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IRDiRC HIGHLIGHTS  

  
Call for Experts – Join IRDiRC’s Interdisciplinary 

Scientific Committee  
  

The International Rare Diseases Research Consortium (IRDiRC) is seeking two new members for 

its Interdisciplinary Scientific Committee (ISC)— a unique, multi-stakeholder group addressing key 

cross-cutting challenges such as data sharing, ontologies, registries, natural history, biobanking, as well as 

economic, social, and policy dimensions of rare diseases. 

 

https://campaigns.sarbacane.com/%7B%7Btracking.webcopy%7D%7D
https://irdirc.org/isc/


 

We are looking for experts who: 

• Bring strong experience in rare diseases or relevant transferable expertise 

• Have a solid understanding of global and regional rare disease landscapes 

• Have expertise in policy, public affairs, human rights, OR education and capacity 

building 

• Thrive in international, multidisciplinary collaboration 

• Are ready to actively contribute (monthly calls + annual in-person meeting) 

This is a unique opportunity to contribute to international strategy and collaborate with leading experts 

across rare disease sectors. 

  

Application process:  

Submit your CV, biosketch, and motivation letter to: scientific.secretariat[at]irdirc.org.  

Deadline: 27 July 2026.  

This role is on a voluntary basis. The appointment of a scientific expert is granted for an initial term of 

three years. Upon completion of the initial term, the mandate may be renewed once for an additional 

period of three years.  
  

 

More about ISC Call 

  
New Regulatory Scientific Committee members  

  

https://irdirc.org/call-for-new-members/


IRDiRC is delighted to announce the appointment of new members to the Regulatory Scientific 

Committee (RSC). 

  

• Daniel O’Connor, Executive Director Regulatory and Early Access Policy, The Association of 

the British Pharmaceutical Industry (UK) 

• Anneliene Jonker, Assistant Professor in Rare Diseases Therapeutic Innovation, University 

of Twente (Netherlands) 

• Francesca Buttigieg, Regulatory Affairs Executive Director, RhyGaze AG 

• Silvia Cerolini, CEO, Eyes on the Future (UK) 

  

Established in 2022, the Regulatory Scientific Committee was created to address regulatory gaps driven 

by the rapid pace of innovation in rare diseases and therapeutic development. It brings together 

international experts from across regulatory bodies, patient organizations, industry, academia, and non-

profit sectors. 

The RSC is driven by three key priorities: 

 

https://irdirc.org/rsc/
https://irdirc.org/rsc/


• Contributing to IRDiRC Task Forces and Working Groups to strengthen the impact of 

regulatory science 

• Fostering multi-stakeholder dialogue to advance regulatory harmonization and support 

clinical research 

• Identifying and anticipating emerging regulatory challenges 
 

More about RSC 

  
New IRDiRC Video - Strengthening Collaboration Across 

the Rare Disease Research Community 

  
Watch now the latest IRDiRC video filmed in Sofia (Bulgaria), capturing key moments and conversations 

from the Consortium Assembly and Scientific Committees Meeting.  

  

The event brought together more than 60 participants, creating a valuable opportunity to review progress, 

align priorities, and strengthen collaboration across initiatives advancing rare disease research. A highlight 

of the programme was the joint event with the ERDERA National Mirror Groups (NMGs), which 

fostered exchange between international and national stakeholders and reinforced the shared ambition of 

accelerating impact through coordinated action and stronger alignment across countries. National Mirror 

Groups play an important role in connecting national rare disease ecosystems with international initiatives, 

helping translate priorities, knowledge, and outcomes into meaningful collaboration and 

implementation. Learn more about ERDERA National Mirror Groups here: https://erdera.org/international-

alignment/national-mirror-groups/ 

https://irdirc.org/rsc/
https://erdera.org/international-alignment/national-mirror-groups/
https://erdera.org/international-alignment/national-mirror-groups/


  

  
 

Watch the video on YouTube 

  

IRDiRC  PUBLICATIONS  

  
Rare disease preparedness: the time is now 

  

A new IRDiRC publication, “Rare disease preparedness: the time is now”, published in Rare Disease 

and Orphan Drugs Journal, highlights the urgent need for coordinated global action to transform how rare 

diseases are diagnosed, treated, and prioritised across healthcare systems worldwide. 

 

https://www.youtube.com/watch?v=re1kYNo1prY


Drawing important lessons from the COVID-19 pandemic, the publication argues that the same level of 

political urgency, scientific collaboration, regulatory flexibility, and sustained investment that accelerated 

pandemic responses should now be applied to rare diseases. 

