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Created in 2022, Together4RD was formed by 
leading representatives of Europe’s rare disease 
community, with a multistakeholder Steering 
Group composed of ERN coordinators and 
representatives, patient organisations, research 
infrastructures and the pharmaceutical industry 
with the purpose of harnessing collaboration 
between European Reference Networks (ERNs) 
and industry in rare disease research.

Together4RD has positioned itself among 
a growing number of organisations and 
initiatives calling for, and demonstrating the 
value of public-private partnerships (PPPs) 
between ERNs and industry, moving the needle 
in rare disease research by demonstrating 
through three pilot projects how PPPs can 
work and be scaled up in the future. These 
pilots have provided valuable learnings for 
collaboration in rare disease research, and the 
key lessons were published in a 2025 Toolkit 
on fostering ERN-industry collaboration.

In advocacy, Together4RD has actively sought 
more political action on rare diseases, working 
closely with a number of Members of the 
European Parliament, officials at the European 
Commission’s Directorates-General for Health 
and Food Safety (SANTE) and Research and 
Innovation (RTD), EU Council Presidencies, the 
European Economic and Social Committee 
and the ERN Board of Member States.

The initiative’s pausing in 2025 owes to its 
success in demonstrating the potential of 
PPPs in rare diseases research to a wide 
range of stakeholders, culminating in a 
successful conference in the European 
Parliament in September 2025 and the 
development of concrete recommendations 
on what all stakeholders in rare disease 
research can do to overcome barriers to 
public-private partnerships between ERNs 
and industry in rare disease research.

This report weaves together 4 years of 
work to advocate for cohesive, ambitious 
policy to boost ERNs’ research activities to 
address unmet medical needs, as well as 
comprehensive activities to foster ERN-
industry collaboration and demonstrate 
the effect of transparent, patient-centred 
pilot projects, and develop a toolkit 
for stakeholders to emulate and take 
forward these collaborative projects.
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Three key achievements

Together For Rare Disease has made tangible contributions to European rare disease research activities and policy. 

Pilot research projects between European 
Reference Networks and industry

Three pilot projects were devised between European Reference Networks 
and pharmaceutical companies to make inroads on different diseases, with 
Together4RD facilitating the launch of each pilot which was then taken on by the 
ERN-industry partners.

To find more information about our pilot projects, head directly to page 34. 

Toolkit to foster ERN-Industry collaboration

The Together4RD Toolkit is intended to support a broad range of collaborative 
activities in which ERNs and industry might partner. It is Together4RD’s most 
comprehensive effort to date to strengthen research collaboration between ERNs 
and industry. ERNs, established to improve the diagnosis and care of people living 
with rare diseases, are recognised as key enablers of rare disease research due 
to their pan-European networks, data infrastructure, and deep disease-specific 
expertise. Yet, many of these networks operate in fields with limited prior R&D and 
lack experience in engaging with private sector partners. ERNs and industry may 
have different needs, and see value in different components of this resource, but 
the Toolkit provides added-value for both sets of stakeholders.

To find more information about our Toolkit projects, head directly to page 36. 

Continuous and impactful engagement 
with key policy stakeholders

Together4RD has contributed to shaping the environment for rare disease research 
in Europe by consistently highlighting the role of public‑private partnerships 
between ERNs and industry. Through ongoing engagement with Members of the 
European Parliament, the European Commission, the ERN Board of Member States 
and rotating Council Presidencies, the coalition has helped keep rare diseases, 
and the research mission of ERNs, on the EU agenda, including by engaging with 
the ERN Board of Member States to adapt its 2019’s statement on ERN‑industry 
collaboration. Its position statement, policy asks and targeted events in the 
European Parliament have translated advocacy messages into concrete proposals 
to enable ERN‑industry collaboration.

To read our key recommendations for policymakers, head directly to page 73. 

1

2

3
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Supporting ERN-industry rare 

disease research collaboration 

through advocacy

Together4RD’s Position Statement on collaboration 

between European Reference Networks and industry

Hedley et al. 
Orphanet Journal of Rare Diseases          (2023) 18:272  
https://doi.org/10.1186/s13023-023-02853-9

POSITION STATEMENT Open Access

© The Author(s) 2023. Open Access  This article is licensed under a Creative Commons Attribution 4.0 International License, which 
permits use, sharing, adaptation, distribution and reproduction in any medium or format, as long as you give appropriate credit to the 
original author(s) and the source, provide a link to the Creative Commons licence, and indicate if changes were made. The images or 
other third party material in this article are included in the article’s Creative Commons licence, unless indicated otherwise in a credit line 
to the material. If material is not included in the article’s Creative Commons licence and your intended use is not permitted by statutory 
regulation or exceeds the permitted use, you will need to obtain permission directly from the copyright holder. To view a copy of this 
licence, visit http:// creat iveco mmons. org/ licen ses/ by/4. 0/. The Creative Commons Public Domain Dedication waiver (http:// creat iveco 
mmons. org/ publi cdoma in/ zero/1. 0/) applies to the data made available in this article, unless otherwise stated in a credit line to the data.

Orphanet Journal of
Rare Diseases

Together4RD position statement 
on collaboration between European reference 
networks and industry
Victoria Hedley1*  , Matt Bolz‑Johnson2, Ines Hernando2, Rosalind Kenward3, Rima Nabbout4, Clara Romero3, 
Franz Schaefer5, Sheela Upadhyaya3 and Together4RD Steering Group 

Abstract 

Notwithstanding two decades of policy and legislation in Europe, aimed to foster research and development in rare 
conditions, only 5–6% of rare diseases have dedicated treatments. Given with the huge number of conditions classed 
as rare (which is increasing all the time), this equates to major unmet need for patients (over 30 million in the EU 
alone). Worryingly, the pace of Research and Innovation in Europe is lagging behind other regions of the world, 
and a seismic shift in the way in which research is planned and delivered is required, in order to remain competi‑
tive and—most importantly—bring meaningful, disease‑altering treatments to those who desperately need them. 
The European Reference Networks (ERNs), launched in 2017, hold major potential to alleviate many of these chal‑
lenges, and more, but only if adequately supported (financially, technically, and via robust policies and infrastructure) 
to realise that potential: and even then, only if able to forge robust collaborations harnessing the expertise, resources, 
knowledge and data of all stakeholders involved in rare disease, including Industry. To‑date, however, ERN‑Industry 
interactions have been largely limited, for a range of reasons (concerning barriers both tangible and perceived). 
This Position Statement analyses these barriers, and explains how Together4RD is seeking to move the needle here, 
by learning from case studies, exploring frameworks for collaboration, and launching pilots to explore how best 
to plan and deliver multistakeholder interactions addressing real research needs.

Keywords Rare disease, European reference network, Public–private‑partnership, Rare diseases, ERNs, Networking, 
Research

Part 1: The EU Context
Unmet needs of rare diseases and the status quo 
of European research
Rare diseases (RD) are, by definition, rare; however, there 
are an estimated 6–8,000 separate conditions classed 
as rare, based upon the definition espoused by Regu-
lation  (EC) No 141/2000, with an average of 4–5 new 
conditions described every week. This means that collec-
tively, rare diseases affect a significant proportion of the 
population, approximately 1 in 18 people. Patients and 
families typically face challenges in every stage of their 
journey, from seeking an accurate diagnosis to finding a 
specialist, participating in research studies and accessing 

This article is part of the Topical Collection on Other.

*Correspondence:
Victoria Hedley
vjhedley@hotmail.co.uk
1 Newcastle University, Newcastle Upon Tyne, UK
2 EURORDIS (Rare Diseases Europe), Paris, France
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4 Pediatric Neurology Department, Hôpital Necker Enfants Malades, APHP, 
Universite Paris Cité, Institut Imagine, Paris, France
5 Center For Pediatrics and Adolescent Medicine, University of Heidelberg, 
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Read the full Position Statement in Annex I.
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Our MEP Champions in the European Parliament

Together4RD’s journey bears witness to two European 
Parliamentary terms under which rare diseases have 
gained increased prominence in policy and discourse. 

The European Parliament has emerged as a leading voice 
for greater EU coordination and investment in rare diseases, 
recognising the efforts of the rare disease community, industry 
and patient organisations alike, in harnessing support from MEPs.

Capitalising on the formation of a fully-fledged Public Health 
(SANT) committee in the European Parliament in 2025, 
Together4RD has created highly productive relationships with 
several MEPs, with regular exchanges, collaborations and 
meetings. For example, Together4RD worked with several MEPs 
to inform a plenary debate on an EU Rare Disease Action Plan 
with EU Health Commissioner Olivér Várhelyi in April 2025.

A number of Members of the European Union have gone above 
and beyond in championing the initiative, campaigning for a more 
cohesive and ambitious European rare disease ecosystem which 
stimulates public-private partnerships in rare disease research.

“ERNs have transformed rare 
diseases - they are the most 
important innovation in this area in 
Europe, if not also in the world. A 
future plan has to coordinate and 
harmonise national strategies and 
facilitate cross-border healthcare.”

