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Where are we coming from?

A long standing leadership of Czech Republic in 
the field of rare „Mendelian“ diseases: the 
Council Recommendation on Rare Diseases 
adopted in 2009 under the Czech Presidency of 
the EU Council  

National Strategies / National Action Plans
Empowering patient associations
Orphanet, European Reference Networks

We have made major progress since the 
2008/2009 EU (soft) Legislations on Rare 
Diseases 

High unmet needs and inequalities across 
Europe remain.

https://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF; 
https://health.ec.europa.eu/latest-updates/national-plans-or-strategies-rare-diseases-page-updated-1970-01-01_en



European court of auditors report - 2019

https://www.eca.europa.eu/Lists/ECADocuments/SR19_07/SR_HEALTH_CARE_EN.pdf



eurordis.org/30millionreasons

A broad renewed support from 

the rare disease community 

and EU institutions (1)

Rare 2030: a Foresight to look long term
and a Roadmap for rare disease policy

• In 2021 after two years of multistakeholder
collaborative foresight study, 8 policy
recommendations were adopted

• In the field of diagnosis, access to healthcare, 
integrated care, partnerships with patients, research, 
data and treatments

http://download2.eurordis.org/rare2030/Rar
e2030_recommendations.pdf



A broad renewed support from the rare disease community 

and EU institutions (2)

http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf



eurordis.org/30millionreasons

A wide renewed support from the rare disease community and 

EU institutions (3)

• Recognition of Rare 2030 Recommendations and 
Ministerial level attendance

• Key messages clearly supported by all stakeholders 
• Follow up actions to strengthen French launching of 

a call for an Action Plan 

France EU Presidency High-Level
Conference on Rare Diseases (28/2/2022)

European and Economic Social 
Committee - Opinion on Rare Diseases

(2022)

European Parliament – debate and 
letter to the EC ((2021/2940(RSP)) 

https://eur-lex.europa.eu/legal-content/EN/TXT/PDF/?uri=CELEX:52022IE2323&from=EN
https://www.europarl.europa.eu/doceo/document/CRE-9-2021-11-24-ITM-016_EN.html



https://novorozeneckyscreening.vzacna-onemocneni.cz/



eurordis.org/30millionreasons

Expert conference on rare diseases Prague, October 25-26 / 2022

• Czech EU Council Presidency event

• 110 delegates, including 3 invitees from each MS

• Speakers incl. EC representatives, ERN  
representatives, Patient Advocates, Industry

• Agenda split into five blocks:

• A new goal‐based and coordinated strategy  
for rare diseases

• Early Diagnosis of Rare Diseases

• Revision of the Orphan Drug and Paediatric  
Drug Regulations

• Instruments for improving access to  
treatments for rare diseases

• Holistic healthcare pathways: Integrating  
European Reference Networks into  
European healthcare and social systems

https://www.mzcr.cz/towards-a-new-european-policy-framework-building-the-future-together-for-rare-diseases/



What did the conference cover?

Coordinated 
European 

Strategy on 
Rare Diseases

Early 
Diagnosis

Revision of 
the OMP & 
Paediatric 

Regulations

Improving 
access to 

treatments

Holistic 
care 

through 
ERNs



Key outcome: A Call to Action 

To adopt a European 
Action Plan on Rare 

Diseases to support and 
complement ongoing and 
future efforts at both the 

EU and Member State 
level

To support the early 
diagnosis of people living 

with a rare disease 

To evolve the incentives 
framework to maintain 

predictability for sponsors while 
enhancing Europe’s 

competitiveness through the 
upcoming revision of the OMP 
and Paediatrics Regulations.

To improve access to 
treatments, including 
further strengthening 

European cooperation in 
pricing and negotiations, 
while respecting current 
division of competences.

On holistic care & 

integrating European 
Reference Networks into 

national health systems

https://www.mzcr.cz/wp-content/uploads/2022/12/CZPRES_Expert_Conference_on_Rare_Diseases_brochure.pdf



eurordis.org/30millionreasons

EPSCO

Council:  
noted in the  
conclusions

Endorsement  
from MS

Conference  
output

25 – 26 October 9 December

22 EU Member States expressed support to Czech 

Presidency Call to Action (2022)

Czechia
Austria
Croatia
Cyprus
Denmark
Estonia
Finland
France
Germany 
Greece
Ireland

Italy 
Latvia
Lithuania
Luxembourg
Malta
Poland
Portugal 
Romania
Slovakia
Slovenia
Spain

22

https://www.eurordis.org/ms-endorse-czech-cta-rare-diseases/



Qualified majority supports Call to Action (2022)



I )  A CALL FOR A EUROPEAN ACTION  PLAN

▪ Call upon the European Commission to adopt a coordinated EU Strategy 
on rare diseases to support and complement ongoing and future efforts 
at both the EU and Member State levels.

