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Pre-ECRD Workshop:
European Blueprint for Rare Diseases

Context and rationale of the Workshop

Rare diseases affect more than 30 million people across Europe, yet significant disparities

persistin diagnosis, care, research, and access to treatments between and within countries.

While considerable progress has been achieved over recent decades, people living with a
rare disease and their families continue to face substantial challenges that impact their
health outcomes, quality of life, and social inclusion.

To addressthese ongoing gaps, EURORDIS - Rare Diseases Europe has convened a multi-
stakeholder Core Group (CG) and, in collaboration with Rare Diseases International (RDI),

a European Regional Task Force (RTF) to develop a European Blueprint for Rare Diseases.

The Blueprint seeks to bring together existing evidence, policy recommendations, and
stakeholder expertise into a coherent and actionable framework capable of guiding
future rare disease policy development at both European and global levels. Itis intended
to serve as the foundation for a future EU Action Plan on Rare Diseases while also
informing the development of a Global Rare Disease Action Plan for the WHO European
Region.

As part of this process, a dedicated Pre-Conference Workshop was held on 2 June 2026 in
Prague, ahead of the European Conference on Rare Diseases and Orphan Products (ECRD
2026). With over 150 registered participants, the workshop represented a significant
milestone in the development of the European Blueprint for Rare Diseases. It provided a
dedicated forum for members of the Core Group, the Regional Task Force, and other
key stakeholders to examine and discuss the proposed policy actions and measures
underpinning the Blueprint.

The workshop was designed to gather final feedback on the proposed actions, identify
priorities, explore areas of consensus and divergence, and strengthen stakeholder
ownership of the Blueprint ahead of its next phase of development. Through a combination
of plenary sessions and thematic breakout discussions, participants examined six key
areas:

Integrated and person-centred care and inclusion in society;

Innovative and needs-led research;

Access to treatments and medical devices; earlier and more accurate diagnosis;
Enabling faster, more accurate diagnosis

Access to specialised healthcare;

Optimisation of the rare disease data ecosystem
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In their breakout sessions, stakeholders from across Europe analysed and discussed

the actions proposed. Through the support of a facilitator, they were asked to perform a
prioritisation exercise. Some elements were presented to all participants as possible
criteria guiding their judgment:

¢ the extent to which the action addresses major unmet needs orinequities for people living
with a rare condition;

¢ the severity and scale of the problem it aims to address;
¢ the expected impact of the action if effectively implemented;
e whether the action could enable progress in other areas.

The discussions focused on identifying priority actions for both a future EU Action Plan
and a Global Action Plan on Rare Diseases, while also capturing the criteria and rationale
used by participants in their prioritisation process. Most groups proposed amendments to
the actions, including merging, streamlining or revising the existing text. All reflections and
contributions were recorded by the note-takers and will inform the finalisation of the
European Blueprint for Rare Diseases, alongside feedback received from the Core Group
and the Regional Task Force.

In this report

In the following sections, each of the six discussion tables is presented, highlighting the
actions identified as priorities at both EU and global levels, as well as the key discussion
points and insights that emerged during the exchanges.

For reference, the full list of policy actions presented to participants for prioritisation is
available via the hyperlink provided at the beginning of each section.
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1. Integrated and person-centred care and
social inclusion

The Group discussed this set of proposed action for the Integrated Care and Social Inclusion
pillar of the European Blueprint for Rare Diseases.

Actions selected as EU priorities:

1.Develop EU guidance and implementation tools for Member States for multidisciplinary,
person-centred rare disease integrated care pathways (including social care)

7.Integrate social services into care for patients with rare diseases and recognise those
living with rare diseases as a disadvantaged group, ensuring that they receive appropriate
allowances and benefits, much in the same way as people with disabilities (with link to
Action 8 and 9)

10.Develop practical guidance and monitoring instruments for Member States to enable
themto embed reasonable adjustments in mainstream education and employment policies

Actions selected as Global priorities:

1.Develop EU guidance and implementation tools for Member States for multidisciplinary,
person-centred rare disease integrated care pathways (including social care)

7.Integrate social services into care for patients with rare diseases and recognise those
living with rare diseases as a disadvantaged group, ensuring that they receive appropriate
allowances and benefits, much in the same way as people with disabilities

10.Develop practical guidance and monitoring instruments for Member States to enable
themto embed reasonable adjustments in mainstream education and employment policies

Discussion

The discussion centred on the need to move beyond fragmented health and social services
towards a genuinely integrated, person-centred model of care that addresses the full
range of needs experienced by people living with rare diseases and their families. The group
agreed that outstanding priorities in the areas are the same for both the EU and Global Rare
Diseases Action Plans.

While participants discussed a broad range of actions, there was strong convergence
around the importance of integrated care pathways (Action 1), psychosocial and
practical support throughout the patient journey (Action 7), and stronger access to social
protection and disability-related services (Actions 8, 9 and 10). Participants repeatedly
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emphasised that rare diseases cannot be addressed solely through healthcare

systems and that effective support requires coordinated action across health, social care,
education, employment and community services. Several contributors highlighted the need
for stronger links between ministries responsible for health and social affairs, noting that
many existing systems (ltaly was raised as an example) continue to treat rare diseases and
disability as separate policy domains, creating barriers to access and continuity of support.