MEP TOMISLAV SOKOL 
EUROPEAN PEOPLE’S PARTY, 
CROATIA

“Europe is about unity, solidarity 
and about being stronger 
together where it matters. 
And we matter! The EU would 
not be the EU without the 
rare disease community.”

MEP FRÉDÉRIQUE RIES 
BELGIUM, RENEW EUROPE; 
TOGETHER4RD MEP CHAMPION, 
NOVEMBER 2022

At a plenary debate on the need for an 
EU Action Plan on Rare Diseases in the 
European Parliament in April 2025, EU Health 
Commissioner Olivér Várhelyi underlined 
the Commission’s dedication to pan-
European approaches to rare disease policy 
and infrastructures, notably the European 
Reference Networks.

9 T H  P A R L I A M E N T A R Y  T E R M 
( 2 0 1 9 - 2 0 2 4 )

MEP Sara Cerdas
S&D, Portugal

MEP Ondrej Knotek
Renew, Czechia

MEP Stelios Kympouropoulos
EPP, Greece

MEP Frédérique Ries
Renew, Belgium 
(Vice-President of the European Parliament)

1 0 T H  P A R L I A M E N T A R Y  T E R M 
( 2 0 2 4 - 2 0 2 9 )

MEP Vytenis Andriukaitis
S&D, Lithuania 
(former EU Health Commissioner)

MEP Stine Bosse
Renew, Denmark 
(Vice-Chair of the SANT Committee)

MEP Romana Jerković
S&D, Croatia 
(Vice-Chair of the SANT Committee)

MEP András Kulja
EPP, Hungary

MEP Tomislav Sokol 
EPP, Croatia

We extend our sincere thanks and gratitude to:

S u pp  o r t i n g  E RN  - i n d u s t r y  r a r e  d i se  a se   r ese   a r c h  c o l l a b o r a t i o n  t h r o u g h  a d v o c a c y
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Launch of the Together4RD Policy Asks 

On 10 November 2022, Together for Rare Diseases (Together4RD) launched its 
recommendations to unlock ERN and industry collaboration for the benefit of people living 
with a rare disease, convening a high-level discussion on shaping the rare disease/ERN 
ecosystem, connecting ERN registries, and calling for an EU Rare Disease Action Plan. 

2022 was seen as a pivotal moment to shape 
the rare disease and ERN ecosystem, driven 
by legislative revisions, Council Presidencies’ 
interest, and the forthcoming Commission review 
of ERNs’ first five years. Participants emphasised 
the urgency of an EU Rare Diseases Action Plan, 
placing ERNs at the heart of the ecosystem and 
recognising public-private collaboration as a key 
tool and underlined the need for long-term funding 
and clear governance structures of ERNs, the 
willingness and potential for collaboration with 
industry, centred on patient needs and supported 
by robust data and connectivity. Several other 
obstacles ERN growth were pointed out, such as 
their lack of integration into national systems, 
complications and privacy concerns about 
pooling and anonymising patient registry data for 
secondary use, and streamlining EMA approval 
processes for orphan drugs designed to treat rare 
diseases.

The panellists welcomed the Together4RD pilot 
projects, noting their ability to make collaboration 
transparent and accessible, and combine the 
strengths of ERNs (clinical expertise and data 
pooling) and industry (research and regulatory 
know-how). 

“Only together can we find a solution to 
break the radio silence and overcome an 
outdated approach regarding collaboration 
between ERNs and industry.”

YANN LE CAM 
CEO, EURORDIS-RARE DISEASES EUROPE

	← Scan to watch the 
event recording

Speakers included (list non exhaustive):

•	 Vittoria Carraro 
European Confederation of Pharmaceutical 
Entrepreneurs, EUCOPE

•	 Hélène Dollfus 
Coordinator, the European Reference Network for 
rare eye diseases, ERN-EYE

•	 Victoria Hedley 
Researcher, Newcastle University

•	 Dimitrios Athanasiou 
Board Member, World Duchenne Organisation

•	 Alexis Arzimanoglou 
Coordinator, the European Reference Network for 
rare and complex epilepsies, ERN EpiCARE

•	 Yann Le Cam 
CEO, EURORDIS-Rare Diseases Europe

•	 Jakub Dvořáček 
Former Deputy Minister for Health, Czech Republic

•	 MEP Ondrej Knotek 
Renew Europe, Czech Republic; 
Together4RD MEP Champion

•	 MEP Stelios Kympouropoulos 
European People’s Party, Greece;  
Together4RD MEP Champion

•	 Andrzej Rys 
Former Policy Officer, European Commission

S u pp  o r t i n g  E RN  - i n d u s t r y  r a r e  d i se  a se   r ese   a r c h  c o l l a b o r a t i o n  t h r o u g h  a d v o c a c y
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Public-private partnerships within the proposed 

European Action Plan on Rare Diseases

A March 2023 webinar on public-private partnerships within the proposed European 
Action Plan on Rare Diseases brought together a diverse panel of stakeholders to 
discuss how collaboration could transform the rare disease landscape in Europe.

The webinar demonstrated broad consensus that 
public-private partnerships, with strong patient 
involvement and transparent governance, are vital 
for advancing research and care in rare diseases. 

Key points raised during the event included:

•	 A European Action Plan on Rare Diseases would 
set out an overarching strategy, shaping European 
policy in the field of rare diseases. While progress 
has certainly been made through legislation (e.g., 
the Orphan Medicines Regulation supporting 
innovation in new therapies), a rare disease 
strategy would help define a common direction and 
practical guidance for all stakeholders involved. 

•	 The strategy should establish a clear framework 
that supports partnerships in the rare disease 
ecosystem and define a clear role for ERNs in the 
future.

•	 PPPs are essential for a dynamic and innovative 
rare disease space in Europe, which can deliver 
the best possible care for people living with a rare 
disease. These partnerships could help maintain 
sustainable registries in the longer term, leading 
to improved natural history and continuous data, 
essential for the development of new therapies.

•	 Smaller-scale collaboration between industry and 
(individual) hospitals exists, but engagement with 
ERNs at the network level is currently challenging, 

for several reasons. Given enough resources 
and support, ERNs could function as a central 
and coordinating entity for data collection and 
coordination with other stakeholders such as 
industry.

•	 Patient organisations should be involved in 
these partnerships from the start, to ensure an 
appropriate ethical governance framework that 
addresses patients’ needs.

•	 Infrastructure to support larger scale cooperation 
already exists in other diseases areas, such as for 
cancer research via the European Organisation for 
Research and Treatment of Cancer (EORTC). 

Capturing patient representative insights 

on the BoMS Statement - Joint workshop 

with EURORDIS and European Patient 

Advocacy Group (ePAG) Taskforce

The ERN Board of Member States statement from 
2019 has been a focal point for Together4RD, and of 
the initiative’s key policy asks has been the revision 
of the statement to allow, if not encourage, ERNs to 
work alongside industry in rare disease research.

Speakers included (list non exhaustive):

•	 Victoria Hedley  Researcher, Newcastle University

•	 Sheela Upadhyaya  Chair of the Together For Rare 
Diseases Steering Group

•	 Alexis Arzimanoglou  Coordinator, the European 
Reference Network for rare and complex epilepsies, 
ERN EpiCARE

•	 Matt Bolz-Johnson  Former Healthcare and Research 
Director, EURORDIS-Rare Disease Europe

•	 MEP Stelios Kympouropoulos  European People’s 
Party, Greece; Together4RD MEP Champion

•	 Victor Maertens  Government Affairs Director, EUCOPE

Together4RD and EURORDIS-Rare 
Disease Europe held a workshop 
in August 2023 to capture 
patient representatives’ views 
and insights on the statement to 
ensure that the putative revision 
reflects the patients’ perspectives. 
The representatives disagreed 
with a key aspect of the statement 
banning directly allocated industry 
funding for an ERN. While there is 
a need for safeguards to maintain 
transparency and independence, 

S u pp  o r t i n g  E RN  - i n d u s t r y  r a r e  d i se  a se   r ese   a r c h  c o l l a b o r a t i o n  t h r o u g h  a d v o c a c y
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Tackling Challenges to Improve ERN Collaboration with 

Industry: workshop with the ERN Board of Member States

This policy workshop with the ERN Board of Member States, European 
Commission and 40 other participants, held on 17 September 2024, focused on 
tackling challenges to improve collaboration between ERNs and industry.

NEXT STEPS

The workshop identified important next steps to take together:

•	 Continue work on a T4RD toolkit to support ERN-industry 
collaborations.

•	 Explore development of Generic collaboration contract 
guiding principles based on the Sanofi-ERN BOND pilot (and if 
possible, the other two) to standardize future partnerships.

•	 Gather examples of existing public-private collaboration 
agreements and consortia models to provide a reference point 
for new collaborations.

•	 Explore developing a “sandbox” framework to facilitate 
innovative ERN-industry collaborations, allowing for flexible 
experimentation in partnerships.

•	 Continue and potentially expand pilot projects that 
demonstrate successful ERN-industry collaboration.

