
Expert Conference on Rare Diseases 

Prague, 25-26 October 2022

WHY EUROPE'S ACTION PLAN FOR 
RARE DISEASES IS CRITICAL FOR 

OUR COMMUNITY 

Yann Le Cam

Chief Executive Officer, EURORDIS-Rare Diseases Europe



2

Overview

Why is it needed?

Why now? 

How can this be achieved? 

What could this look like? 



Why is a European Action 
Plan on Rare Diseases 
critical for our 
community?
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Rare diseases
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• Still, long road to diagnosis

• 5 years to diagnosis

• Still, lack of treatment options… or access to treatments when they are available

• Only 6% of rare diseases have a treatment 

• 22% of people with rare diseases could not get, in 2019, the treatments they needed 
because it was not available where they live.

• Lack of coordination between health and social care

• Still stigmatised in society, poorly integrated in society, far from optimal well-being

Vast unmet needs
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Why is European action needed? 
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Progress has been made thanks to… 

Empowered patient communities

Legislation to incentivise investment in rare disease research

A European mandate to Member States 

National Plans and Strategies setting national priorities 

Disease registries 

Centres of Expertise and European Reference Networks 

European research programmes 

2000 OMP Regulation
2006 Paediatric Use Regulation

2007 Advanced Therapies 
Regulation  

2008 Council Recommendation 
2009 Commission Communication

Cross border healthcare Directive



Why now?
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New challenges… and new opportunities

Science & Knowledge 

Diagnostic tools 

Advanced therapies 

Data & Digital transformation

Social and Economic impact
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An area where progress has been made
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End of a policy cycle

14 years since the last “rare disease strategy” – actions from 2008/2009 legislations complete or 
evolved (Commission Communication 2008 and Council Recommendation 2009)

▪ No longer the existence of an EU expert group 

▪ Only 11 active National Plans and Strategies currently

Different areas of legislation under review or development (OMP, Pharma Pack, CBHC, EHDS, 
Cancer Plan, Mental Plan)
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A call from across the community 

The 2000 rare diseases patient organisations across Europe, all national alliances, 
all European federations

All stakeholders: patients & families, clinicians (eg ERNs), researchers, pharma & 
biotech, national policy makers 

European Court of Auditors’ Report

European Parliament debate, 45 MEPs call upon the Commissioner for Health, 
mention in resolutions on building back better 

50+ partners of the European Conference on Rare Diseases July 2022 

European Economic and Social Committee opinion on rare diseases 

Member State support through the Slovenian, French and Czech EU Council 
Presidencies 



How should this be 
done?
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A comprehensive, integrated, goals based framework 

Bridging the gaps between different legislative pieces 
on data, research, treatment, healthcare, social care

Bridging the gaps between national and EU initiatives

A holistic and life-long view 

Measurable goals to set a common direction 

Upstream clinical research… using data…connecting 
with patient advocates… linking downstream with 
access to treatments… at specialist centres
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Goal based strategy

8 Rare 2030 
Recommendations

Europe’s
Action Plan

4 SDGs

1. European/national 
plans and strategies

2. Diagnosis

3. Access to care

4. Person-centred care

5. Patient Partnerships

6. Research

7. Data

8. Treatment

GOAL 1: Ensuring healthy
lives and promoting well-

being

GOAL 2: Reducing
inequalities

GOAL 3: Building resilient
infrastructure, promoting
inclusive and sustainable

industry and fostering
innovation

SDG3: Ensure healthy
lives and promote well-
being for all at all ages

SDG 9: Build resilient
infrastructure, promote
inclusive and 
sustainable
industrialisation and 
foster innovation

SDG10: Reduce
inequalities
within/among countries

SDG17: Revitalise the 
global partnership for 
sustainable
development



What should this look 
like? 
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Rare 2030 Foresight Study: 
A roadmap for rare disease policy to 2030 

Two year large scale Foresight 
Study (2019-2021)

Over 250+ expert stakeholders 
from 38 countries 

Input of  Young Citizens panel 

European Parliament initiated, 
European Commission funded

Participatory and iterative 
methodology
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Need
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Rare 2030 Foresight Study: 
A roadmap for rare disease policy to 2030 

Eight detailed policy 
recommendations across diagnosis, 
access to healthcare, integrated care, 
partnerships with patients, research, 
data and treatments

Central recommendation for a new 
European Policy Framework driven by 
the needs of people living with a rare 
disease, to guide the implementation of 
consistent national plans and strategies
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Recommendation 1: Long-term, integrated European 
and national plans and strategies

Align with other European and national strategies (e.g. cancer, data, research, access, social rights) 

Support a harmonisation of the definition of rare diseases and rare cancers in European and national plans, 
strategies and policies 

Align with the international objectives established in Sustainable Development Goals, Universal Healthcare and other 
UN system policies relevant to rare diseases. 

Place a new focus on EU level monitoring of rare disease diagnostics, treatment, care, research, and holistic 
wellbeing, with countries encouraged to collect and pool such data to publically and transparently illuminate the status 
quo and enable benchmarking 

European and national plans and strategies should be sustained on a long-term basis, with adequate funding, and 
should be monitored by the appropriate authorities and key opinion leaders in the field 

Suitable forum should be created or designated to advance multistakeholder policy-oriented debate on rare 
diseases, enabling the identification of good practices and support for implementation to suit national realities
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What can we be doing now?

Leverage opportunities and infrastructures that exist 

▪ Revision of legislation 

▪ Joint Action on Integration of ERNs

▪ EU4Health 

▪ Horizon 2030

Prepare the ground for the strategy

▪ Baseline metrics for measurable goals 

▪ Establish and support a drafting group to design the new Commission Communication on a European 
Action Plan on Rare Diseases and Council Recommendation
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Flagships that will address unmet needs and innovate

Joint Action on Newborn Screening 

European Comprehensive Care Centres 
for ultra rare and complex diseases 

EU Fund to generate real world 
evidence 



24

How would European action help? 

ERNs better integrated 
into national healthcare 
systems to improve 
access to specialist 

Holistic approach to 
managing symptoms and 
mental health 

Improved link with social 
care 