Participants stressed that integrated care pathways should be composed of
multidisciplinary teams supporting individuals across their entire disease journey.
Particular attention was given to the long diagnostic odyssey experienced by many patients
and families, with participants arguing that psychosocial and practical support should be
available before diagnosis, during diagnosis and throughout long-term care. Mental health
support, counselling, treatment education and coordination assistance were consistently
identified as essential components of care, with several participants emphasising that
support should extend to family members and informal carers as well as patients
themselves. This strong support resulted in psychosocial and practical support services
(Action 7) emerging as the highest-ranked priority during voting.

The discussion also highlighted the need for better coordination and continuity of care
across different stages of life and between different services, including structured transition
processes from paediatric to adult services. The transition period was repeatedly cited as
a point of vulnerability where patients often experience disruptions in care and support. In
this context, participants viewed Actions 1, 5 and 7 as closely interconnected and proposed
grouping them together as part of a broader approach to integrated, lifelong care. The
importance of case management was also recognised, with participants supporting both
the development of EU-level guidance on case management and investment in training
programmes to professionalise and strengthen this function across Member States.

Another major theme concerned social inclusion, disability recognition and access to
social protection. Participants argued that many people living with rare diseases face
significant functional limitations and socioeconomic disadvantages that are not adequately
recoghised by existing disability assessment systems. There was broad support for
developing EU guidance on disability assessment procedures (Action 8), particularly to
ensure thatrare disease-related impairments, including those associated with undiagnosed
conditions, are recognised in a consistent and timely manner. Participants linked this
closely to the need to integrate social services into care pathways (Action 9) and to
guarantee access to appropriate social protection measures, social workers, allowances
and support services tailored to individual needs (Action 10). These actions were widely
viewed as inseparable components of a comprehensive framework for social inclusion and
independent living and were therefore grouped together during the prioritisation exercise.

Another strong message emerging from the discussion was the value of lived experience
in shaping policy and service design. Participants stressed that people living with rare
diseases, families and carers should be involved in governance, implementation and
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evaluation processes. Suggestions included creating formal structures through which
people with lived experience could work alongside clinicians and policymakers to influence
decisions at national and European levels. This emphasis reflected a broader recognition
that effective care must be informed by the realities of daily life with a rare disease and not
solely by institutional or clinical perspectives.

Finally, participants highlighted the need for stronger evidence on the socioeconomic
burden of rare diseases. Action 13 received considerable support, with participants
arguing that better data on social, economic and quality-of-life impacts would strengthen
policy development, resource allocation and advocacy efforts. The discussion recognised
that many of the challenges faced by people living with rare diseases remain insufficiently
documented and that robust evidence is needed to demonstrate the full costs associated
with fragmented care, unmet social needs and barriers to participation in society.

®

;‘. Overall, the workshop articulated a vision of integrated care and social inclusion
built around four interconnected priorities, equally important for countries within the
European Union and outside: multidisciplinary and person-centred care pathways,
comprehensive psychosocial support, equitable access to social protection and
disability recognition, the integration of rare disease-specific accommodations into
education and employment policies, and meaningful involvement of people with lived

experience.

List of people registered for the discussion:

Name Surname Affiliation

Jessie Dubief EURORDIS (Rare Diseases Europe) -FACILITATOR

Adéla Odrihocka CAVO (Czech Association for Rare Diseases) — Notetaker
Danas Ceilitka V3] Retos ligos (Lithuanian Rare Diseases Association)

. Romanian National Alliance for Rare Diseases (RONARD) /
Dorica Dan

EURORDIS
lolo Eilian Health Service Executive (HSE) Ireland - Rare Disease Office
. ERN ReCONNET (ePAG Representative for Ehlers-Danlos
Charissa Frank
Syndromes)
Kirsten Johnson Fragile X Society (UK) - EURORDIS (Rare Diseases Europe)
Filipa Julio European Huntington Association (EHA)
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Name

Maria
Luisa

Aleksandra

Ida

Pauline

Anders

Greet

Christel

Ana

Annalisa

Suja

Katefina

Alessandra

Lex

Danica

Hind

Stefan

Surname

Scattoni

Milutinovic

Mirkovi¢ Knaus

Nauroy

Olauson

Op de Beeck

Paris-Bicking

Pataki

Scopinaro

Somanadhan

Strnadova

Tolaccia

van der
Heijden

Vuéié

EL Amiri

Zivkovic
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Affiliation

Istituto Superiore di Sanita (ISS) - National Center for Rare
Diseases

National Organisation for Rare Diseases Serbia (NORBS)
Croatian Alliance for Rare Diseases (HSRB)
Fondation Maladies Rares (French Foundation for Rare Diseases)

Agrenska (National Competence Centre for Rare Diseases,
Sweden)

Radiorg (Belgian Rare Diseases Federation)
Mental ID (Health Innovation & Support Platforms)

Lil' Brave One - HrabriSa (Neurotransmitter Disorders Advocacy) /
EURORDIS

UNIAMO (Federazione ltaliana Malattie Rare)
University College Dublin (UCD) - Rare Disease Nursing Research
Rett Community Czechia (Rett-C2)

OIFE (Osteogenesis Imperfecta Federation Europe)
CMTC-OVM (Vascular Malformations Patient Organisation)

National Organisation for Rare Diseases Serbia (NORBS Help Line)
European Brain Council (EBC) / Rare Disease Research Liaison

National Organisation for Rare Diseases Serbia (NORBS) / PH
Serbia

2. Research and innovation

The Group discussed this set of proposed action for the Research and Innovation pillar of
the European Blueprint for Rare Diseases.



https://download2.eurordis.org/Table_2_RESEARCH_INNOVATION.pdf
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Actions selected as EU priorities:

4. Strengthen structured and meaningful patient involvement in EU-funded rare disease
research (including priority setting, governance of projects, protocol design, endpoints,
dissemination) to better align R&D with patient needs and incentivise the use of similar
patient involvement guidelines at national level. This should include the development of
clear guidance for patient involvement and the provision of adequate resources for patient
organisations to build capacities and provide input.