•	 Propose a revised statement on ERN-industry collaboration for 
potential uptake by the ERN Board of Member States (BoMS) 
to reflect a more supportive view on research collaboration.

•	 Share experiences and best practices regarding industry 
collaboration from more ‘research mature’ and experienced 
ERNs with other ERNs, to showcase how partnerships can be 
set-up in the absence of ERNs being legal entities and foster 
collective learning.

•	 Explore opportunities for pre-competitive collaborations, 
leveraging industry assets and expertise to drive innovation 
and research.

the patient advocacy groups 
advanced that multiple funding 
models, including from industry, 
should be permitted to finance 
the management of the network, 
events and raising awareness of 
the ERN and its activities. They 
also stated that industry funding 
could be used to support centres 
which establish and maintain 
patient registries, to improve data 
and quality assurance. They also 
called for a conflict-of-interest 
registry to advance transparency 
in how funding is allocated by 
industry to ERNs.

It examined policy-related barriers (both real 
and perceived) that had previously hindered 
ERN-industry interactions, notably the ERN 
Board of Member States 2019 statement on 
ERN-industry collaboration, as well as other 
obstacles such as the absence of guiding 
principles, best practices and legal templates 
to formalise cooperation. 

The workshop served as a springboard 
for future advocacy, outlining the pressing 
challenges and setting a clear path forward. 
Participants reaffirmed their commitment to 
strengthening ERN-industry partnerships and 
improving the research landscape for rare 
diseases. With growing political attention 
and advocacy efforts, the call for an EU Rare 
Disease Action Plan gained renewed urgency, 
underscoring the importance of sustained 
engagement with European institutions.

	← Scan to read 
the report
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Boosting EU competitiveness through public-private 

partnerships in rare disease research: the role of 

ERNs - Conference in the European Parliament

On the 24th of September 2025, Members of the European Parliament Stine Bosse (Renew, 
Denmark) and András Kulja (EPP, Hungary), Together for Rare Diseases’ MEP Champions, 
co-hosted a high-level conference with over 100 people, including 40 in person, on the 
urgent need for EU policy to enable ERN-industry collaboration on rare disease research.

The main objective was to demonstrate how public-
private partnerships (PPPs) between European 
Reference Networks (ERNs) and industry can boost 
the European Union’s competitiveness by accelerating 
rare disease research as well as identifying the 
barriers and needed solutions. 

Read the full report in Annex II.
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High-Level Meeting on a European research and 

innovation ecosystem for rare diseases

This three-day event, hosted by our Steering Group member Maurizio Scarpa 
(Coordinator, the European Reference Network for Hereditary Metabolic Diseases, 
MetabERN) and our MEP Champion (and former EU Health Commissioner) 
Vytenis Andriukaitis (S&D, Lithuania) gathered key stakeholders, including 
EU Commissioners, MEPs, member state representatives, industry leaders, 
patient advocacy groups, researchers, and healthcare providers. 

Key discussions on policy and funding took place, 
creating a mandate for change and a declaration 
signed by several Together4RD Steering Group 
Members, industry leaders and even the former Italian 
Prime Minister Enrico Letta, among others. The 
conference hosted a wide breadth of speakers such 

as Commissioners Teresa Ribera, Olivér Várhelyi, 
Ekaterina Zaharieva, national ministers, the ERN 
Board of Member States, Members of the European 
Parliament, among many other key policy and opinion 
leaders in the European rare disease ecosystem.
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Making research a pillar of the evaluation of the European 

Reference Networks - Joint position with Rare Disease Moonshot

In 2024, the European Commission’s evaluation of ERNs highlighted 
significant progress in specialised care for rare diseases, particularly 
in cross-border consultations, clinical guidelines, training initiatives, 
and the development of epidemiological registries and databases. 

The assessment recognised research activity as 
well, with 33.3% of ERNs deemed “excellent” and 
66.7% “acceptable” yet also underscored that 
research remains uneven and under-leveraged across 
networks. The joint editorial with the Rare Disease 
Moonshot acknowledges these advancements but 
stresses the need to elevate research as a second 
core mission of ERNs, particularly through public-
private partnerships, which remain a major untapped 
opportunity for accelerating scientific breakthroughs. 
Fully realising the research potential of ERNs requires 
providing the human and financial resources needed 
to become truly “research-ready” and capable of 

scaling their scientific activities. This should be paired 
with clear evaluation criteria, strong incentives, and a 
robust framework for meaningful PPPs that mobilise 
the scientific, regulatory and operational strengths 
of networks and industry, while promoting deeper 
integration with fundamental research institutions, 
pharmaceutical companies and biotech innovators.

Collaboration with ERICA

The European Rare Disease Research Coordination and Support Action Consortium 
(ERICA) has been a very important ally of Together4RD, and the two initiatives often 
worked in tandem to create synergies in rare disease research, sharing knowledge 
and engaging with stakeholders to capitalise on the strengths of ERNs. 

2022: ERN Research Conference: 
ERN Data Management Strategy 
Multistakeholder Workshop

At ERICA’s 2022 ERN Research Conference, 
Together4RD was presented in the context of the 
funding models for ERN registries and the short-, 
medium- and long-term viability of the ERN registries 
and the reuse of the data collected, leveraging PPPs 
capabilities. 

2024: ERN Research Conference 
– Presentation of a Forum for 
Exchange of Information

A Forum for Exchange of Information was a key 
proposal of Together4RD and concept that could 
bring about informal ERN-industry meetings at ERN or 
scientific conferences to discuss potential areas for 
collaboration in therapeutic or disease-specific areas. 
There are major gaps in knowledge among both ERN 
and industry representatives about what each can 

offer to rare disease research, highlighted in these 
two reports:

“Many companies […] are generally not aware 
of what ERNs actually offer nor what they 
have achieved and what priorities they 
are embracing for the coming years.”

TOGETHER FOR RARE DISEASES POSITION PAPER 
2023

“PPPs are an ecosystem. In that ecosystem 
or ‘community of brains’, every partner plays 
a role. In addition to financial resources, 
industry brings complementary skills sets, 
knowledge and competence. Central to 
success is a mutual understanding of 
objectives and the ‘end goal’, and the 
importance of building and sustaining 
trust throughout the partnership.”

IRDIRC PROJECT: THE DIFFERENT CONTRIBUTIONS 
OF THE INDUSTRY IN PUBLIC-PRIVATE PARTNERSHIPS 
IN RARE DISEASES RESEARCH CONTINUUM, 2024

	← Scan to read the 
news article
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The Forum for Exchange would help both sides 
identify opportunities to engage, open doors for 
collaborations, raise commitment to co-create and 
pool research ideas. Sheela Upadhyaya suggested 
several formats and opportunities for the forum, such 
as:

1.	Research conferences, bringing together all ERNs 
and industry stakeholders 

2.	Strategy forums, with all ERNs and industry 
stakeholders

3.	Meetings focused on therapeutic areas, with 
specific ERNs and interested companies

4.	ERN sub-networks and companies working on 
specific diseases 

Sheela also identified important success factors for a 
Forum of Exchange:

At a major gathering of ERN members and 
coordinators in Udine, Italy, Sheela Upadhyaya 
presented Together4RD proposal for a Forum of 
Exchange of Information. Identifying the gaps 
in knowledge among both ERN and industry 
representatives about what each can offer to rare 
disease research, Sheela floated the idea of hosting 

The Forum for Exchange would help both sides 
identify opportunities to engage, open doors for 
collaborations, raise commitment to co-create and 
pool research ideas. 

We firmly believe the Forum for Exchange of 
Information could help move the needle in promoting 
cooperation. Although they did not launch under 
Together4RD, we encourage ERN coordinators and 
ERDERA to take the proposal forward.

SUCCESS FACTORS

•	 Focus as specific as possible (therapeutic area 
— disease-specific)

•	 Researchers (academia and private) focusing 
on the same disease(s)

•	 Clear description of “what’s in it for me?”

•	 Research congresses and/or patient advocacy 
group-organised conferences

•	 All parties involved need to be clear on the 
problem statement

S u pp  o r t i n g  E RN  - i n d u s t r y  r a r e  d i se  a se   r ese   a r c h  c o l l a b o r a t i o n  t h r o u g h  a d v o c a c y

26 T O G E T H E R  F O R  R A R E  D I S E A S E S



Bridging the knowledge gap between ERNs and industry in rare disease 
research - Webinar series with ERICA on Public-Private Partnerships

Jointly with ERICA, Together4RD hosted a webinar series in 2024-2025 aimed 
to bridge the knowledge gaps between ERNs and the pharmaceutical and biotech 
industries, fostering collaborations that can accelerate research and development 
in rare diseases, ultimately benefiting patients and advancing medical science.

