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Swiss Rare Disease Summit 2024: From Awareness to Action

Introduction

On 26 November 2024, the Swiss Rare Disease Summit in Bern brought together a
diverse coalition of stakeholders, including patients, healthcare professionals,
researchers, policymakers, regulators, and industry leaders. Organized by the Rare
Disease Action Forum (RDAF), the summit served as a dynamic platform to transform
awareness into tangible action. The discussions laid out a comprehensive roadmap
aimed at improving the access to diagnosis, treatment, and overall care for patients
with rare diseases—not only in Switzerland but also offering insights applicable on a
global scale.

The event underscored the urgency of addressing the complex challenges rare disease
patients face, such as prolonged diagnostic journeys, limited treatment options, and
financial constraints that hinder access to innovative therapies. Recognizing that rare
diseases impact families, communities, and the broader society, the summit promoted
a collaborative approach that champions patient-centric solutions and systemic
reforms within the Swiss healthcare system.

Background: The Landscape of Rare Diseases in Switzerland

Rare diseases, despite their individual infrequency, collectively affect a significant
portion of the population. In Switzerland, where precision and quality in healthcare are
highly valued, these conditions often present a paradox: cutting-edge medical facilities
juxtaposed with systemic gaps that delay proper care. The summit provided a critical
opportunity to reassess these gaps, drawing on both local expertise and international
best practices.



Delegates emphasized that while Switzerland boasts advanced medical research and
state-of-the-art healthcare infrastructure, the fragmentation of rare disease services
often leaves patients navigating a labyrinth of diagnostic and treatment challenges. The
Swiss National Rare Disease Policy, implemented in 2014, laid the groundwork for
coordinated efforts, including the establishment of national coordination centers
(kosek), but gaps persist, particularly in ensuring uniform and sustainable access to
treatments.

Delayed and Complex Diagnoses

One of the central themes at the summit was the protracted diagnhostic journey many
patients endure. Often, individuals with rare diseases face years of uncertainty before
obtaining a definitive diagnosis. This delay not only worsens clinical outcomes but also
inflicts significant emotional and financial stress on patients and their families.

Challenges in diagnosis stem from the rarity of individual diseases, the limited
awareness among healthcare providers, and the need for advanced genetic and
molecular testing. Additionally, the lack of multidisciplinary diagnostic teams and
insufficient data sharing between healthcare institutions contribute to diagnostic
delays.

Healthcare System Gaps

The Swiss healthcare system, though advanced in many respects, often falls short in
addressing the nuanced needs of rare disease patients. Many patients are left without
coordinated care or support structures tailored to their specific conditions. This
fragmentation not only limits access to effective treatments but also complicates the
continuum of care that these patients require—from initial diagnosis to long-term
management.

Insufficient collaboration between specialists, general practitioners, and hospitals
leads to fragmented care, while a lack of national registries limits data collection and
evidence-based decision-making. Additionally, gaps in financial support for patients
and caregivers create an additional burden for families navigating rare disease
management.

Access Inequalities

Even when treatments are available, inconsistent insurance decisions can impede
patient access. The current reliance on temporary mechanisms, such as Article 71a-d
KVV', underscores a system designed for short-term relief rather than sustainable care.

"Verordnung (iber die Krankenversicherung (KVV)



While this article facilitates access to therapies for rare disease patients, its
inconsistent application by insurers often leads to unequal treatment opportunities.

The complexity of reimbursement decisions, which vary between cantons and
insurance providers, creates uncertainty for patients and healthcare providers alike.
Limited availability of orphan drugs and high treatment costs further exacerbate
disparities in access.

In the breakout session on “Effective and Timely Diagnosis”, the areas of awareness-
raising, research and education were discussed. The question was raised as to who
should bear responsibility for these topics and how cooperation between different
stakeholders and specialist areas can be optimized. Despite the urgency, there are still
few training opportunities to promote the necessary specialist knowledge.

In the area of testing, it became clear that a precise diagnosis is essential for therapy. At
the same time, the ethical question of the value of a diagnosis for diseases for which no
specific therapy is currently available was discussed.

Another focus was on referral, orientation and access. The participants spoke out in
favor of round tables and events designed to involve registered doctors and general
practitioners more closely in overarching topics. However, it was also emphasized that
there is a lack of funding for this.

The data infrastructure and the exchange of healthcare data continue to pose major
challenges in Switzerland. The so-called “cantonal spirit” leads to fragmentation
through many different systems and Swiss-specific requirements, which make data
protection and the efficiency of digitalization more difficult.

The involvement of patient organizations was also discussed. There is a need for greater
awareness of existing organizations and greater involvement of patient representatives.

Possible solutions mentioned included helplines for establishing contacts, better
networking with competence centers, peer support and patient empowerment. In
addition, international networking of specialists, training for medical officers and
decision-makers at cost bearers, new event formats and a stronger emphasis on
anamnesis were suggested. In terms of infrastructure, there was a call for a
standardized digital infrastructure to overcome cantonal differences, adapt to EU
requirements and enable patients to have easier control over their data. Networking
events such as Rare Disease Day were also highlighted as important platforms.

The breakout session on “Access to orphan drugs” was characterized by lively
discussions on the need for early dialogue and the involvement of experts in the



development process. Participants emphasized that close collaboration between
stakeholders is essential to improve access to these vital medicines.

Short-term measures highlighted included reimbursement from day 0, clear timelines
and binding guidelines as well as increased dialogue with patients. These steps should
help to reduce bureaucratic hurdles and ensure faster supply.