While each rare disease affects relatively few individuals, together rare diseases impact an estimated 300–

400 million people globally. Despite this significant burden, approximately 95% of rare diseases still have 

no approved treatment, underlining the need for stronger preparedness frameworks and long-term 

commitment. 

The publication calls for a proactive and coordinated approach that strengthens research ecosystems, 

accelerates innovation, improves access to diagnosis and therapies, and ensures rare diseases receive the 

attention they require within health policy agendas. 

  

Read the full publication, available open access.  
 

Read the Publication 

  
Medical device development and innovation for rare 

and pediatric populations: a global landscape overview 

  
  

Medical devices for rare 

diseases are gaining 

importance as healthcare 

innovation extends beyond 

orphan drugs and biologics, 

particularly through digital 

monitoring and diagnostic 

technologies. 

Despite progress, only a 

limited number of orphan medical devices are currently approved, highlighting a persistent unmet need in 

rare disease care. 

 

Regulatory approaches differ across regions, with specific incentives in the United States, Japan, and 

China, while Europe relies mainly on general frameworks and supportive initiatives. Patient engagement is 

increasingly recognized as essential to inform device development, regulatory evaluation, and real-world 

 

https://www.oaepublish.com/articles/rdodj.2025.39?utm_campaign=website&utm_medium=email&utm_source=sendgrid.com


implementation. Future progress will depend on enhanced international cooperation, regulatory 

convergence, and sustained investment in patient-centered innovation. 

  

Read the full publication, produced by the IRDiRC Working Group on MedTech for Rare 

Diseases, now available open access.  
 

Read the Publication 

  
2nd International Clinical Research Networks Report 

  

The 2nd International Conference on Clinical Research Networks (CRNs), organised 

by the European Rare Diseases Research Alliance (ERDERA), Rare Diseases International 

(RDI), and IRDiRC, brought together the global rare disease community to explore innovative solutions 

for advancing clinical research, with a dedicated focus on strengthening capacity in low- and 

middle-income countries (LMICs). 

Held in a hybrid format, the conference created a dynamic space for collaboration among researchers, 

clinicians, patient advocates, and policymakers, fostering dialogue on how stronger clinical research 

networks can accelerate progress and improve outcomes for people living with rare diseases worldwide. 

Read the event report to discover key insights and reflections from organisers and speakers, and learn 

how Clinical Research Networks are helping shape the future of rare disease research and care. 

 

 

Read the Report 

https://irdirc.org/working-group-on-medtech-for-rare-diseases/
https://irdirc.org/working-group-on-medtech-for-rare-diseases/
https://irdirc.org/new-irdirc-publication-medical-device-development-and-innovation-for-rare-and-pediatric-populations-a-global-landscape-overview/
https://erdera.org/
https://www.rarediseasesinternational.org/
https://www.rarediseasesinternational.org/
https://www.rarediseasesinternational.org/wp-content/uploads/2026/06/CRN-Conference-Final-Report.pdf


  
 

    

 

IRDiRC  EVENTS  

  
Upcoming IRDiRC internal 

(closed) events: 

• In-person Consortium 

Assembly Meeting in Amsterdam, 

Netherlands, on 13-14 October, 

2026.  

• Annual Consortium Assembly 

and Scientific Committees 

Meeting in Budapest, Hungary, 

on 8-9 March, 2027. 

Collaborative events 

• World Orphan Drug Congress (WODC) Europe in Amsterdam, Netherlands, on 26-27 

October, 2026. More information about the 

event: https://www.terrapinn.com/conference/world-orphan-drug-congress/index.stm 

• RE(ACT) - Rare Disease Research Congress in Budapest, Hungary, on 10-12 March, 

2027. More information about the event: https://irdirc.org/event-list/react-rare-disease-

research-congress/ 

*Photo taken at the Consortium Assembly Meeting in Paris, France (October, 2025).  

 

  

IRDiRC REPRESENTATION 
AT  EVENTS  

  
UPCOMING EVENTS   

  
World Orphan Drug Congress Europe 

  

https://www.terrapinn.com/conference/world-orphan-drug-congress/index.stm
https://irdirc.org/event-list/react-rare-disease-research-congress/
https://irdirc.org/event-list/react-rare-disease-research-congress/


The World Orphan Drug Congress Europe is the largest and most established event globally for 

orphan drugs and rare diseases. 

  

Joined by more than 1,800 senior industry leaders, the World Orphan Drug Congress brings together 

expertise from across the entire orphan drug lifecycle. Gain practical insights from 250+ expert speakers 

and connect with over 100 exhibitors driving progress in research, development, access, and patient 

outcomes. 