ERNS: A KEY EU INFRASTRUCTURE 

TO PARTNER FOR RESEARCH 

ACTIVITIES, THE WHY AND THE HOW

In our first instalment, ERN coordinators Alberto 
Pereira (Coordinator, the European Reference 
Network for rare endocrine conditions, Endo-
ERN) and Franz Schaefer (Coordinator, the 
European Rare Kidney Reference Network, 
ERKNet), alongside Katarzyna Mosiewicz 
(Medical Affairs, Novo Nordisk) outlined 
how and where ERNs can serve as research 
partners for industry, presenting the resources, 
data repositories and clinical expertise available 
within ERNs. 

They provided specific examples of how ERNs 
have developed clinical data repositories, 
trial networks, biobanks and tissue samples, 
registries, standardised protocols and 
guidelines, telemedicine platforms, training 
and education resources, and data sharing 
initiatives that make ERNs invaluable for 
research, including the RHINE Project, one 
of Together4RD’s public-private partnerships 
which serves as an excellent case study of 
how public-private partnerships in rare disease 
research can develop, the capacity, skills and 
structures required, as well as challenges 
encountered in the project’s development.

RARE DISEASE RESEARCH:  

WHAT INDUSTRY CONTRIBUTES IN 

KNOWLEDGE AND RESOURCES

Shifting the focus to what industry can bring to 
rare disease research beyond resources, Vinciane 
Pirard, Luca Sangiorgi (Coordinator, the European 
Reference Network on rare bone diseases, ERN-
BOND) and Anton Ussi (the European infrastructure 
for translational medicine, EATRIS) explained that 
industry provides valuable insights into regulatory 
requirements and help guide research design 
to ensure research outcomes are more readily 
translatable. Industry participation in public-
private partnership can improve the number of 
regulatory-grade outcomes in academic research, 
deploy research into real world settings, inspire 
collaborative leadership and innovation drive, and 
adopt a patient-centred approach which can result 
in tangible contribution to the research ecosystem.

Luca Sangiorgi dived into the PPP developed by 
ERN BOND and Sanofi on a pilot project aimed 
at better understanding the disease burden of 
osteogenesis imperfecta, a heritable skeletal 
disorder colloquially known as “brittle bone 
disease.” The project provides a valuable example 
as to how to structure a PPP and advance it thanks 
to a milestone approach, combining tangible targets 
with more ambitious and mid/long-term goals.
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Rare Disease Day 

2023: 3rd International Conference on Rare Diseases: Greek Chapter - 
Session 10: Research and Clinical Trials as part of Care (March 2023)

Together4RD brought a pan-European perspective to Athens, presenting pan-European 
efforts, led by the European Commission, to boost research and clinical trials and 
reduce fragmentation, such as through the Strategic Research & Innovation Agenda 
of the Innovative Health Initiative (IHI), the progress of ERNs since their inception in 
2017, and their ability to embed clinical trials as part of their delivery of patient care.

The discussion panel featured Sheela Upadhyaya, 
our MEP Champion Sara Cerdas, Christina 
Kyriakopoulou (Policy Officer, DG Research and 
Innovation, European Commission), Luca Sangiorgi, 
Daria Julkowska (Scientific Coordinator, formerly 
EJP RD, now ERDERA) and Diego Ardigó (Executive 
Vice-President, Global Research and Development, 
Chiesi). A number of pivotal topics were explored 
such as the conception and implementation of 

the European Health Data Space (EHDS), the 
development of international data registries which 
are interoperable and FAIR, and how stakeholders 
envision collaboration between ERNs and industry.

On a global level, Diego Ardigó also explained how 
IRDiRC has encouraged international collaboration 
and what Europe’s role could be in setting a 
benchmark for collaboration and progress.

2024: Steering Group video campaign on the Together4RD position paper

In 2024 our Steering Group published a 
series of videos, with 7 members elaborating 
on the Together4RD position paper, and how 
Together4RDs is trying to maximise what 
ERNs can bring to patients by exploring 
opportunities for collaboration with industry. 

The campaign featured clear and engaging 
explanations from Gabriella Almberg (Head of 
Health System Policy & Public Affairs, UCB), Rima 
Nabbout (Director, Imagine Institute), Victoria Hedley, 
Clara Romero (Together4RD Secretariat), Sheela 
Upadhyaya, Matt Bolz Johnson (formerly Healthcare 
and Research Director, EURORDIS-Rare Diseases 
Europe), Toon Digneffe (Head of Public Affairs and 
Public Policy, Takeda) and Maurizio Scarpa.

The series was published through 
January-February 2024. 

	← Scan 
to view 
videos
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2025: Living with Osteogenesis 
Imperfecta / Living with 
Primary Hyperoxularia

On Rare Disease Day 2025, we published an article 
series explaining the symptoms, experiences and 
impact on quality of life living with Osteogenesis 
Imperfecta and Primary Hyperoxularia. We explored 
the daily burden of the diseases, the challenges 
of obtaining a diagnosis, which can be a long and 
difficult odysseys, and how Together4RD’s pilot 
projects between ERNs and industry are seeking to 
alleviate the disease burden.

	← Scan to read “What is 
it to live with Primary 
Hyperoxularia?”

	← Scan to read “What is it 
to live with Osteogenesis 
Imperfecta?”

European Conference on Rare Diseases (ECRD) 

2022: Thought leadership panel discussion – raising 
awareness about Together4RDs

MEP Ondrej Knotek led the call for EU action 
to address the barriers to collaboration 
between ERNs and industry in research.

With several Steering Group members including 
Sheela Upadhyaya, Hélène Dollfus, Toon Digneffe 
and Inés Hernando (ERN and Healthcare Director, 
EURORDIS-Rare Diseases Europe), Together4RD 
explained the role we see for ERNs in rare disease 

research & innovation, and what the win-win 
outcomes are for ERNs and industry from closer 
partnership. The value that the patient community 
sees in Together4RD’s work was also outlined.

The panel delved into the future ambitions for 
Together4RD, and the collaboration pilot projects that 
will be used to demonstrate proof of concept to the 
European Commission and Board of Member States.

2024: Thought leader session, in partnership with Rare Disease 
Moonshot, on collaborating for change: transforming rare disease 
research and outcomes through public‑private partnerships

Orphanet Journal of Rare Diseases 2024, 19(Suppl 1):447
https://doi.org/10.1186/s13023-024-03293-9
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S1  
The Syndrome Without a Name clinic (SWAN) Wales
Graham Shortland, Zoe Morrison, Matthew Spencer
Department of Child Health, Cardiff University Health Board, Cardiff, UK
Orphanet Journal of Rare Diseases 2024, 18(1): S1

Background: The SWAN Clinic is the only commissioned type of 
clinic of its kind within the UK. Currently, when a child or adult has 
exhausted all routine NHS testing routes, they remain without a diag-
nosis. The SWAN Clinic offers our Welsh resident population, with a 
suspected rare disease an alternative pathway for diagnosis.
Results: Over two years (2022-2024) 70 paediatric patients and 80 
adult patients suspected of having a rare disease have been referred.
A diagnosis has been provided to 8% of all adult and paediatric 
patients seen by the clinic. In those patients who have completed 
investigation and been discharged, the diagnostic rate rises to 35%.
The SWAN clinic has participated in a self-evaluation since with the 
collection of patient reported outcome measures (PROMs) and patient 
reported experience measures (PREMs), collected at a patient’s pre-
clinic visit, 6-months after their SWAN clinic appointment and at dis-
charge. The PROM captures the patient/family’s Self-Management 
Assessment Scale (SMASc) and their Perceived Personal Control. 
Through the care coordination provided by the SWAN Clinic model 
we have demonstrated an improvement in all 5 of the domains of the 
SMASc across a 6-month period.
We have demonstrated a statistically significant reduction in second-
ary care healthcare utilisation. The general population in Wales will 
have an average of 1 contact day with secondary health care across 
a 6-month period (outpatient appointments, inpatient admission days 
and A&E attendances). When compared with the SWAN clinic popula-
tion prior to first contact, this it is dramatically higher, an average of 
18. After 6-months of being under the SWAN Clinic, this reduces to 8, 
demonstrating that our care model can reduce secondary healthcare 
utilisation by 56%.
Conclusions: A new clinical approach for patients suspected of having 
a rare disease not yet diagnosed has been developed as a pilot pro-
ject in Wales. Diagnoses have been made in previously undiagnosed 
patients which have resulted in important changes to care, including 
treatment, management and necessary referrals in a significant num-
ber of adult and paediatric patients. We have provided information, 

not previously available to families, enabling them to make reproduc-
tive choices.
Through using PREMs, PROMS and patient interviews we have dem-
onstrated improvements to patient experience particularly in care 
co-ordination. We have shown potential benefits to a reduction in 
healthcare utilisation as a consequence of this service.
Acknowledgements
The staff and patients of the SWAN (Wales) Service.

