the invisible nature of many rare
diseases that leads to lack of understanding from others.



3. WOMEN EXPERIENCE HIGHER LEVELS OF EMOTIONAL DISTRESS

There is a statistically significant gender disparity in emotional distress levels:

+ 44 .4% of women report experiencing emotional distress "often" or "very often"
+ 33.5% of men report these high distress levels
* Men are twice as likely as women to report low distress (30.5% vs 15.0%)

This 10.8 percentage point difference is both statistically significant and practically
meaningful, suggesting that gender should be considered when designing mental
health support programs and interventions.

4. PATIENTS AND CAREGIVERS SHARE THE EMOTIONAL BURDEN

Caregivers experience nearly identical emotional distress levels as patients:

» Patients: 44.2% report high emotional distress; mean score 3.39
+ Caregivers: 38.3% report high emotional distress; mean score 3.28

This finding reveals that caregivers are living the same emotional reality as patients,
carrying comparable levels of anxiety, stress, and emotional burden. Supporting
caregivers is not merely altruistic—it is essential to maintaining the entire care
system.

"Sometimes feeling resentful towards family members | care for. | know
I shouldn't or that it can be normal to feel this way. | don't have anyone
to share these feelings with and probably wouldn't if | did. I'm a 73-
year-old man and we just don't talk about these kinds of feelings,
right?" — Caregiver

5. CRITICAL GAP BETWEEN NEED AND PROFESSIONAL SUPPORT

Despite 82.4% experiencing frequent emotional distress, current support sources
reveal a significant gap:

* 69.0% rely on family and friends

* 43.8% utilize peer connections

* 40.0% participate in support groups

+ Only 30.0% have accessed professional mental health services

This reveals a 40 percentage point gap between informal and professional support.
While family and friends provide valuable support, they should not be the primary
mental health resource. Barriers including cost, insurance limitations, lack of rare
disease-aware providers, and stigma prevent access to specialized professional
care.



6. THE RARE DISEASE-AWARE PROVIDER GAP

Finding mental health providers who understand rare disease challenges is
exceptionally difficult. Many respondents reported that providers who lack rare
disease knowledge cannot provide effective support, as they do not understand the
unique emotional burdens of:

» Diagnostic odysseys lasting years

» Limited or non-existent treatment options

» Social isolation and lack of understanding from others

+ Complex medical management and coordination challenges

"Having rare-aware healthcare providers makes all the difference; they
see beyond the diagnosis and understand the emotional challenges we
face.” — Patient

7. COMMUNITY CONNECTION PROVIDES PROTECTION AGAINST
DISTRESS

Connection to the rare disease community significantly impacts emotional wellbeing:

+  52% feel connected to the rare disease community
+ 30% feel actively disconnected
*  19% feel neutral or have no meaningful connection

Critically, 84% of those who are disconnected or neutral also experience
frequent emotional distress. This correlation demonstrates that isolation and
emotional burden are deeply interconnected, making community connection a critical
protective factor for mental health.

8. HOW PATIENTS PREFER TO CONNECT

Patient connection preferences reveal the importance of hybrid approaches:

+ 51.5% prefer digital channels (online support groups, social media
communities)

* 26.4% utilize online support groups and forums

*  25.1% engage through social media communities

+ 18.8% prefer face-to-face meetings

+ 17.6% value patient conferences and events

* 9.3% participate in one-on-one peer mentorship (an underutilized opportunity)

Many rare disease patients still lack proper connections to support groups and
conferences, highlighting the need for improved access. A hybrid approach that
accommodates diverse needs and mobility limitations could improve engagement.



WHAT THE RARE DISEASE COMMUNITY NEEDS FROM
STAKEHOLDERS

When asked what they need from healthcare providers, patient advocates, and
pharmaceutical companies, the rare disease community provided clear and
consistent responses. They are not asking for charity—they are asking for
partnership.

1. EMPATHY OVER CHARITY

Patients want to feel understood and respected, not pitied. They seek to be seen as
whole people—not just a diagnosis or data point. This means listening to their
experiences, validating their challenges, and treating them as partners in their own
care rather than passive recipients of sympathy.

2. ACCESS AND UNDERSTANDING OVER FINANCIAL ASSISTANCE
ALONE

Finding rare disease-aware care matters more than financial assistance alone. While
medication affordability is important, access to providers who understand rare
disease challenges is foundational. Without knowledgeable healthcare providers and
mental health professionals, financial support alone cannot address the
comprehensive needs of patients.

3. SUPPORT THAT LISTENS, GUIDES, AND CONNECTS

Patients need help navigating life with a rare disease, not just paying for treatment.
This includes guidance through complex medical systems, connection to others who
understand their experience, and someone who can explain what to expect. Patients
want partners who can say: "Here's what to expect. Here's who can help. You're not
alone in this."

4. WHOLE-PERSON CARE OVER SINGLE TRANSACTIONS

Patients need holistic support addressing emotional, social, and practical needs—not
just medication access or financial relief. Physical health, mental health, social
connection, and financial stability are all interconnected. Patients are asking
stakeholders to treat their needs as an integrated whole rather than isolated
transactions.

As one patient summarized: "Money matters—but meaning more so." The
community seeks partners who understand their journey, not just vendors who
provide products.