The programme explores the topics shaping the future of rare disease innovation, including: regulatory 

strategy and evolving policy landscapes, market access and commercialisation pathways, patient 

engagement and advocacy, advances in gene and cell therapies, innovation in precision and personalised 

medicine. 

  

Event details:  

🗓26 October, 2026 | Pre-Congress Workshops 

🗓27 - 28 October, 2026 | Main Congress Days 

📍RAI Congress Centre, Amsterdam 

 

 

More Information 

  
  

RE(ACT) - Rare Disease Research Congress 

  

https://www.terrapinn.com/conference/world-orphan-drug-congress/index.stm
https://www.terrapinn.com/conference/world-orphan-drug-congress/index.stm


RE(ACT) – Rare Disease Research Congress is a leading event dedicated to advancing rare disease 

research. Building on the legacy of the RE(ACT) Congress series and now entering its ninth edition, the 

Congress continues to connect scientific excellence with real-world impact. 

  

Bringing together international leaders, renowned experts, and emerging talents, RE(ACT) creates a space 

to share breakthrough discoveries, challenge perspectives, and shape the future of research and policy in 

rare diseases. Covering disciplines across research, innovation, and healthcare, the Congress aims to 

accelerate progress through collaboration and knowledge exchange. Patients, families, and advocacy 

organisations remain central to these discussions, ensuring that lived experience informs priorities and 

outcomes. 

  

Since its launch in 2012 by the BLACKSWAN Foundation, RE(ACT) has championed scientific exchange 

and collective action in rare and orphan diseases. The 2027 edition is co-organised by 

the ERDERA and IRDiRC, in partnership with EURORDIS – Rare Disease Europe and Rare Disease 

International. Join us in Budapest to strengthen partnerships, advance discovery, and build momentum 

for a future where rare diseases are no longer barriers, but frontiers we can overcome together. 

  

Event details:  

🗓 10-12 March, 2027 

📍 Budapest, Hungary 

 

 

More Information 

  

https://www.react-congress.org/welcome/


PAST EVENTS 

  
ICPerMed Executive Committee Meeting  

  
IRDiRC was 

pleased to take 

part in the 

recent ICPerMed Executive Committee meeting and to present the Consortium’s mission, 

governance framework, and collaborative model, including the support provided through ERDERA, the 

European co-funded partnership on rare diseases. 

The meeting provided a valuable opportunity to exchange perspectives with ICPerMed members and 

engage in an open and constructive discussion on shared priorities, international collaboration, and 

approaches to advancing research and innovation in personalised medicine. 

  

We extend our thanks to ICPerMed and the European Commission for the invitation and for facilitating 

this important dialogue. Strengthening connections across communities and initiatives remains essential to 

accelerating progress and improving health outcomes globally. 

 

 

More about ICPerMed 

  
World Orphan Drug Congress USA 

  

https://www.icpermed.eu/


IRDiRC was delighted to take part in the last edition of the World Orphan Drug Congress (WODC) 

USA 2026 and contribute to the exchange of perspectives on advancing rare disease research and 

development through global collaboration. 

We extend our sincere appreciation to our constituent and task force members, who contributed to the 

congress through presentations and participation in panel discussions. Their expertise, thoughtful 

engagement, and continued commitment helped enrich the dialogue and reflect the collaborative spirit 

that drives progress across the global rare disease community. 

  

WODC continues to demonstrate the value of bringing together diverse perspectives to address shared 

challenges and advance meaningful outcomes for people living with rare diseases around the world. 

  

The next edition will take place on 11-12 May, 2027, at the Thomas M. Menino Convention & Exhibition 

Center in Boston, MA, USA.  

  

 

 

More Information 

 

    

 

  

https://irdirc.org/irdirc-at-wodc-usa-2026/


NEWS FROM IRDiRC MEMBERS  

  
Rare Barometer 
webinar highlights 
mental health 
challenges faced 
by the rare 
disease 
community 

On 18 June 

2026, EURORDIS Rare 

Barometer presented the 

findings of its latest survey 

during the webinar “Living 

well: The mental health 

of people living with a 

rare or undiagnosed 

condition and their 

family members.” 

The webinar examined the factors influencing the mental health and wellbeing of people living with a rare 

or undiagnosed condition, drawing on insights gathered from more than 10,700 people within the rare 

disease community, including nearly 9,900 from across Europe. Speakers discussed how the findings can 

support advocacy efforts and inform policy initiatives aimed at strengthening mental health support for 

patients and families. 

 

The event featured reflections from experts and community representatives, alongside a discussion on 

priorities for action to better address the mental health needs of people affected by rare diseases. 