S2  
Early genome sequencing in patient care
Miriam Elbracht*, Ingo Kurth*
Institute for Human Genetics and Genomic Medicine, Uniklinik RWTH 
Aachen, Medical Faculty, Aachen, Germany
*Corresponding author: mielbracht@ukaachen.de; ikurth@ukaachen.
de.
Orphanet Journal of Rare Diseases 2024, 18(1): S2

Background: 80% of all rare diseases and at least 10% of all cancers 
are caused by a germline variant [1]. The total number of genetic dis-
eases therefore accounts for a substantial proportion of all diseases 
worldwide. It is becoming increasingly clear that accurate molecular 
diagnosis is the basis for correct management and treatment [2, 3]. A 
lack of diagnosis leads to false treatment, incorrect and late preven-
tion or intervention and has a negative impact on the outcome of the 
patient and their families [4].
Despite new technical possibilities, however, genetic testing is often 
carried out rather late and too hesitantly, and there is still little aware-
ness even among doctors that genetic diseases occur in all subdisci-
plines of medicine [4].
Materials and methods: We performed genome sequencing (GS) in 
a heterogeneous cohort of 350 index patients with suspected mono-
genic diseases from various medical disciplines at a maximum-care 
university hospital. The healthy parents were preferentially included 
in the analysis (trio analysis), so that >1000 short-read genomes were 
sequenced. The sequencing was embedded in a genetic counselling 
before and after the genome analysis and accompanied by an anony-
mous questionnaire on the practicability of GS and the handling of the 
results. The recruitment phase has been completed and the prelimi-
nary results are being summarized.
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COLLABORATING FOR CHANGE: 

TRANSFORMING RARE DISEASE 

RESEARCH AND OUTCOMES THROUGH 

PUBLIC‑PRIVATE PARTNERSHIPS

Magda Chlebus1,2, Sheela Upadhyaya3, Danielle 
Dong4, Kira Gillett5, Roseline Favresse6, Matt 
Bolz‑Johnson6, Alexandre Bétourné7, Salah‑Dine 
Chibout8, Holm Graessner9, Clara Romero10,3, 
Mathieu Boudes2,3,11*

1European Federation of Pharmaceutical Industries 
and Associations, Brussels, Belgium. 2Rare Disease 
Moonshot, Brussels, Belgium. 3Together For 
Rare Disease (T4RD), Brussels, Belgium. 4Sanofi, 
Cambridge, Massachusetts, USA. 5The AMP© 
Bespoke Gene Therapy Consortium, Foundation for 
the National Institutes of Health, North Bethesda, 
Maryland, USA. 6EURORDIS‑Rare Diseases Europe, 
Paris, France. 7Critical Path Institute (C‑Path), 
Tucson, Arizona, USA. 8Novartis Pharma, Basel, 
Switzerland. 9Centre for Rare Diseases, University 
Hospital Tübingen, Tübingen, Germany. 10FIPRA, 
Brussels, Belgium. 11Montsouris Consilium, 
Montpellier, France.

*Corresponding author:  
mathieu.boudes@montsourisconsilium.fr

Orphanet Journal of Rare Diseases 2024, 18(1): S6

B A C K G R O U N D

Despite substantial investments in rare disease 
research, only 5% have approved treatments. 
Public-Private Partnerships (PPPs) represent a 
promising approach to enhance innovation and 
accelerate therapy development. Politically, there 
is a growing recognition of the need for stronger 
partnerships to tackle the challenges in rare 
disease research and therapy development.

R E S U L T S

Public-private partnerships (PPPs) are crucial for 
promoting innovation into precision therapy in 
healthcare, with the example of the AMP© Bespoke 
Gene Therapy Consortium aiming to streamline 

the navigation of the regulatory process with the 
Regulatory Playbook and enhance the accessibility 
of adeno-associated virus (AAV) technology. The 
Rare Disease Cures Accelerator-Data and Analytics 
Platform (RDCA-DAP), developed by the Critical 
Path Institute, demonstrated the importance 
of standardizing data collection methods and 
creating centralized platforms to facilitate more 
efficient regulatory processes and therapy 
development. It has significant engagement from 
academia, industry, and regulatory agencies, with 
approximately 400 users accessing and analyzing 
the data. The Innovative Health Initiative (IHI) 
is another successful PPP model, promoting 
collaboration between industry, academia, 
and patient organizations to accelerate the 
development of innovative medicines, solutions, 
and research infrastructures. The importance 
of co-creation, transparent communication, 
and mutual goals for successful partnerships 
was emphasized, for e.g. the Sanofi-ERN BOND 
collaboration showed how early stakeholder 
engagement leads to impactful solutions and 
effectively addresses unmet needs in research. 
Pre-competitive collaboration was recognized as a 
significant opportunity to enhance the collaborative 
spirit within PPPs and eliminate competitiveness. 
The session also stressed the role of the human 
factor to foster trust and establish robust 
foundations to establishing a unified project scope, 
defining research questions, and building personal 
relationships among partners, particularly in the 
early stages of a project.

C O N C L U S I O N S  A N D  N E X T  S T E P S

Strengthening PPPs is essential for advancing 
therapy development for rare diseases. Enhanced 
collaboration, effective co-creation, transparent 
communication, and standardized data collection 
are crucial for driving innovation. Key actions 
include advocating for new partnership models, 
removing barriers, involving patients and their 
representatives, focusing on incremental 
advancements, and sustaining pre-competitive 
collaborations. By implementing these steps, 
Europe can enhance its research capabilities and 
expedite treatment development for rare diseases.
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S1  
The Syndrome Without a Name clinic (SWAN) Wales
Graham Shortland, Zoe Morrison, Matthew Spencer
Department of Child Health, Cardiff University Health Board, Cardiff, UK
Orphanet Journal of Rare Diseases 2024, 18(1): S1

Background: The SWAN Clinic is the only commissioned type of 
clinic of its kind within the UK. Currently, when a child or adult has 
exhausted all routine NHS testing routes, they remain without a diag-
nosis. The SWAN Clinic offers our Welsh resident population, with a 
suspected rare disease an alternative pathway for diagnosis.
Results: Over two years (2022-2024) 70 paediatric patients and 80 
adult patients suspected of having a rare disease have been referred.
A diagnosis has been provided to 8% of all adult and paediatric 
patients seen by the clinic. In those patients who have completed 
investigation and been discharged, the diagnostic rate rises to 35%.
The SWAN clinic has participated in a self-evaluation since with the 
collection of patient reported outcome measures (PROMs) and patient 
reported experience measures (PREMs), collected at a patient’s pre-
clinic visit, 6-months after their SWAN clinic appointment and at dis-
charge. The PROM captures the patient/family’s Self-Management 
Assessment Scale (SMASc) and their Perceived Personal Control. 
Through the care coordination provided by the SWAN Clinic model 
we have demonstrated an improvement in all 5 of the domains of the 
SMASc across a 6-month period.
We have demonstrated a statistically significant reduction in second-
ary care healthcare utilisation. The general population in Wales will 
have an average of 1 contact day with secondary health care across 
a 6-month period (outpatient appointments, inpatient admission days 
and A&E attendances). When compared with the SWAN clinic popula-
tion prior to first contact, this it is dramatically higher, an average of 
18. After 6-months of being under the SWAN Clinic, this reduces to 8, 
demonstrating that our care model can reduce secondary healthcare 
utilisation by 56%.
Conclusions: A new clinical approach for patients suspected of having 
a rare disease not yet diagnosed has been developed as a pilot pro-
ject in Wales. Diagnoses have been made in previously undiagnosed 
patients which have resulted in important changes to care, including 
treatment, management and necessary referrals in a significant num-
ber of adult and paediatric patients. We have provided information, 

not previously available to families, enabling them to make reproduc-
tive choices.
Through using PREMs, PROMS and patient interviews we have dem-
onstrated improvements to patient experience particularly in care 
co-ordination. We have shown potential benefits to a reduction in 
healthcare utilisation as a consequence of this service.
Acknowledgements
The staff and patients of the SWAN (Wales) Service.

S2  
Early genome sequencing in patient care
Miriam Elbracht*, Ingo Kurth*
Institute for Human Genetics and Genomic Medicine, Uniklinik RWTH 
Aachen, Medical Faculty, Aachen, Germany
*Corresponding author: mielbracht@ukaachen.de; ikurth@ukaachen.
de.
Orphanet Journal of Rare Diseases 2024, 18(1): S2

Background: 80% of all rare diseases and at least 10% of all cancers 
are caused by a germline variant [1]. The total number of genetic dis-
eases therefore accounts for a substantial proportion of all diseases 
worldwide. It is becoming increasingly clear that accurate molecular 
diagnosis is the basis for correct management and treatment [2, 3]. A 
lack of diagnosis leads to false treatment, incorrect and late preven-
tion or intervention and has a negative impact on the outcome of the 
patient and their families [4].
Despite new technical possibilities, however, genetic testing is often 
carried out rather late and too hesitantly, and there is still little aware-
ness even among doctors that genetic diseases occur in all subdisci-
plines of medicine [4].
Materials and methods: We performed genome sequencing (GS) in 
a heterogeneous cohort of 350 index patients with suspected mono-
genic diseases from various medical disciplines at a maximum-care 
university hospital. The healthy parents were preferentially included 
in the analysis (trio analysis), so that >1000 short-read genomes were 
sequenced. The sequencing was embedded in a genetic counselling 
before and after the genome analysis and accompanied by an anony-
mous questionnaire on the practicability of GS and the handling of the 
results. The recruitment phase has been completed and the prelimi-
nary results are being summarized.