▪ This should take the shape of a Commission Communication on 
addressing the challenges of persons living with rare diseases.

▪ Bringing together existing legislation towards common goals

▪ Integrating and sustaining European and national plans and strategies for  
rare diseases on a long-term basis;

▪ Measurable and time-bound goals

▪ Space to innovate
eurordis.org/30millionreasons



II) EARLYDIAGNOSIS

▪ Share best practice and lessons from national newborn  screening (NBS) 
programmes;

▪ Collect, collate and develop key performance indicators to  improve the 
quality of NBS programmes;

▪ Create an EU-level NBS Expert Advisory Committee, free from bias or 
national interests, to provide trusted, high-quality information to support 
decision-making at a national level.

▪ Accessibility of medical devices necessary for diagnostics of rare diseases is of 
crucial importance. Regulation (EU) 2017/746 on in vitro diagnostic medical 
devices (IVD-R) sets several ways for derogation from the generally 
applicable rules for safety and performance requirements when placing 
medical devices on the market. Nevertheless, the further specification that 
would ensure that in vitro medical devices necessary for proper diagnosis of 
rare diseases remain available on the market is needed. 

eurordis.org/30millionreasons



III) REVISION OF THE ORPHAN DRUG  
AND PAEDIATRIC DRUG REGULATIONS

eurordis.org/30millionreasons

▪ A model that is centred on the unmet needs of people living with a rare disease,  
and includes patient participation in its establishment and implementation;

▪ Transform the European Research & Development for the rare disease 
ecosystem  building upon advances of the past 20 years, for the next 20 years;

▪ Situate Europe as a global leader in research, development and access, through a  
regulation that is attractive and competitive globally;

▪ Establish a European pathway, from development to access, to ensure innovation  
coupled with affordability and to gain that crucial strategic autonomy in research  
and development;

▪ Ensure convergence and coherence between different relevant legislation.



V) INSTRUMENTS FOR IMPROVING ACCESS  
TO TREATMENTS FOR RARE DISEASES

▪ Strengthening European cooperation in pricing and negotiations: mechanisms of voluntary 
cooperation between EU Member  States

▪ European pathway, from development to access, to ensure innovation is coupled with affordability and 
to gain that  crucial strategic autonomy in research and development, starting with very low prevalence 
diseases and complex treatments.

▪ Explore the feasibility of piloting cross-country mechanisms to improve best practices and 
information exchanges, value  assessments, demand pooling and negotiating and purchasing 
models, as stated by WHO Europe 

▪ Consider the initiation of action towards the creation of a “European Fund” to support the  generation 
of evidence across the whole life cycle of products, focusing on products for very small populations 
and/or complex  treatments, such as Advanced Therapeutic Medicinal Products (ATMPs), for which 
evidence at time of pricing and reimbursement  (P&R) is often immature.

▪ Explore opportunities for joint negotiations with producers of complex treatments and treatments for 
small populations that have  the potential to improve accessibility of treatment across the EU, in a way 
that could possibly be incorporated into the revision of  Orphan Drug and Paediatric Drug Regulations 
as regulatory incentive.



Why a European Action Plan 

for Rare Diseases

✓ There is a need for a comprehensive policy framework to connect all  policies and 

initiatives affecting people living with a rare disease at European  and national levels

✓ This would bring areas such as digital to data to research to diagnosis to  

treatments to social care to ERNs under one umbrella framework

✓ It would drive innovation to make the EU a competitive world leader on  innovative 

therapies and technologies

✓ It would promote a European model of care for persons living with a rare disease. For 

the first time this would be a strategy that looks beyond health, by addressing the 

whole spectrum of challenges faced by people living with a rare disease in Europe, in 

line with the UN Resolution Addressing the Challenges of Persons Living with a Rare 

Disease

✓ This would also introduce measurable goals, similar to those in obesity or cancer 

and  aligned with the SDGs for all countries to work towardseurordis.org/30millionreasons



http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf

Rare diseases are forerunners of modern –

personalised (stratified/precision) medicine



Thank you for your attention! 

Milan.Macek.Jr@LFmotol.Cuni.Cz


