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A Rare: Rare Disease Revolution documentary Curriculum Toolkit for o— o
medical professionals and clinical students — exploring the intersection of i ’6.
patient advocacy, policy reform, and the urgent need for systemic change in rare E —9
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Why This Matters

Rare diseases are far from rare in their collective impact. The scale of
unmet need is staggering — and growing.

300M+ 95%

People Affected Without Treatment
Individuals worldwide are living with a Of the 7,000+ identified rare diseases,
rare disease at any given time — more only 5% have any FDA-approved

than the population of the United States. treatment available.

4-7 yrs

Avg. Diagnostic Delay

Patients often wait years — seeing
dozens of specialists — before

receiving an accurate diagnosis.



The Diagnostic Odyssey

For families living with rare disease, the journey to a diagnosis is often as devastating
as the disease itself.

The path winds through misdiagnoses, siloed specialists, and a system
ill-equipped to connect the dots.

Multiple Providers, Multiple Fragmented Care Systems Emotional & Financial Toll
MISdlagnoseS There is no unified rare disease registry The odyssey exacts a profound
Patients are passed between or referral network in most health psychological and economic cost —
specialists who may never systems. Coordination is left to patients lost income, caregiver burnout, and the
communicate with one another. Each and families — who are least equipped grief of living in diagnostic limbo

new consultation resets the clock, to bear that burden. without answers, let alone treatment.

often resulting in incorrect treatments
and mounting harm.



What the Film Shows

This documentary does not flinch from the reality that families face — nor from the systemic failures that shape their journeys. It captures

what textbooks cannot: the lived experience of rare disease in America.

Families Navigating Uncertainty

Parents become amateur scientists, lawyers,
and patient advocates — learning to read
clinical trials, negotiate insurance denials,
and build community where none existed
before.

Gaps in Care & Research

The film reveals systemic failures:
underfunded research pipelines, absence of
disease specialists in rural regions, and the
near-total silence from major institutions on
ultra-rare conditions.

Innovation Driven Outside
Institutions

Some of the most meaningful breakthroughs
come not from academic centers or pharma,
but from parents who refused to accept that
nothing could be done — and funded the
science themselves.



Where the System Breaks

I

Rare disease care is not failing by accident — it is failing by design. Structural incentives, coordination gaps, and slow regulatory pathways

combine to leave millions behind.

. Lack of R&D Incentives & Poor Cross-System °{ Slow & Inequitable Access
Small patient populations mean limited Coordination Even when treatments exist, access is
commercial return. Without policy Insurers, academic hospitals, community uneven. Geography, insurance status,
interventions like orphan drug incentives providers, and rare disease foundations and health literacy determine who

or public funding mandates, rarely communicate. There is no shared benefits — creating a two-tier system
pharmaceutical investment in rare infrastructure for rare disease data, where privilege predicts survival.

disease remains anemic. referrals, or clinical decision support.



Families as Drivers of Progress

When institutions fail to act, families have stepped into the void — not as passive
recipients of care, but as active architects of scientific progress. Their contributions have

reshaped entire fields of medicine.

Funding the Research

Parent-founded foundations have directly financed early-stage research that
later attracted NIH and industry investment — effectively de-risking entire

discovery pipelines.

208 Organizing Scientific Collaboration
Families have convened researchers across competing institutions,
assembled patient registries, and brokered data-sharing agreements that took

years to negotiate through official channels.

f = Pushing Therapies Forward

Patient advocates have engaged directly with the FDA, participated in
clinical trial design, and campaigned for accelerated approval pathways —
turning hope into tangible therapeutic milestones.



The Equity Crisis in Rare Disease

The rare disease community's most celebrated success stories share a troubling common thread: they were driven by families with
exceptional resources — financial capital, education, and access to networks of influence. That is not a model. That is a lottery.

Who Can Advocate

Families with higher income, education, and professional
networks are dramatically more likely to find a diagnosis, connect
with specialists, and influence research agendas. Their stories

dominate the media and the literature.

Who Gets Left Behind

Low-income families, those in rural areas, non-English speakers,
and communities of color face compounded barriers — longer
diagnostic delays, fewer specialist options, less access to clinical
trials, and little political voice.