S u pp  o r t i n g  E RN  - i n d u s t r y  r a r e  d i se  a se   r ese   a r c h  c o l l a b o r a t i o n  t h r o u g h  a d v o c a c y

30 T O G E T H E R  F O R  R A R E  D I S E A S E S



Presentation to EUCOPE 
Orphan Medicinal 
Products Working Group 
(November 2023)

Meeting EUCOPE’s Orphan Medicinal 
Products (OMP) working group in 
late 2023, Together4RD had the 
opportunity to discuss ERNs with 
smaller biotech companies and 
raise awareness of the possibilities 
and potential opportunities in 
working alongside ERNs to engage 
in rare disease research.

Highlighting the initiative’s successes in 
2023 and growing momentum around rare 
diseases, the OMP Working Group received 
a thorough explanation of how Together4RD 
has been active in political discussions on 
rare diseases, and supporting ERNs to have 
appropriate resourcing and the enhanced 
ability to meet unmet needs through R&D.

Presentation to EFPIA Orphan Medicinal 
Products Working Group (July 2024)

In July 2024 Together4RD met with 
EFPIA’s Orphan Medicinal Products (OMP) 
working group for a conversation on how 
Together4RD and EFPIA members can move 
the needle in rare disease research. 

We explored the importance of gathering case studies to 
share understanding of where interactions already occur, 
displaying proof of concept to test approaches and gather 
learnings, engaging with patient and research communities 
to identify opportunities and raise awareness, gaining 
adequate resources to support ERNs, and considering 
governance and structural options for ERNs that can be 
established in the long-term.

The team also agreed on how to measure progress and 
success for the initiative in 2025, particularly gathering 
support from MEPs, publishing the Together4RD toolkit, 
and looking towards an EU Action Plan on Rare Diseases to 
include research and public-private partnerships between 
ERNs and industry.

Raising awareness on PPPs with ERNs to biotech companies

Together4RD has collaborated and proudly retained the support of two 
major European pharmaceutical trade associations: EFPIA (the European 
Federation of Pharmaceutical Industries and Associations) and EUCOPE 
(the European Confederation of Pharmaceutical Entrepreneurs).

Both are members of the Together4RD Steering Group and have shown willingness to cooperate with 
ERNs, experiment with new forms of collaboration and committed to exploring new avenues to advance 
rare disease research.

Nordic Summit 2023

Together4RDs led a plenary session on 
the role of registries in early diagnosis, 
linking the importance of data registries to 
diagnosis and highlighting Together4RD’s 
recommendation for independent, well-
resourced and effective ERN registries. 

With representatives of Horso (the Finnish Alliance of 
Rare Diseases and Disabilities Organizations), Alexion 
and EUCOPE, the panel explored how industry and 
multistakeholder initiatives can help build, maintain 
and use data registries for the benefit of patients.
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World Orphan Drug Congress

Together4RDs was a prominent fixture 
at the largest and most established 
orphan drug & rare disease meeting in 
the world, hosting important discussions 
about unlocking rare disease research.

2022: Putting proposals into action 

In its first year at the Congress, 
Together4RD’s Chair, Steering Group 
Members and MEP Stelios Kympouropoulos 
explained the initiative’s role of exploiting 
the potential of ERNs to deliver 
progress in rare disease research.

With Milan Majek (Motel University Hospital), Vicki 
Hedley, Anton Ussi, Matt Bolz-Johnson, Henrik 
Jarlov (Novo Nordisk) and Maciej Gajewski (formerly 
Executive Director, Head of International Government 
Affairs and Policy, Alexion), Sheela Upadhyaya 
presented Together4RD’s proposals to accelerate 
research, and position paper and findings on A new 
ERN-industry Framework for Collaboration (see page 
41) 

2023: Making headwinds in 
ERN-industry partnerships

An expert panel of Maurizio Scarpa, Matt 
Bolz-Johnson and Gabriella Almberg 
led a session with Sheela Upadhyaya 
on how ERNs can identify opportunities 
improve diagnosis and new therapies. 

Clara Romero and Rosalind Kenward (Together4RD 
Secretariat) presented Together4RD’s position paper, 
earlier that year published in Orphanet (see page 

41),  explaining the practical barriers faced by ERNs 
in intensifying their research efforts with industry. A 
third session with Stefanie Häberle (Project Manager, 
ERKNet), Mar Mañú Pereira (Scientific Director, 
EuroBloodNet), Lu Zheng (Vice-President, Head of 
Digital Health, Takeda) and Katarzyna Mosiewicz 
homed in on Together4RD’s pilot projects, delivering 
industry and ERN perspectives on the advantages 
and obstacles to ERN-industry collaboration.

In the plenary our champion MEP Stelios 
Kympouropoulos, delivered a keynote speech 
on the role of policymakers in enabling ERNs to 
enhance their contributions to the rare disease 
ecosystem. Anton Ussi, Alexis Arzimanoglou, 
Graham Slater (Board Member, EURORDIS) and 
Anne-Sophie Chalandon (Global Rare Public Affairs 
– Rare Diseases Policy Head, Sanofi) followed suit, 
discussing how stakeholders can build impetus 
for political and policy support of ERN-industry 
collaboration.
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2024: Changing lives with 
science in public-private 
partnerships: what are 
the success factors to 
scientific breakthrough?

With a panel composed of 
Danielle Dong (Scientific 
Advocacy Lead, Global Medical 
Affairs, Rare Diseases, Sanofi), 
Sheela Upadhyaya and Victoria 
Hedley, we explained how the 
initiative’s pilot projects are 
making headwinds in rare disease 
research, and the scientific 
advancements, and what were the 
success factors that have been 
identified from these initiatives. 

Danielle Dong presented data and 
forecasts on the tangible outcomes 
of PPPs, including improved patient 
diagnostics, novel therapeutic approaches, 
and enhanced understanding of rare 
disease mechanisms, explaining the 
desired outcomes of the pilot projects and 
value they aim to generate for research and 
patients. We also publicised the outcomes 
of a workshop held with the ERN Board 
of Member States in September 2025, 
highlighting the political steps that need to 
be taken to streamline processes, maintain 
political momentum and engage with the 
EU institutions to leverage rare diseases 
among MEPs, the European Commission 
and rotating presidencies of the Council.

2nd International Conference on Clinical 

Research Networks for Rare Diseases

At this conference in Heidelberg in 
December 2025, hosted by ERDERA, 
Vicki Hedley shared insights from 
Together4RD and the lessons learned 
in seeking to foster ERN and industry 
collaboration, for a highly specialised 
audience interested in progress through 
joint projects, data-sharing frameworks, 
and interoperable infrastructures.

Vicki offered several practical steps to 
initiate and strengthen pan-European 
collaboration in rare disease clinical 
research, relaying the successes of the 
Together4RD pilots to help the group 
understand how to move from identification 
and siloed excellence to pan-European and 
cross-sectoral collaboration and progress.
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Putting ERN-industry rare disease 

research collaboration in practice

Three pilot projects

ERN-industry partnership on Natural history and innovative clinical trial 
measures in Osteogenesis Imperfecta (launched) - Sanofi and ERN-BOND

This pilot project centres on three 
main activities: 

Firstly, value is being drawn 
from several sources of existing 
data relating to patients with the 
rare bone condition OI, to better 
elucidate the natural history and 
the disease burden. Genotype-
phenotype correlations will be 
explored, as part of this drive to 
better understand the condition. 
treatment, organ ischemia and 
death occurs in around 90% 
of cases. To improve early 
diagnosis, partners employed an 
AI federated platform across key 
clinical centres, which will ideally 
be based on the hospitals own 
EHR systems. Whilst reducing 
time to diagnosis, and thus 
enabling treatment to begin as 
early as possible, the AI platform 
should lead directly to improved 
patient outcomes by alerting 
treating clinicians of patients at 

risk of relapse, who can then be 
monitored in appropriate ways. 
The initial phase of the pilot 
focused on scoping activities 
and identifying centres for the 
implementation phase. From 
the ERN side, the pilot is being 
delivered through an organisation 
known as the EuroBlooNet 
Association, together with the 
Fundació Hospital Universitari 
Vall D’Hebron, which is the entity 
in charge of the ERN’s shared 
registry (ENROL), and also the 
Fondazione IRCCS Ca’ Granda - 
Ospedale Maggiore Policlinico. 

Secondly, prospectively, the 
project will measure the impact 
of disease on patient activity 
and quality of life using digital 
technologies in a real-world 
setting, through a combined 
approach of gait analysis and 
sensors. 

Lastly, in preparation for smoother 
regulatory pathways for OI 
therapies in future, the project 
partners will jointly engage in 
early scientific dialogues with 
other stakeholders (such as 
regulators and HTA), to gain 
insights into approaches to foster 
patient access to innovative 
medicines.