Further measures were discussed for medium and long-term progress. These include
overcoming silo structures, adapting value assessments and introducing a minimum
entitlement to at least one therapy for those affected. In addition, the dialogue between
the relevant stakeholders is to be continued and expanded in order to develop
sustainable solutions and drive innovation.

Reassessing Article 71a-d KWV

The summit provided a forum for a candid discussion on the limitations of Article 71a-d
KVV. While this article plays a crucial role in facilitating access to therapies for rare
disease patients, it was unanimously viewed as an inadequate long-term solution.
Patient organizations and industry representatives pointed the need for a transparent,
standardized application process across all insurers.

Patient Involvement in Decision-Making

A significant takeaway from the summit was the critical role of patients as experts in
their own healthcare journeys. Speakers and audience emphasized the expansion of
educational initiatives to empower patients with the knowledge needed to integrate
their perspectives into the healthcare decision-making processes. This empowerment
is not only about better treatment choices but also about ensuring that policies reflect
real-world patient experiences.

Enhancing Diagnostic Approaches

Improving the early detection and diagnosis of rare diseases was identified as a key area
for intervention. Delegates recommended the adoption of multidisciplinary diagnostic
teams that include geneticists, specialists, and primary care physicians. Strategies
such as detailed medical history reviews, patient storytelling, and the use of cutting-
edge diagnostic technologies were proposed as essential steps to shorten the
diagnostic timeline and enhance the quality of patient care.

Accelerating Access to Innovative Treatments

Despite Switzerland's high standards in medical care, the country lags behind some of
its European neighbors in the rapid adoption of new therapies. The concept of “access
on day 0”—where patients gain immediate access to groundbreaking treatments as
soon as they are approved—was championed as a critical goal. Delegates called for



clearer guidelines and timelines for orphan drug approval, removing unnecessary
delays in patient access.

Regulatory Flexibility and Funding Innovations

Regulators are exploring more flexible approaches to accommodate the unique
challenges posed by rare diseases. Swissmedic’s Innovation Office, for instance, is
supporting early-stage companies in accelerating the development of innovative
medicines. A more adaptable benefit-risk evaluation framework was proposed to allow
for earlier access to treatments, despite the inherent uncertainties of small-scale
clinical trials.

Additionally, discussions around “Kostenfolgemodelle” stressed the importance of
sharing funding responsibilities between the government and pharmaceutical
companies to ensure sustainable financial support for both research and treatment.

Building on the discussions, the summit outlined several actionable strategies to drive
systemic improvements:

Accelerating Diagnosis and Awareness

¢ Enhance Medical Education: Incorporate rare disease modules into continuing
medical education programs to better equip healthcare professionals with the
skills needed for early detection.

e Multidisciplinary Diagnostic Approaches: Form integrated care teams that
include specialists from diverse fields to ensure comprehensive diagnostic
evaluations.

o Patient Storytelling: Leverage patient narratives to highlight subtle symptoms and
historical patterns that may be critical for accurate diagnosis.

Improving Access to Therapies

e Sustainable Access Pathways: Transition from temporary measures like Article
71a-d KVV to long-term, reliable access solutions.

e Promote "Access on Day 0": Advocate for policies that guarantee immediate
access to innovative therapies upon regulatory approval by Swissmedic.

Empowering Patients

¢ Expand Educational Initiatives for Patients: Increase investment in programs that
educate patients, helping them become active participants in healthcare policy
and decision-making.



¢ Create Public Funding Programs: Launch initiatives that provide financial
support for patient education and advocacy, reducing dependency on private
insurance frameworks.

o Strengthen Patient Networks: Support the formation of national and regional
patient associations to foster a stronger collective voice in healthcare reforms.

Fostering Collaboration and International Best Practices

e Interdisciplinary Cooperation: Enhance collaboration between hospitals,
research institutions, and other relevant stakeholders to create a unified
approach to rare disease management.

e Global Partnerships: Encourage knowledge exchange with international rare
disease centers and networks, consider adopting successful models from
countries like Germany and the United States.

e Integrated Data Systems: Develop national patient registries and digital health
platforms to streamline research, improve clinical trials, and facilitate real-time
data sharing.

Boosting Research and Sustainable Funding

e Public-Private Partnerships: Leverage collaborations between the government,
academia, and industry to drive forward innovative research and developmentin
rare disease therapies.

e Innovative Funding Models: Explore and implement “Kostenfolgemodelle” to
sustainably manage the high costs associated with rare disease research and
treatment.

¢ Long-Term Investment: Advocate for continuous public investment in rare
disease research, ensuring that advances in science are rapidly translated into
patient care improvements.

The Swiss Rare Disease Summit 2024 marked a pivotal moment in the national dialogue
on rare diseases. By uniting a broad spectrum of stakeholders, the event not only
highlighted the critical gaps in current healthcare practices but also charted a forward-
looking path that emphasizes patient empowerment and collaborative research. With a
shared commitment to transforming awareness into actionable strategies, the summit’s
roadmap offers hope for a more inclusive and equitable healthcare system—one that
ensures every patient with a rare disease receives timely, effective, and sustainable
care.



The comprehensive discussions and concrete proposals presented at the summit set
the stage for a renewed commitment to overcoming the challenges inherent in the rare
disease landscape. As Switzerland moves forward, the insights gained here will serve as
a catalyst for systemic reforms, ultimately ensuring that no patient is left behind in the
pursuit of improved health and quality of life.
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