 

 

More Information 

  

https://www.eurordis.org/
https://www.eurordis.org/rare-barometer-survey-on-what-helps/


ASrid at the European 
Conference on Rare Diseases & 
Orphan Products 

ASrid (Japan), IRDiRC Patient Advocates 

Constituent Committee member, presented 

two posters at the European Conference on 

Rare Diseases & Orphan Products 

(ECRD), organized by EURORDIS-Rare 

Diseases Europe and held in Prague (Czech 

Republic).  

1) Care Fragmentation and Patient-Shifted Coordination in Type II Collagenopathies: An 

Interpretative Phenomenological Analysis - Shun Emoto Tamaki Mouri and Yukiko Nishimura.  

 

2) Determinants of Patient Organization Satisfaction with PPIE in NANBYO Research in 

Japan: A Mixed-Methods Survey - Yukiko Nishimura and Shun Emoto 

 

 

More Information 

  
WHA79 RDI Side 
Event Report is 
Now Available 

The 79th World Health 

Assembly (WHA 79) took 

place 18-23 May 2026 in 

Geneva, Switzerland. The 

WHA side event of the 

IRDiRC Patient Advocates 

Constituent Committee 

member, Rare Diseases 

International, brought 

together global stakeholders to discuss how inclusive, people-centred health and social systems can better 

support people living with rare diseases and ensure Universal Health Coverage leaves no one behind. 

  

Co-hosted by the IFPMA, the Hong Kong Rare Disease Collaborative Network, and the Forset Hayah 

Foundation for Rare Diseases, and held under the patronage of the Arab Republic of Egypt and the 

 

https://asrid.org/en
https://irdirc.org/patient-advocates-constituent-committee-pacc/
https://irdirc.org/patient-advocates-constituent-committee-pacc/
https://www.rare-diseases.eu/
https://www.rare-diseases.eu/
https://www.rare-diseases.eu/
https://asrid.org/en
https://www.rarediseasesinternational.org/
https://www.rarediseasesinternational.org/


Kingdom of Spain, the event reflected strong cross-sector and cross-regional engagement and 

collaboration. The discussions reinforced the importance of the implementation of 

the Resolution4Rare and highlighted the broad societal benefits of designing systems that meet the 

needs of people living with rare disease. 

  

The official event report, capturing the key insights, recommendations, and next steps from this 

important dialogue, is now available.  
 

Read the Report 

  
IRDiRC DSC Chair, 
Sally Ann Lynch, 
elected President-
elect of the 
European Society 
of Human 
Genetics 

IRDiRC Diagnostics 

Scientific Committee 

(DSC) Chair, Dr. Sally Ann 

Lynch (University College 

Dublin, Ireland) was elected 

President-elect of 

the European Society of 

Human Genetics 

(ESHG) at recent ESHG 

meeting in Gothenburg, Sweden. 

  

The European Society of Human Genetics is a non-profit organization, that aims to promote research in 

basic and applied human and medical genetics, to ensure high standards in clinical practice and to 

facilitate contacts between all persons who share these aims, particularly those working in Europe. 

 

 

More Information 

  

https://www.linkedin.com/posts/wha79-side-event-report-ugcPost-7474816745665355777-10g4/?utm_source=share&utm_medium=member_desktop&rcm=ACoAACX-4j8BJNL_XRtgKht-ucPHy8oqqG3e1Yc
https://irdirc.org/dsc/
https://irdirc.org/dsc/
https://irdirc.org/dsc/
https://www.eshg.org/home


WHO Report on Birth 
Defects and Newborn 
Screening 

IRDiRC welcomes the publication of 

the WHO Report on Birth Defects 

and Newborn Screening — an 

important step toward earlier 

diagnosis and better outcomes for 

every child. Newborn screening is a 

powerful tool in rare disease, helping 

shorten the diagnostic journey, 

enable timely treatment, and support 

families from the earliest days of life. 

  

We especially recognise IRDiRC Interdisciplinary Scientific Committee member Ritu Jain for her 

contribution to the WHO steering committee advancing NBS frameworks in low- and middle-income 

countries. Her leadership also informs IRDiRC’s Stigma Task Force, co-led with Gareth Baynam, 

addressing barriers that continue to affect access to care and quality of life for people living with rare 

diseases. 

  

With around 1 in 3 people experiencing stigma, newborn screening represents more than early detection 

— it is also a pathway to equity and dignity. Together with IRDiRC’s ongoing work and 2024 special 

journal collections on NBS, we remain committed to accelerating research and improving outcomes from 

birth and beyond. 