ERN-industry partnership to unlock the potential of data in Rare 
Renal Diseases with harmonisation and robust interoperability 
model (launched) - Novo Nordisk, ERKnet and Oxal Europe

The RHINE Project aims to 
improve care pathways and 
patient outcomes in rare renal 
conditions, by building on 
existing registry infrastructure, 
especially the core registry of the 
ERK-Net ERN (named ERK-Reg). 
This pilot focuses in particular 
on an ultra-rare disease called 
primary hyperoxaluria (PH), and 
addresses a fundamental need 
to complement the core registry 

structure of the ERN with detailed 
data collection for specific 
conditions.

A ‘harmonization and 
interoperability’ model will be 
developed for PH, by establishing 
a Rare Kidney Network data 
registry, in collaboration with 
the European Hyperoxaluria 
Consortium (OxalEurope), 
to achieve seamless data 
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connection across ERK-Net and 
PH-specific registries.

Through this new data linkage 
approach, the project aims 
to understand PH diagnostic 
and referral pathways locally, 
measuring metrics like time-to-
diagnosis, where PH patients 
are seen (by measuring the 
number of cases in each referring 
center), and the percentage of 

patients diagnosed before they 
reach end-stage renal disease 
(the point at which the kidneys 
can no longer support the body’s 
needs). To compliment this focus 
on an improved data ecosystem, 
educational activities will be 
implemented at regional and local 
levels, to target the gaps and 
shortcomings identified. As of 
late 2024, this pilot has already 

generated significant added- value 
simply by bringing the registry 
owners from the ERK-REG and the 
OxalEurope consortia together, 
around the same table, having 
built a robust formal agreement 
for collaboration. The technical 
integration work is now underway, 
mapping data dictionaries to 
explore what each registry 
ecosystem currently collects.

ERN-industry partnership on improving diagnosis for rare hematologic 
diseases by utilising algorithms for early detection (paused)

This initiative is all about 
improving the diagnostic 
pathways for rare haematological 
diseases by utilizing AI algorithms 
for early detection. The activity is 
expected to focus on thrombotic 
thrombocytopenic purpura 
(TTP), a very rare and debilitating 
condition existing in both a 
congenital form and an acquired, 
immune-mediated form (which 
manifests in the 4th or 5th 
decades). The variable phenotype 
for TTP and lack of availability of 
the necessary diagnostic tests, 
leads to delayed diagnosis, which 
is very concerning as without a 
correct diagnosis and treatment, 
organ ischemia and death occurs 
in around 90% of cases.

To improve early diagnosis, the 
plan is to employ an AI federated 
platform across key clinical 
centres, which will ideally be 
based on the hospitals own EHR 
systems. Whilst reducing time 
to diagnosis, and thus enabling 
treatment to begin as early as 
possible, the AI platform should 
lead directly to improved patient 
outcomes by alerting treating 
clinicians of patients at risk 
of relapse, who can then be 
monitored in appropriate ways.

The initial phase of the pilot 
will focus on scoping activities 
and identifying centres for the 
implementation phase. From 
the ERN side, the pilot is being 
delivered through an organisation 
known as the EuroBlooNet 

Association, together with the 
Fundació Hospital Universitari 
Vall D’Hebron, which is the entity 
in charge of the ERN’s shared 
registry (ENROL), and also the 
Fondazione IRCCS Ca’ Granda - 
Ospedale Maggiore Policlinico.

ERICA-EJP RD Joint Conference (November 2023)

In Amsterdam, Together4RD and 
explained in great length how the 
assets, capacities and know-how of all 
research stakeholders are unique and 
complementary and entirely compatible. 

Rima Nabbout and Mathieu Boudes (Together4RD 
Secretariat) gave a refresher on Together4RD, taking 
audiences on a journey through the pilot projects 
and presented PPPs as an opportunity to tap into the 
enormous potential of ERNs.
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A Toolkit to foster ERN-industry collaboration

In 2025, Together4RD published a 
comprehensive toolkit to support a 
broad range of collaborative activities in 
which ERNs and industry might partner. 
The Toolkit responds to a clear need: 
turning the promise of public-private 
partnerships in rare disease research 
into tangible, impactful action.

The toolkit is Together4RD’s most comprehensive 
effort to strengthen research collaboration between 
ERNs and industry. ERNs, established to improve 
the diagnosis and care of people living with rare 
diseases, are recognised as key enablers of rare 

disease research due to their pan-European networks, 
data infrastructure, and deep disease-specific 
expertise. Yet, many of these networks operate in 
fields with limited prior R&D and lack experience in 
engaging with private sector partners.

The Toolkit is the result of 3 years of significant 
outreach and consultative processes with ERNs, 
industry, research infrastructures and patient 
representatives, and is intended to reflect the needs of 
both ERNs and of industry, having engaged key groups 
of stakeholders in a co-creation process. ERNs and 
industry may have different needs, and see value in 
different components of this resource, but the Toolkit 
provides added value for both sets of stakeholders.

Section A: Background Knowledge – ERNs, industry and the opportunity 

TOOL 1:  THE IMPORTANCE OF PUBLIC 
PRIVATE PARTNERSHIPS IN RARE DISEASES

Explains the importance of public-private 
partnerships or collaborations for the rare disease 
community, in the light of the needs of the rare 
disease field and the current climate around research 
and innovation.

TOOL 2:  EXAMPLES OF INITIATIVES 
WHICH FOSTER PUBLIC-PRIVATE 
PARTNERSHIPS IN RARE DISEASES 
AND COMPLEMENTARY AREAS

Examples of programmes and structures which 
facilitate public-private partnerships in rare disease or 
a complimentary area.

TOOL 3:  WHAT ARE ERNS?

This Tool:
•	 Explains the origins of ERNs
•	 Highlights key resources concerning the 

conceptualisation, set-up and operations of ERNs, 
including the legal documents on which they are 
based

•	 Points to useful reports and recommendations 

concerned with analysing the achievements and 
added-value of ERNs to-date, which suggest where 
there might be room for improvement.

•	 Points to key resources showcasing the 
achievements of the ERNs, as a whole, as well as 
where to learn more about the achievements of 
specific ERNs

TOOL 4:  THE ADVANTAGES OF ERNS 
AS PARTNERS FOR RESEARCH

Illustrates how and why ERNs hold so much 
potential for research, including 2025 statistics 
and development connected with ERNs’ research 
potential.

TOOL 5:  NEEDS AND PRIORITIES FOR 
INDUSTRY – AND WHAT DOES INDUSTRY 
NEED IN A COLLABORATION WITH ERNS?

A summary of important considerations for 
stakeholders less used to working with industry, 
coupled with a selection of resources (webinars, 
reports, publications) to help convey some 
fundamental principles and realities for the private 
sector in contemplating collaborations with ERNs.

View the full Toolkit in Annex III.

The toolkit will be hosted in the ERDERA Innovation Management Toolbox.
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Section B: Conceptualising and firming-up a collaborative idea of research 

TOOL 6:  BRIEF SUMMARIES OF THE 
FIRST TOGETHER4RD PILOTS

Detailed information on the public-private 
partnerships initiated between EuroBloodNet and 
Takeda, ERN-BOND and Sanofi, and ERKNet and Novo 
Nordisk.

TOOL 7:  CASE STUDIES – EXAMPLES 
OF PREVIOUS OR ONGOING PUBLIC-
PRIVATE COLLABORATIONS IN 
THE RARE DISEASE SPACE

Case studies in the rare disease arena which may 
also serve as food for thought for other stakeholders 
wishing to follow suite and engage in projects.

TOOL 8: SUMMARY OF AREAS OR 
ACTIVITIES FOR POTENTIAL ERN 
AND INDUSTRY COLLABORATION

A broad range of potential projects and activities 
which might be well-suited to ERN and Industry 
collaboration.

Section C: Practical knowledge transfer – initiating and 
delivering a well-developed research collaboration

TOOL 9: REPORT ON THE EXPERIENCES 
AND LEARNINGS FROM THE 
FIRST ERN-INDUSTRY PILOTS 
SUPPORTED BY TOGETHER4RD

Insights from interviews with ERN and industry 
representatives about their experiences in launching 
the first ERN-industry pilot projects. These interviews 
were intended to better understand the respective 
experiences of conceptualising and initiating these 
pilots – from who came up with the original idea, to 
how the project proposals have taken shape, covering 
activities up to the launch phase (approximately).

TOOL 10: KEY RECOMMENDATIONS 
FOR BOTH ERNS AND INDUSTRY 
FROM THE EXPERIENCES OF THE 
FIRST ERN-INDUSTRY PILOTS

A list of recommendations to guide future ERN and 
industry projects and collaborations.

TOOL 11:  QUESTIONS PEOPLE SHOULD 
CONSIDER WHEN APPROACHING A 
NEW COLLABORATION BETWEEN 
ERNS AND INDUSTRY

Intended as a guide, for all parties, to help 
stakeholders ensure they enter into co-creation 
and negotiations with the best chance of success. 
Specific and realistic expectations are important, to 
maximise the efficiency of those early discussions, 
and hopefully avoid some of the pitfalls that can 
occur and delay or even jeopardise a public-private 
collaboration.