THE IDEAL SUPPORT SYSTEM: FOUR INTERCONNECTED PILLARS

Patients described their ideal support system as having four interconnected pillars,
all of which are necessary:

+ Connection to others who understand: Peer support, online communities,
in-person meetings, and mentorship opportunities

* Mental health support: Access to rare disease-aware therapists and
counselors who understand the unique emotional challenges

» Navigation assistance: Help navigating complex healthcare systems,
insurance, and treatment options

* Financial assistance: Support for medication costs, medical equipment, and
related expenses

THE COST OF IGNORING MENTAL HEALTH IN RARE DISEASE

Failure to address mental health in the rare disease community creates measurable
negative outcomes across multiple dimensions:

1. MEDICATION NON-ADHERENCE

Patients experiencing depression or anxiety are three times more likely to miss
doses, skip medications, or discontinue treatment altogether. This means billions of
dollars invested in research and development are undermined because patients
cannot maintain treatment regimens while carrying untreated emotional distress.

2. HEALTHCARE SYSTEM BURDEN

Patients with untreated mental health issues visit emergency rooms 2-3 times more
frequently, have longer hospital stays, and generate higher overall healthcare costs.
Mental health support is not an added expense—it is a cost-saving intervention that
reduces system strain and improves outcomes.

3. CAREGIVER COLLAPSE

With 40-70% of rare disease caregivers experiencing depression, burnout is
common. When caregivers collapse, the entire support system fails. Patients miss
appointments, cannot manage medications properly, and overall outcomes
deteriorate. Supporting caregivers is essential to maintaining patient stability and
treatment success.



4. CLINICAL TRIAL IMPACT

Emotional burden is a leading cause of clinical trial dropout, with rates reaching 30-
40%. High dropout rates delay timelines, increase recruitment costs, compromise
data quality, and slow the path to market approval. Addressing mental health burden
is critical for improving trial retention and success.

The bottom line: Investing in mental health support is essential for treatment
success, trial viability, and positive patient outcomes. Ignoring mental health does
not save money—it costs stakeholders in adherence, trial failures, emergency visits,
and caregiver burnout.

ACTIONABLE RECOMMENDATIONS BY STAKEHOLDER

Addressing the mental health burden in the rare disease community requires
coordinated action across all stakeholders. Each group has specific, actionable steps
they can take immediately.

FOR HEALTHCARE PROVIDERS

+ Listen and validate: Meet patients where they are emotionally, not just
medically. Acknowledge the emotional weight of their experience.

* Proactive screening: Make mental health screening part of every clinic visit.
Check how patients are coping emotionally rather than waiting for a crisis.

* Whole-person care: Treat patients as whole people, integrating mental
health support into overall care plans rather than treating it as separate.

+ Warm referrals: Maintain relationships with mental health professionals who
understand rare disease challenges and provide direct referrals when needed.

FOR PATIENT ADVOCACY GROUPS

» Facilitate connection: Create and maintain online forums, in-person support
groups, and virtual meetups where patients can connect with others who
understand.

+ Be accessible: Remove barriers to accessing resources and support. Make it
easy for patients to find help.

+ Support caregivers: Recognize that caregivers need dedicated support
programs. Offer caregiver-specific resources and respite opportunities.

* Provide navigation: Offer case management and navigation support to help
patients and families navigate complex healthcare systems.



FOR PHARMACEUTICAL COMPANIES

Remove financial barriers: Provide patient assistance programs, but
recognize that financial support alone is insufficient without addressing other
needs.

Provide clear information: Supply clear, accurate, and accessible
information about treatments and how to access support programs.

Enable follow-through: Ensure patients can easily access medications and
support programs without bureaucratic obstacles that add to emotional
burden.

Support holistically: Go beyond medication access to support the whole
patient journey, including connections to mental health resources and peer
support.

CRITICAL SUCCESS FACTOR: COORDINATED COLLABORATION

All stakeholders must play a part in a well-coordinated plan. None can be
eliminated. Healthcare providers, patient advocacy groups, and pharmaceutical
companies must work together in coordinated, not siloed, efforts. Patients need
collaboration across stakeholders to receive comprehensive support.

"Healthcare providers should have resources and literature available
when diagnosing patients. Big pharma should do everything in its
power to help support costs and availability of drugs... Patient
advocates honestly we need more in the local community with doctors
who can follow up with patients after diagnosis.” — Patient



CONCLUSION: THE TIME TO ACT IS NOW

Mental health is not a "soft issue" in the rare disease community. It is a survival
issue. Mental health is not separate from physical health—it IS health. When 82.4%
of rare disease patients and caregivers experience frequent emotional distress that
interferes with their daily lives, the need for action is undeniable.

The rare disease community has been clear about what they need: connection to
others who understand, professional support that is accessible and affordable, and
partners who truly comprehend the rare disease experience. We have the
knowledge, resources, and community to deliver on all three. However, success
requires coordinated action across all stakeholders working together with urgency.

The cost of inaction is measurable: reduced treatment adherence, increased
healthcare utilization, clinical trial failures, and caregiver burnout. These outcomes
harm patients and undermine the effectiveness of therapies, research efforts, and
support systems.

The path forward requires each stakeholder to commit to specific actions:

» Healthcare providers must integrate mental health screening and support into
standard rare disease care.

+ Patient advocacy groups must prioritize community connection, caregiver
support, and navigation assistance.

* Pharmaceutical companies must provide holistic patient support that extends
beyond financial assistance to address the complete patient journey.

Mental health support is not optional—it is essential to achieving positive
outcomes for rare disease patients and caregivers. The data is clear, the need is
urgent, and the solutions are within reach. The time to act is now.

ABOUT RARE PATIENT VOICE

Rare Patient Voice connects patients and family caregivers with researchers and
industry to improve rare disease understanding and treatment development. Through
comprehensive patient engagement and research services, Rare Patient Voice
provides critical insights into the lived experiences of rare disease communities.

FOR MORE INFORMATION

Pam Cusick, Senior Vice President, Rare Patient Voice

Pam.Cusick@rarepatientvoice.com
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