7. Strengthen interoperable EU research and clinical infrastructures (registries, biobanks,
trial networks) with common standards and sustainable governance.

2.Establish sustained EU co-investment mechanisms for rare disease research, aligned
with patients’ needs, across the full pathway, leveraging public—private models, existing
rare disease research infrastructures, and long-term partnerships + 11. Promote
innovative trial designs and regulatory science for small populations (adaptive/platform
trials, external controls), with early dialogue and learning cycles

Actions selected as Global priorities:

12. Support the deployment of digital platforms for remote participation in studies and
follow-up, reducing burden for patients and carers

Discussion

The discussion was dominated by a shared recognition that rare disease research requires
a more coordinated, sustainable and patient-centred ecosystem. While participants
broadly supported the idea of a European Rare Disease Research Strategy (Action 1), the
prevailing view was that developing an overarching strategy is not an objective in itself
unless it is translated into concrete mechanisms for funding, infrastructure, evidence
generation and implementation. A clear trend emerged towards prioritising actions that
support the entire research pathway—from discovery to patient benefit—rather than
focusing on isolated research projects.

One of the strongest themes was the need for long-term, sustainable investment.
Participants repeatedly emphasised that funding should not only support research projects
but also preserve and strengthen the infrastructures that make research possible, including
registries, biobanks, datasets, trial networks and expert collaborations. There was concern
that valuable assets are frequently lost when project funding ends, highlighting the need
to move away from short-term project cycles and towards a more durable research
ecosystem. In this context, investment (Action 2) was generally perceived as a necessary
enabling condition for supporting infrastructure, trial readiness, regulatory science,
public—private collaboration and implementation. While the group did not identify support
for Public-Private Partnerships (Action 9) as a standalone priority, it recognised this as a
crucial component of a broader ecosystem of sustainable co-investment.

i EURORDS  2) @)

-



Femos DI

The themes of investment and clinical trial desigh were closely linked throughout

the discussion. A sustained EU co-investment mechanism was identified as
complementary to innovative trial designs for small populations. The discussion highlighted
the need to rethink research and development models for rare and ultra-rare diseases.
Innovative trial designs, adaptive methodologies, platform trials and regulatory approaches
tailored to small populations were widely viewed as critical to accelerating progress. Many
promising innovations fail to progress because conventional commercial incentives are
insufficient, leading to calls for dedicated pathways for ultra-rare conditions, N-of-1
therapies, repurposing and other commercially fragile areas (Action 15).

A further recurring theme, which generated strong consensus among participants, was the
recognition that data and infrastructure are foundational enablers of progress.
Interoperable registries, biobanks, trial networks, common standards and sustainable
governance were repeatedly described as prerequisites for achieving many other ambitions,
including innovative trial designs, artificial intelligence, regulatory innovation and
international collaboration. Participants consistently argued that fragmented data systems
remain a major obstacle and that strengthening European and cross-border infrastructures
should be viewed as a strategic priority, given the barriers fragmentation creates for both
academic research and commercial viability. Although support for Centres and Networks
(Action 8) was not ultimately prioritised, many participants argued that it should be
considered part of the implementation of Action 7 and called for the two actions to be
merged. Similarly, sustaining the funding and operational capacity of European Reference
Networks (ERNs) (Action 10) was seen as an important step. However, participants stressed
the need to clarify how ERNs contribute to research infrastructure, trial readiness and
evidence generation.

Patient participation emerged as another central priority and was consistently discussed
as a fundamental shift rather than a procedural requirement. Participants stressed that
patients should be embedded throughout the research process, from priority-setting and
governance to trial design, outcome measures, evidence generation, dissemination and
implementation. Closely linked to this was strong support for patient-generated evidence,
including patient-reported outcomes, experience measures and quality-of-life data. These
were viewed as essential for understanding disease burden, identifying unmet needs and
ensuring that research reflects real-world priorities. The corresponding Action 12 was
selected as a global priority.

Participants also emphasised the importance of international collaboration, recognising
that the small and geographically dispersed nature of rare disease populations requires
research efforts that extend beyond national borders. Multi-country studies, shared
protocols and interoperable infrastructures were viewed as essential for generating robust
evidence and reducing inequalities in access to research opportunities.
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“&® Overall, the workshop highlighted a vision of rare disease research built on
four interconnected pillars: sustained investment, meaningful patient partnership,
interoperable research infrastructures and innovative development pathways for
small populations. The key recommendation was to prioritise the enabling conditions that
strengthen the entire research ecosystem, ensuring that scientific advances are translated
more effectively into therapies, evidence and tangible benefits for people living with rare

diseases.