 

 

More Information 

  
CamRARE 
Rare 
Patient 
Passport 

IRDiRC 

connections 

continue to help strengthen collaboration across the rare disease ecosystem by enabling the exchange of 

ideas, tools and practical implementation across communities. 

 

https://irdirc.org/isc/
https://irdirc.org/stigma-and-rare-diseases-task-force/
https://www.who.int/publications/i/item/9789240122086


One example is the CamRARE Rare Patient Passport, which has been published and is now available 

more widely, with collaboration underway to develop a validated Dutch adaptation through Stichting 

(On)beperkt Vooruit! / (Un)limited Forward! Foundation.  

  

This work places particular attention on people living with rare diseases, multimorbidity, multiple 

specialists and complex care coordination needs. 

The engagement of IRDiRC colleagues, including Therapies Scientific Committee (TSC) Vice Chair Diana 

Kwast-Hoekstra, highlights how stronger links between patient-led organisations and international rare 

disease networks can help bring patient-centred solutions closer to everyday care. 

  

CamRARE (Cambridge Rare Disease Network) is a collaborative network that brings together patients, 

advocates, healthcare professionals, researchers and other stakeholders to address challenges 

experienced by people living with rare diseases. Through knowledge exchange, shared experience and 

cross-sector collaboration, CamRARE supports efforts to improve diagnosis, care, treatment pathways and 

broader support for patients and their families. 
 

More Information 

  
 

    

 

  

OTHER NEWS  

  
Clinical Trial Call 
2026 

ERDERA will launch 

its Clinical Trial Call 2026 

(ECTC) on 1 July 2026, 

supporting multinational, 

GCP-compliant early-phase 

Phase I, Phase I/II and 

Phase II interventional 

clinical trials in rare diseases. 

 

https://irdirc.org/tsc/
https://www.camraredisease.org/


Priority areas (not eligibility criteria): paediatric rare diseases; rapidly progressive rare diseases; and rare 

diseases with no approved therapeutic options or with substantial residual unmet medical need despite 

existing treatments. 

More information: https://erdera.org/call/ctc2026/ 

  

ERDERA Diagnostics Research Webinar Series 

As part of its Education and Training offering, ERDERA is launching a dedicated webinar series designed 

to inform and engage the wider rare disease community: the ERDERA Diagnostic Research Workstream 

Webinar Series. The series brings together ERN healthcare professionals, clinicians, geneticists, 

researchers, and other stakeholders to learn about the work, progress, and outcomes of the ERDERA 

Diagnostic Research Workstream (DRW). 

More information: https://erdera.org/news/advancing-rare-disease-diagnostics-the-erdera-diagnostic-

research-workstream-webinar-series/ 

  

ERDERA Policy Brief: European Biotech Act 

ERDERA together with the European Reference Networks (ERNs), provides the operational backbone 

needed to deliver the European Biotech Act from discovery to patient access. A new policy brief positions 

rare diseases as a strategic test case and highlights how fragmented clinical, regulatory, and data 

ecosystems slow innovation and it calls for stronger governance, broader biotech definitions, interoperable 

data infrastructures, and support for multinational trials and skills development. The ERDERA–ERN 

ecosystem offers a coordinated pathway to accelerate biotech innovation and improve equitable access 

for patients across Europe. 

Access the publication: https://erdera.org/publications/erdera-policy-brief-european-biotech-act/ 
 

More updates from ERDERA 

  
CONTACT & SOCIAL MEDIA 

LinkedIn: International Rare Diseases Research Consortium (IRDiRC) 

X (Twitter): IRDiRC  

Website: https://irdirc.org/ 
 

    

 

The Scientific Secretariat of IRDiRC is supported by the European Rare Diseases Research 

Alliance (ERDERA) that has received funding from the European Union’s Horizon Europe 

research and innovation programme under grant agreement N°101156595. 

https://erdera.org/call/ctc2026/
https://erdera.org/training-and-education/
https://erdera.org/news/advancing-rare-disease-diagnostics-the-erdera-diagnostic-research-workstream-webinar-series/
https://erdera.org/news/advancing-rare-disease-diagnostics-the-erdera-diagnostic-research-workstream-webinar-series/
https://health.ec.europa.eu/rare-diseases-and-european-reference-networks/european-reference-networks_en
https://erdera.org/publications/erdera-policy-brief-european-biotech-act/
https://erdera.org/latest/
https://www.linkedin.com/company/international-rare-diseases-research-consortium-irdirc/posts/?feedView=all
https://x.com/irdirc
https://irdirc.org/
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