[J  Access should not depend on zip code, income, or the
ability to start a foundation.



The Core Question

"Who is responsible for curing a rare disease —
: : o e . HASING MY CURE
the family who lives with it, the institutions that study it,

or the policy systems that fund it?"
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)OCTOR FINDS TREATMENT FOR HIS OWN RARE DISEASE fi,

This question is not rhetorical. It lies at the heart of every policy debate, every funding decision, and every clinical encounter in rare disease
medicine. As you engage with this curriculum, consider how responsibility is currently distributed — and how it shou/d be.

) Families fal Institutions Policy Systems

Carrying the weight of advocacy, Academic centers, hospitals, and pharma Governments and regulatory bodies set
fundraising, and research initiation — hold the scientific infrastructure — but the rules of the game — including who
often alone and at tremendous personal their incentives don't always align with gets funded, who gets access, and how

cost. patient need. fast.



Discussion Questions

Use the following prompts to guide structured reflection after viewing the film. These questions are designed to surface both systemic

critique and personal professional accountability.

1

Where did the system fail?

|dentify specific moments where the
health system — insurers, providers,
regulators, or researchers — made
the patient's journey harder. Were
those failures inevitable, or were they
choices?

2

What could clinicians do
differently?

At the individual level, what
diagnostic habits, communication
practices, or referral behaviors could
meaningfully improve outcomes for
rare disease patients — even within
current system constraints?

3

What policies would change
this?

Think beyond clinical practice. What
legislative, regulatory, or
reimbursement changes would most
directly address the failures you
identified? Who has the power to
make them happen?



Activity Options

Choose one or more of the following structured activities to deepen engagement with the film's themes. Each is designed to build different

competencies — analytical, empathic, and advocacy-oriented.

Case Study

Analyze a real or composite rare disease patient case — tracing
the diagnostic journey, identifying decision points, and proposing
clinical and systemic interventions at each stage.

3

fat Policy Simulation

Role-play a legislative hearing or FDA advisory panel. Participants
represent patients, clinicians, pharma, and policymakers —
negotiating a rare disease access framework in real time.

8B Debate

Divide into teams and argue competing positions on a core policy
question: e.g., "Should rare disease R&D be publicly mandated, or

left to market incentives?"

[ Systems Mapping

Collaboratively map the rare disease care system — identifying
actors, incentives, and failure points. Use the map to pinpoint the
highest-leverage intervention opportunities.



A Policy Lens on Rare Disease

Effective advocacy begins with a clear understanding of the policy levers that shape rare disease outcomes. Three domains deserve the

most urgent clinical and legislative attention.

b

Diagnosis Acceleration

Policies that expand genomic sequencing
coverage, fund rare disease specialist
networks, and mandate diagnostic timelines
in insurance contracts can dramatically
reduce the odyssey. The EU's rare disease
reference network model offers a replicable
template.

A

Research Incentives

The Orphan Drug Act transformed rare
disease research — but gaps remain for
ultra-rare conditions and non-commercial
therapies. Expanding tax credits, public-
private co-investment, and open-access
data mandates can sustain a broader
pipeline.

@,
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Equity in Access

Access reforms must center communities
that face compounding barriers. Targeted
policies — including Medicaid coverage
parity, telehealth expansion, and multilingual
patient navigation services — are essential
to closing the gap.



Closing Reflection

"The rarity of a disease does not diminish the urgency of a life.”

As you leave this curriculum, carry these questions with you — not as abstract ethics exercises, but as living commitments to the patients
who cannot wait for the system to fix itself.

What is your responsibility as a What system change matters What will you do differently?
clinician? most? . o

Starting tomorrow —in clinic, in
Beyond diagnosis and treatment, you are You have now seen the full landscape of conversation, in advocacy — what one
a witness, an advocate, and a systems rare disease care — from the family concrete action will you take to improve
actor. What does professional kitchen table to the halls of Congress. the rare disease experience for a patient,
responsibility look like in the face of Where is the highest-leverage point for a family, or a community?

structural failure? change, and what role can you play?
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