List of people registered for the discussion:

Name

Roseline

Julien

Lien

Anne-Mette

Giorgia

June

Sean

Donatella

Aldona

Emilia

Claire

Shota

Tobias

Ellen

Malgorzata

Surname

Favresse

Poulain

Beckers

Bredahl

Buoncuore

Buvarp

Byrne

Capone

Chmielewska

Debska

Duggan

Dzemaili

Hagedorn

Koekoeckx

Kosla

Affiliation

EURORDIS (Rare Diseases Europe) - FACILITATOR

EURORDIS (Rare Diseases Europe) - Notetaker

Leuven Institute for Rare Diseases (KU Leuven)

VASCERN / National Centre for Rare Disorders Norway

Istituto Superiore di Sanita (ISS) - National Center for Rare
Diseases

Independent Patient/Clinical Consultant (Rare Diseases)

European Federation of Pharmaceutical Industries and
Associations (EFPIA)

NaNa Onlus (Associazione Nazionale Neurofibromatosi)

Agora Research

SMA Europe

Retina International

University College Dublin (UCD)

DIG PKU (Deutsche Interessengemeinschaft Phenylketonurie)

Cure Angelman Belgium

Rare Disease Patient Advocate / Consultant



Name

Andrea

Vitaliy

Lubomir

Alexandre

Ana

Amanda

Marion

Stephanie

Rachel

Dorit

Stephen

Surname

Marcetic

Matyushenko

Mazouch

Méjat

Moreira

Rohrig

Rottenberg

Sangalang

Smith

Wahl-Brink

Waldek
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Rare Disease Clinical Researcher/ Consultant

CSMA Ukraine (Children with Spinal Muscular Atrophy)

Rare Disease Patient Representative / Advocate (Czechia)
AFM-Téléthon (Association Frangaise contre les Myopathies)
International VATPase Alliance

BridgeBio Pharma

AOP Health

University College Dublin (UCD)

Parexel (Rare Disease Clinical Trials)

Sjeeldne Diagnoser (Rare Diseases Denmark)

University of Sunderland (Lysosomal Storage Disorders
Specialist)
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3. Access to treatments and medical
devices

The Group discussed this set of proposed action for the Access to treatments and Medical
devices pillar of the European Blueprint for Rare Diseases.

Actions selected as EU priorities:

5. Support the sharing of best practices between Member States on early access principles
for rare disease therapies (managed access, conditional reimbursement, data collection)
and to ensure early access schemes include patient-informed criteria and transparent
communication on eligibility and timelines.

14. Pilot HTA approaches adapted to rare diseases, including acceptance of alternative
evidence, surrogate endpoints and iterative reassessment.

6. Strengthen cross-border access to specialised treatments and devices by improving
pathways and coordination between centres and payers, and by streamlining prior
authorisation, reimbursement, and referral processes at EUand national levels.

Actions selected as Global priorities:

13. Establish a permanent, structured early dialogue mechanism spanning the full
development-to-access pipeline, bringing together developers, regulators, HTA bodies,
payers, and patients to aligh evidence requirements and support patient partnership in
access and reimbursement pathways.

14. Pilot HTA approaches adapted to rare diseases, including acceptance of alternative
evidence, surrogate endpoints and iterative reassessment

9. Ensure continuity of access to treatments across life stages, including structured
transition pathways from paediatric to adult care and harmonised treatment eligibility
criteria across Member States.

Discussion

The discussion on access to treatments and medical devices was dominated by concerns
about inequities in access, both between and within countries. A clear trend emerged
towards viewing the treatment pathway as a continuum extending from regulatory
approval and evidence generation to reimbursement, cross-border access, and long-term
patient outcomes. This was deemed particularly relevant at global level (Action 9), with
participants highlighting how it an cross-cutting problem across states and diseases.

Several speakers argued that policy discussions often focus too heavily on authorisation
while neglecting the barriers that arise after approval, particularly in relation to pricing,
reimbursement, and national implementation. Indeed, a major theme was the need to
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modernise regulatory, HTA, and reimbursement frameworks to better reflect the
realities of rare diseases. The proposal of piloting new HTA approaches for rare diseases
(Action 14) gained particular traction and chosen as a priority both at EU and Global level.
Participants highlighted the limitations of conventional evidence requirements for small
populations and called for greater flexibility across regulatory authorities, HTA bodies, and
payers. The discussion consistently linked evidence generation, real-world evidence,
conditional reimbursement, and adapted HTA methodologies as part of a broader effort to
create more appropriate access pathways for rare and ultra-rare conditions. Early access
schemes were particularly valued because of their potential to deliver immediate benefits
to patients while supporting evidence generation and reimbursement discussions. Patient
participation was consistently described as essential within these processes, particularly
in HTA and reimbursement discussions.

Cross-border collaboration emerged as another dominant trend, the action proposing
sharing of best practices and early access principles across Member States (5) received
strong support as a mechanism to reduce disparities and promote harmonisation.
Participants repeatedly referred to disparities in access between Member States and
recoghised that many countries, particularly smaller ones, lack sufficient patient
populations, expertise, or infrastructure to address rare diseases independently. Facilitate
voluntary joint procurement and negotiations was a topic of discussion both for the EU
and global level, some participants emphasised its importance for smaller EU member
states and ultra-rare, asking to link this proposal to action 6 (cross-border healthcare) and
action 18 (EU Rare Disease Innovation and Access Fund under the next MFF).