Toolkit to foster 
ERN-industry 
collaboration

View the full Toolkit in Annex III.
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A series of workshops to inform the development of the Toolkit

A series of workshops in 2024 
informed the direction and 
content of the Toolkit.

It was held in two instalments:

1.	Phase I: ERN, research and academic 
representatives, May 2024, Bari, Italy

2.	Phase II: Industry representatives, June 
2024, online

Both workshops explored the real and 
perceived obstacles to furthering ERN-industry 
research cooperation, and what each side needed to 
pursue closer collaboration. At both occasions the 
Secretariat explained the purpose and added value of 
the toolkit and gathered feedback from participants 
about the information the Toolkit could provide which 
could educate all rare disease stakeholders on the 
precedence, possibilities and practicalities of public-
private partnerships in rare diseases. Participants 
were asked leading questions, such as What would 
have made collaboration easier? and identified several 
challenges such as misalignment between parties, a 

lack of resources, lengthy processes and a need for 
greater project management.

In a second phase, held online in June 2024, 
Together4RD gathered industry representatives to 
gather their perspectives on what purpose, content 
and audience the toolkit could have. Industry guests 
were asked for their views on the major added value 
of the toolkit and were able to clarify what tools they 
felt would be helpful for them to work with ERNs, as 
well as what would be helpful to support ERNs in 
engaging with industry.

Launching the Toolkit 

with ERDERA

The toolkit was launched alongside 
ERDERA (the European Rare 
Diseases Research Alliance) in 
June 2025, followed by a social 
media campaign timed to coincide 
with the publication of the EU 
Life Sciences Strategy, which 
will be pivotal for rare disease 
research in the coming years.

To learn more about the toolkit, and its 
value to all stakeholders in European rare 
disease research, visit the QR code below.

“Forging a partnership requires ERNs 
and industry to appreciate each others’ 
needs, priorities and realities.”
VICTORIA HEDLEY 
RARE DISEASE POLICY MANAGER, NEWCASTLE UNIVERSITY

View the full Toolkit in Annex III.

The toolkit will be hosted in the ERDERA Innovation Management Toolbox.
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Communications

LinkedIn by Numbers

Users and Views 2,090 70,000

FOLLOWERS POST IMPRESSIONS

Top post of 2025 2,086 25 3,341

LIKES RE-POSTS IMPRESSIONS

Posts 80 150-200

PER YEAR POSTS SINCE 2022

Governance

Together4RD has, from start to finish, been supported by a formidable multistakeholder Steering Group, 
consisting of inspiring, committed and proactive members from across Europe who have dedicated their 
careers to improving the prospects for people living with rare diseases around the world. The initiative has been 
enrichened by their experience, knowledge and passion. Our thanks go to:

E R N  C O O R D I N A T O R S /
R E P R E S E N T A T I V E S

•	 Alexis Arzimanoglou, ERN EPICARE
•	 Sébile Tchaicha, ERN EPICARE
•	 Hélène Dollfus, ERN EYE
•	 Isabella-Anna Vacchi, ERN EYE
•	 Franz Schaefer, ERN ERKNet
•	 Maurizio Scarpa, MetabERN 

P A T I E N T 
O R G A N I S A T I O N S

•	 Graham Slater, EURORDIS
•	 Inés Hernando, EURORDIS

I N T E R N A T I O N A L 
R E S E A R C H  I N I T I A T I V E S

•	 Anton Ussi, EATRIS
•	 Daria Julkowska, ERDERA
•	 Rima Nabbout, Imagine Institute
•	 Victoria Hedley, Newcastle University
•	 Ana Rath, Orphanet

I N D U S T R Y

•	 Anne-Sophie Chalandon, Sanofi
•	 Estelle Michael, UCB
•	 Toon Digneffe, Takeda

•	 Victor Maertens, EUCOPE
•	 Matteo Scarabelli, EFPIA

O U R  C H A I R

•	 Sheela Upadhyaya

2 0 2 1 - 2 0 2 3

•	 Maciej Gajewski, Alexion

2 0 2 2 - 2 0 2 4

•	 Morgane Cuisenier, Novo Nordisk

Furthermore, Together4RD would like to extend its thanks to the support by several other distinguished people 
who have dedicated countless hours to shaping the initiative and providing opportunities for it to spread its 
important message across communities and countries in Europe. 

•	 Magda Chlebus, EFPIA
•	 Tina Taube, EFPIA
•	 Yanis Mimouni, ERDERA
•	 Mari Murel, ERICA
•	 Alberto Pereira, ERICA
•	 Luca Sangiorgi, ERN BOND 
•	 Mar Mañu Pereira, EuroBloodNet 
•	 Flora Peyvandi, EuroBloodNet
•	 Till Voigtländer, ERN Board of 

Member States
•	 Biruté Tumiené, ERN Board of 

Member States
•	 Carmen Laplaza Santos, 

European Commission
•	 Hélène le Borgne, 

European Commission
•	 Andrzej Rys, European Commission

•	 Vytenis Andriukaitis, former European 
Commissioner for Health and Member 
of the European Parliament

•	 Stine Bosse, Member of the 
European Parliament

•	 Sara Cerdas, former Member of the 
European Parliament

•	 Romana Jerković, Member of the 
European Parliament

•	 András Kulja, Member of the 
European Parliament

•	 Stelios Kympouropoulos, former 
Member of the European Parliament

•	 Frédérique Ries, former Member of the 
European Parliament

•	 Tomislav Sokol, Member of the 
European Parliament

•	 Boris Ajeganoff-Nielsen, 
European Parliament

•	 Dana Fahoum, European Parliament

•	 Danai Spentzou, European Parliament
•	 Matt Bolz-Johnson, EURORDIS – 

Rare Diseases Europe
•	 Virginie Bros-Facer, EURORDIS – 

Rare Diseases Europe
•	 Yann le Cam, EURORDIS –  

Rare Diseases Europe
•	 Katarzyna Mosiewicz, Novo Nordisk
•	 Enrique Terol, Permanent 

Representation of Spain to the 
European Union

•	 Danielle Dong, Sanofi
•	 Alicia Granados, Sanofi
•	 Gabriella Almberg, UCB

List non exhaustive.
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Thank you to 

our sponsors

Together For Rare Diseases 
was supported by a 
Secretariat, provided by FIPRA 
Public Affairs and enabled by 
industry funding.

•	 Laura Batchelor

•	 Clara Romero

•	 Mathieu Boudes

•	 Olivier Levy

•	 Robert Madelin

2022-2024 2021-2023
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Annex

Annex I – Position Paper
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Annex II – Report: Boosting European Competitiveness 

through Public-Private Partnerships in Rare Disease 

Research: the role of European Reference Networks
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Annex III – Toolkit to foster ERN-industry collaboration

Section A: background knowledge – ERNs, industry and the opportunity

TOOL 1:  THE IMPORTANCE OF PUBLIC PRIVATE PARTNERSHIPS IN RARE DISEASES
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TOOL 2:  EXAMPLES OF INITIATIVES WHICH FOSTER PUBLIC-PRIVATE 
PARTNERSHIPS IN RARE DISEASES AND COMPLEMENTARY AREAS
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TOOL 3:  WHAT ARE ERNS?
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TOOL 4:  THE ADVANTAGES OF ERNS AS PARTNERS FOR RESEARCH
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TOOL 5:  NEEDS AND PRIORITIES FOR INDUSTRY – AND WHAT DOES INDUSTRY 
NEED IN A COLLABORATION WITH ERNS? NEEDS AND PRIORITIES FOR INDUSTRY 
– AND WHAT DOES INDUSTRY NEED IN A COLLABORATION WITH ERNS?
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Section B: conceptualising and firming-up a collaborative idea of research

TOOL 6: BRIEF SUMMARIES OF THE FIRST TOGETHER4RD PILOTS
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TOOL 7:  CASE STUDIES – EXAMPLES OF PREVIOUS OR ONGOING 
PUBLIC-PRIVATE COLLABORATIONS IN THE RARE DISEASE SPACE
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TOOL 8: SUMMARY OF AREAS OR ACTIVITIES FOR 
POTENTIAL ERN AND INDUSTRY COLLABORATION
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Section C: practical knowledge transfer – initiating and 
delivering a well-developed research collaboration

TOOL 9: REPORT ON THE EXPERIENCES AND LEARNINGS FROM THE 
FIRST ERN-INDUSTRY PILOTS SUPPORTED BY TOGETHER4RD
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TOOL 10: KEY RECOMMENDATIONS FOR BOTH ERNS AND INDUSTRY 
FROM THE EXPERIENCES OF THE FIRST ERN-INDUSTRY PILOTS
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TOOL 11:  QUESTIONS PEOPLE SHOULD CONSIDER WHEN APPROACHING 
A NEW COLLABORATION BETWEEN ERNS AND INDUSTRY
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