The importance of multi-stakeholder dialogue was another recurring message. Participants
strongly supported the establishment of structured mechanisms bringing together
regulators, HTA bodies, payers, developers, clinicians, and patients across the entire
development-to-access pathway. Early dialogue was viewed as a practical way to reduce
bottlenecks, align evidence requirements, improve predictability, and address inequities
between healthcare systems with different levels of maturity. The importance of
establishing permanent and structured forms of early dialogue mechanisms at global level
emerged clearly by the interventions (Action 13). Participants linked this to the necessity of
involving patients

A further trend was the growing recognition that access challenges cannot be separated
from broader questions of sustainability and value. Participants discussed the need to
better demonstrate the long-term societal and healthcare benefits of treatment, arguing
that therapies should be viewed as investments rather than costs. There was particular
interest in generating evidence after approval, improving post-marketing data collection,
and using real-world evidence to support reimbursement decisions and managed entry
agreements (Action 15). The proposal for stronger incentives for evidence generation was
described as an enabler for a more efficient HTA exercise, addressing the need for access,
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improving dialogue between regulators and companies, but also providing more data
for evidence-based reimbursement decisions.
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Overall, the workshop called for treating access as a shared responsibility across

the entire ecosystem. Rather than isolated policy interventions, it advocated integrated
frameworks linking regulatory innovation, evidence generation, HTA, reimbursement,
cross-border cooperation, patient involvement and sustainable funding. The overarching
message was that reducing inequities requires coordinated action across the entire
treatment pathway, supported by stronger collaboration between countries and

stakeholders.

List of people registered for the discussion:

Name

Rosa

Céline

Thomas

Rene

Daniel

Dante

Nancy

Mariette

Tomasz

Florian

Stan

Anneliene

Eka

Aleksandra

Surname

Castro

Schwob

Bolst

Brectan

de Vicente

Di lulio

Di Salvo

Driessens

Grybek

Innig

Jackson

Jonker

Kandelaki

Leijenhorst

Affiliation

EURORDIS (Rare Diseases Europe) - FACILITATOR
EURORDIS (Rare Diseases Europe) - Notetaker

PTC Therapeutics

CAVO (Czech Association for Rare Diseases)

FEDER (Spanish Federation for Rare Diseases)
Chiesi Farmaceutici

GBS - CIDP Foundation International

VSOP (Dutch Patient Alliance for Rare and Genetic Diseases)
Fundacja Badan i Rozwoju (B&R Foundation)
ACHSE (German Alliance for Chronic Rare Diseases)
Astellas Pharma

University of Twente (Technical Medical Centre)
Thbilisi State Medical University (TSMU)

Independent Rare Disease Consultant / Advocate
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Victor

Maartje

Vicky

Vinciane

Jean-
Pascal

Jean

Roudie

Rohita

Chris

Leo

Harry

Dorota

Surname

Maertens

Mangelaars

McGrath

Quoidbach

Roussy

Saslawsky

Shafie

Sharma

Sotirelis

Strican

Thurston-
Smith

Zgodka
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Affiliation

EUCOPE (European Confederation of Pharmaceutical
Entrepreneurs)

Rare Disease Patient Representative / Consultant

Rare Diseases Ireland (RDI)

European Brain Council (EBC)

Sanofi Genzyme (Rare Diseases)

EURORDIS (Rare Diseases Europe)

Ultragenyx Pharmaceutical

Alexion Pharmaceuticals

Thalassaemia International Federation (TIF) / Patient Advocate

Acadia Pharmaceuticals

Jazz Pharmaceuticals

Health Technology Assessment international (HTAI)
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4. Enabling earlier, faster, and more accurate
diagnosis

The Group discussed this set of proposed action for the Diagnosis pillar of the European
Blueprint for Rare Diseases.

Actions selected as EU priorities:

8. Establish an EU-level newborn screening (NBS) advisory or multistakeholder group to
provide non-binding recommendations on screening panels, quality standards, and ethical
safeguards.

15. Establish structured pathways for undiagnosed patients, including referral to
specialised centres and periodic reanalysis of genomic data.

18. Fund comparative research on diagnostic performance across Member States to
identify gaps and guide EU action and develop consensus indicators (e.g. via OMC) to
monitor diagnostics, care, research, and wellbeing.

Actions selected as Global priorities:

5. Fund a programme to strengthen professional education on rare diseases, including
familiarising with the national network of CoEs in primary care and emergency settings,
using case-based training and e-learning, dissemination of targeted campaigns and digital
tools (e.g. the app developed by ERNs and Orphanet)

16. Support patient registries and data sharing to improve matchmaking and knowledge
generation for undiagnosed conditions.

Discussion

The discussion showed strong consensus that earlier and more accurate diagnosis remains
the cornerstone of rare disease policy, but participants repeatedly stressed that diagnosis
should not be treated as an end in itself. A clear trend emerged towards viewing diagnosis
as part of a continuous patient journey that includes care coordination, social support,
long-term follow-up, and quality of life outcomes. Across interventions, there was broad
agreementthatthe real measure of successis notsimply obtaining a diagnosis, but ensuring
that diagnosis leads to meaningful improvements for patients and families. The need for
implementing a structured diagnosis pathway (Action 1) was judged as a priority for the
Global level, while the need to embed case management and coordinate referral in such
pathways (Action 2) was ultimately seen as a highly practical recommendation with great
benefit and implications for the quality of lives of patients and their caregivers (especially
for the EU).
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Another recurring theme was the need for greater integration and coordination.
Participants highlighted growing fragmentation between rare disease plans, genomics
strategies, newborn screening initiatives, and other policy frameworks, calling instead for
an overarching approach that aligns existing efforts and avoids duplication. Several
speakers emphasised that structured diagnostic pathways, clear referral mechanisms, and
stronger links between primary care, specialist centres, and European Reference Networks
are essential to reducing delays and inequalities across countries. Great attention was
reserved also to strengthening genomic counselling (Action 4, 9, 10, 11), and the relative
measures needed for increasing the number of centres and professional offering such
service.

Establishing an EU-level nhewborn screening (NBS) advisory or multistakeholder group
was voted as an EU-level priority, reflecting a broad consensus that greater coordination is
needed to address the significantvariation in NBS programmes across Member States. Such
a framework could support more equitable access to early diagnosis by facilitating the
exchange of best practices, scaling up successful national pilot projects, and providing
guidance onthe evaluation and adoption of new technologies. Several contributors stressed
that the body should ensure meaningful patient involvement and support the
development of harmonised approaches to follow-up care, recognising that screening
alone does not improve outcomes unless it is linked to appropriate treatment, care
pathways, and long-term support. At the same time, participants cautioned against an
overly narrow focus on newborn screening, noting that many rare diseases are diagnosed
later in life and that strategies for earlier diagnosis must extend beyond the neonatal period.

The discussion also highlighted the need to increase attention to undiagnosed patients.
Rather than viewing them as a separate population, participants described undiagnosed
individuals as being at a different stage of the same diagnostic continuum. The need to
establish structured pathways for undiagnosed patients (Action 15) received attention,
especially at EU level. A few participants highlighted the resistance in Member States to
define and address the needs of undiagnosed patients, making them even less visible in the
health systems. This led to calls for structured pathways for unresolved cases, periodic
reanalysis of genomic data, stronger cross-border collaboration, and improved visibility of
undiagnosed conditions.

Education and awareness emerged as one of the strongest priorities, particularly at the
global level (Action 5). Participants consistently noted that lack of awareness among
healthcare professionals remains a major barrier to timely diagnosis and contributes to the
isolation experienced by many people living with rare diseases. Supporting the creation of
patient registries (Action 16) was extensively prioritised for the global level, particularly for
the great implications it might have for knowledge generation in a field with such scattered
population as rare diseases.

Finally, there was strong support for investments in data infrastructure, registries, data
sharing, and emerging technologies such as Al and multi-omics (Action 18). However,
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speakers stressed that these tools should be implemented within robust governance
frameworks and used as enablers of broader systemic change.

®

“&® The overall recommendation was to prioritise strategic interventions that

create and enable further advancements, laying down not only responses to present

challenges but the basis for tomorrow’s necessities and emerging technologies.
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5. Access to specialised and highly
specialised healthcare

The Group discussed this set of proposed action for the Specialised Healthcare pillar of
the European Blueprint for Rare Diseases.

Actions selected as EU priorities:

2. Update and implement national rare disease plans with measurable objectives to
improve access to specialised care, aligned with EU guidance and ERN integration,
including financial incentives and stronger national engagement.

Add new action: Develop and implement generic care pathways for rare conditions
grounded on the patient community needs and challenges.

ERN sustainability and integration (3 actions were merged under this heading)

16. Strengthen cross-border collaboration through ERNs, including sustainable funding,
shared clinical pathways, and access to expertise

18. Ensure stable funding for ERNs at EU and Member State level.

19. Establish a formal ERN sustainability framework with clearer operational status, to
secure protected expert time and accountability for care; data and research functions;
training and strengthening Centres of Expertise capacities; enhancing ERNs competencies
and services tobetter protect people living with a rare disease.

11.Strengthen registries and data linkage to support care quality, research and service
planning

Actions selected as Global priorities:

11. Strengthen registries and data linkage to support care quality, research and service
planning

Discussion

The discussion centred on how integrated European Reference Networks (ERNs) could
fully deliver on their potential. Participants acknowledged the progress made to date,
while emphasising that further action is needed to ensure all people living with a rare
condition in the EU can benefit from this structure. It was also recognised that the extent to
which individuals benefit from ERNs varies depending on their country of residence and the
prevalence or incidence of their condition, and that each national health authority must
determine how best to harness ERNs within its own health system.

Participants stressed that improving timely access to specialised healthcare requires
stronger alignment between EU and national levels, to prevent people from falling through
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gaps in the system. In particular, access to cross-border healthcare for people with

rare conditions must be wellintegrated into national care pathways, whether through timely
referral to an Expert Centre abroad or through ERN case discussion, with follow-up care at
the local level properly coordinated with the treating Expert Centre.

More broadly, the group discussed the challenge of reaching political agreement among
Member States on the actions to be included in an EU Action Plan. Since healthcare
planning and delivery falls within exclusive national competence, country representatives
must find common ground on the areas where they wish to deepen EU cooperation and
define how that collaboration should be structured. While JARDIN may produce valuable
recommendations and proofs of concept, Member States themselves must agree on where
and how to move forward.

Notably, the group did not prioritise the two measures that received the highest number of
votes in the Task Force Survey:

¢ Awareness beyond specialists: improving early recognition of rare diseases among
non-specialist healthcare professionals;

e Access to highly specialised treatments: exploring the potential benefits,
challenges, and feasibility of EU-level approaches to support cross-border access to
ultra-rare and highly specialised treatments.

Both actions were discussed, each championed by one or two participants, but neither
reached consensus for prioritisation. Equally, the group agreed not to discard actions that
had received no votes (such as EU collaboration on workforce planning), recognising their
continued relevance. Overall, the full list was viewed not as competing priorities but as a
sequence of actions deliverable at different stages — some in the short term, others over a
longer horizon.

Based on the agreed prioritisation criteria, the group reached swift and strong consensus on
two actions:

¢ National rare disease plans: updating and implementing national plans with
measurable objectives to improve access to specialised care, aligned with EU
guidance and ERN integration, and supported by financial incentives and stronger
national engagement

o Registries and data use: strengthening registries and data linkage to support care
quality, research, and service planning — this action was also selected for the Global
Action Plan, recognising the importance and power that can stem from data linkage
and registries to enable access to quality care.

A sense of urgency around embedding ERNs more firmly within national health systems
also drove agreement on a number of ERN-related actions. Well-established and
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sustainable ERNs were seen as a prerequisite for enabling many of the other actions
on the list.

Finally, participants agreed on the need for clearer national care pathways to guide
patients from the very start of their journey. While this is an ongoing process that each
country must shape according to its own context, the exchange of good practices was seen
as a valuable lever. JARDIN recommendations are expected to provide further guidance in
this area. This discussion prompted the group to define a new action, not previously listed,
focused on developing and implementing generic care pathways for rare conditions,
grounded in the needs and lived experiences of patient communities.

verall, participants agreed on the need to strengthen the integration of ERNs

within national health systems and improve coordination between EU and national

levels to ensure better access to specialised care for people living with rare conditions.
Strong consensus emerged around national rare disease plans, registries and data use,

and the development of clearer care pathways, while recognising that progress will

require a phased approach and sustained Member State commitment.

List of people registered for the discussion:
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6. Optimising the Data Ecosystem

The Group discussed this set of proposed action for the Data pillar of the European Blueprint
for Rare Diseases.

Actions selected as EU priorities:

1. Integrate a dedicated rare disease module into the EHDS (European Health Data Space)
with harmonised minimum datasets across Member States and legal frameworks facilitated
for primary and secondary data use. This data infrastructure and registries shall follow FAIR
and ERDRI standards and favour decentralised infrastructures with limited centralisation for
specific research purposes.

2. Require the systematic use of OrphaCodes across health systems and datasets to
improve visibility and comparability.

9. Support Member States in strengthening and implementing EHR systems to capture
structured rare disease relevant data, ensuring compatibility with ERN registries,
OrphaCodes, and EHDS.

Actions selected as Global priorities:

8. Ensure sustainable funding and quality management for national and EU registries,
including integration of patient reported data where relevant

2. Require the systematic use of OrphaCodes across health systems and datasets to
improve visibility and comparability

12. Enable secure secondary use of health data and real-world evidence with robust
governance and consent models

Exequo

16. Supportvalidated Al applications for case finding, decision support, and research based
on high-quality datasets (WHO, 2025; Nordic Roadmap, 2025) and monitor Al performance
and equity impacts, ensuring transparency and accountability

Discussion

The discussion demonstrated strong consensus that establishing a coherent and
interoperable rare disease data ecosystem is a foundational prerequisite for improving
diagnosis, care, research, policy development, and access to innovation. Across
interventions, participants repeatedly stressed that the challenge is no longer the absence
of data, but rather the fragmentation, limited interoperability, and underutilisation of
existing datasets and infrastructures. A clear trend emerged towards viewing data systems
notastechnicaltoolsinisolation, but as strategic enablers capable of supporting the entire
rare disease ecosystem.
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Within this context, the integration of a dedicated rare disease module into the
European Health Data Space (EHDS) (Action 1) was widely regarded as one of the most
important and transformative actions, particularly at EU level. Participants consistently
described this action as the mechanism capable of bringing together coding,
interoperability, governance, consent frameworks, registries, and secondary use of data
under a common European framework. Several contributors emphasised the need for a
clear political mandate to ensure that rare disease requirements are explicitly embedded
within EHDS implementation and regulation. This action was seen as comprehensive of all
the core requirements for building a rare diseases ecosystem by most of the participants.

A second dominant theme concerned the systematic adoption and implementation of
OrphaCodes (Actions 2, 3 and 4). Across discussions, OrphaCodes were repeatedly
described as the key that would unlock the visibility of rare disease patients within
healthcare systems, enabling better epidemiological knowledge, more reliable data
collection, and meaningful secondary use of health information. Participants highlighted
that many countries already possess large amounts of health data, but these remain difficult
to use because rare disease patients are not consistently identifiable within health
information systems. The discussion evolved beyond simple adoption of OrphaCodes
towards the need for mandatory implementation, harmonised application across
healthcare settings, mapping with existing coding systems, and systematic capture across
hospital, primary care and mortality datasets. Several contributors argued that action 3
(support mapping between OrphaCodes and other systems) and action 4 (promote
systemic capture of rare diseases codes across data sets) are intrinsically linked and could
be merged into a single action focused on harmonised implementation and systematic use
of OrphaCodes across health systems and datasets. More broadly, there may be value in
considering a closer integration of actions 2, 3 and 4 into a coherent coding and
interoperability package, reflecting the way these issues were consistently discussed
together throughout the workshop.

Interoperability and harmonisation emerged as another major priority. Participants
repeatedly stressed that Europe should focus on connecting and strengthening existing
infrastructures rather than creating entirely new systems. The need to harmonise registry
standards and define common minimum datasets (Action 5) received strong support,
particularly as a means of reducing duplication and improving comparability across
countries. Contributors highlighted that quality and harmonisation must progress together,
noting that minimum datasets must remain sufficiently robust to support research, care
planning and policy decisions. Similarly, discussions around establishing a European rare
disease data hub (Action 14) reflected a growing preference for federated and
interconnected approaches to data sharing. Rather than advocating for a highly
centralised repository, participants favoured creating a framework capable of linking
existing registries, biobanks and clinical data services while preserving local ownership
and governance. Given the strong overlap between the objectives of actions 5 and 14, there
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may be merit in explicitly linking these actions, positioning the data hub as the
operational infrastructure through which registry harmonisation and interoperability are
achieved.

The importance of sustainable funding emerged as one of the strongest and most
consistent messages across the workshop. Action 8 received substantial support,
particularly at global level, with participants repeatedly emphasising that even the most
ambitious policies cannot be implemented without long-term financial investment. Several
contributors highlighted that registries and data infrastructures require years to develop and
maintain, and that funding should therefore be viewed as an enabling mechanism
underpinning all other actions rather than as a standalone objective. The discussion
suggested that sustainable financing models should explicitly support interoperability
initiatives, quality management, patient-reported outcomes, and long-term maintenance of
registries and data platforms.

The workshop also highlighted growing recognition of the importance of governance
frameworks that enable secure and trusted secondary use of health data. Action 12 was
frequently identified as a priority, particularly because of its potential to support research,
clinical trials, real-world evidence generation and international collaboration. Participants
stressed that substantial amounts of data already exist but remain inaccessible due to
governance barriers rather than technical limitations. The discussion repeatedly
emphasised the need to build on existing infrastructures and previous policy efforts rather
than creating entirely new systems. Several speakers framed the urgency of improving data
sharing not only as a technical challenge but also as a societal issue, arguing that delays in
data sharing can have direct consequences for patients’ lives.

Patient-centred governance emerged as a further cross-cutting theme. Participants
stressed that patients should not only contribute data but should also retain meaningful
control over how it is used and benefit from the knowledge generated through research and
innovation. Action 18 received strong support, particularly in relation to dynamic consent
models, transparency regarding data use, return of clinically relevant findings, and stronger
patient ownership of data. Discussions frequently linked Action 18 with Action 12,
suggesting that both actions contribute to a broader framework for trustworthy, patient-
centred governance of rare disease data. A closer alignment between these actions could
therefore be considered to strengthen coherence and avoid duplication.

The role of digital technologies and emerging innovation was also discussed extensively.
While participants recognised the transformative potential of electronic health records
(Action9), artificialintelligence (Action 16), and patient-reported outcome measures (Action
13), there was broad agreement that these tools can only deliver meaningful value when

supported by high-quality, interoperable datasets and robust governance arrangements.

Participants highlighted that Al is no longer a future consideration, noting that patients are
already using Al tools to interpret medical information and support decision-making. This
generated calls for accelerated development of governance frameworks capable of
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ensuring transparency, accountability, performance monitoring and equity in Al
applications. Similarly, participants highlighted the importance of developing common
approaches to PROMs and quality-of-life measures, particularly to support comparative
evidence generation and strengthen the secondary use of health data.

Finally, the discussion reinforced the need to view data policy as a strategic investment
in the future of rare disease care rather than as a purely technical undertaking. Across
interventions, there was strong agreement that the most effective actions are those that
create the conditions for future progress by improving visibility, interoperability,
sustainability and trust.

®
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The overall recommendation was therefore to prioritise foundational measures

capable of enabling broader systemic change, particularly the integration of rare
disease requirements within the EHDS, the systematic implementation of OrphaCodes,
harmonisation of registries and datasets, sustainable funding mechanisms, and
governance frameworks that facilitate secure, ethical and patient-centred use of health

data.
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Conclusion & Next Steps

The Blueprint Workshop marked an important milestone in community engagement, multi-
stakeholder dialogue, and consensus-building on the future of rare disease policy in Europe.
Across all thematic areas, participants demonstrated strong alignment on the need for a
more coordinated and ambitious response to the challenges faced by people living with rare
diseases.

Discussions reinforced the view that many of these challenges transcend national borders
and require collective solutions. Participants highlighted the importance of stronger
European cooperation to reduce inequalities, share expertise, and ensure that advances in
diagnosis, care, research, treatment access, and data systems benefit all communities.
They also recognised the global relevance of these priorities, with many of the proposed
actions providing a foundation for international collaboration and the development of a
future Global Rare Disease Action Plan.

While priorities differed across pillars, a clear message emerged: fragmented efforts are no
longer sufficient. Stakeholders voiced strong support for a dedicated EU Action Plan on Rare
Diseases to provide strategic direction, accelerate progress, and translate commitments
into tangible improvements for patients and families. The workshop outcomes therefore not
only inform the finalisation of the European Blueprint for Rare Diseases, but also reflect a
united call for coordinated action at both European and global levels.

The reflections and recommendations from the breakout sessions will feed into the broader
consultation process led by EURORDIS, alongside the findings of the Regional Survey and
the strategic guidance of the Core Group.

As work continues to refine the Blueprint and define the key structural elements of a future
EU Action Plan on Rare Diseases, a joint webinar will be held on 18 September to present
the advanced draft ahead of publication.
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