
“Rare is not rare if you see how many we are.

No one deserves to walk this road alone.”

Aleksandra, The Netherlands
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CHAMPIONING THE RARE

EUROR­D­IS - Rare Dis­eases Europe and its over 1,000 rare dis­ease pa­tient  
or­gan­isa­tions, are call­ing for rare dis­eases to be a pri­or­ity of the can­did­ates 
to the European Par­lia­ment, the fu­ture European Com­mis­sion, and oth­er 
rel­ev­ant poli­cy­makers.

As we ap­proach the European Par­lia­ment elec­tions, 30 mil­lion people liv­ing 
with a rare dis­ease in Europe call for a world where they can have longer 
and bet­ter lives and achieve their full po­ten­tial, in a so­ci­ety that val­ues their 
well-be­ing and leaves no one be­hind.

We believe that the following recommendations are key to building an 
inclusive European Health Union that leaves no-one behind:

EUROPEAN POLICY 
FRAMEWORK on rare 
diseases

EARLier, FASTER, 
and MORE ACCURATE 
DIAGNOSIS

INTEGRATED NATIONAL 
AND EUROPEAN 
HEALTHCARE PATHWAYS

TIMELY ACCESS TO 
AFFORDABLE AND INNOVATIVE 
TREATMENTS

INTEGRATED, PERSON-
CENTRED, AND LIFELONG 
HOLISTIC CARE

INNOVATIVE AND 
NEEDS-LED RESEARCH 
AND DEVELOPMENT

OPTIMISED DATA FOR 
PATIENT AND SOCIETAL 
BENEFIT

SUSTAINABLE AND 
RESILIENT TREATMENT 
DEVELOPMENT
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EUROPEAN POLICY 
FRAMEWORK on rare 
diseases
No com­pre­hens­ive frame­work or strategy cur­rently ad­dresses 
the chal­lenges of the rare dis­ease com­munity, and policies of 
the past no longer keep pace with the needs of people liv­ing 
with a rare dis­ease. Build­ing on a sol­id polit­ic­al con­sensus [1], 
we call on the European Uni­on to cre­ate a com­pre­hens­ive 
and goal-based European Ac­tion Plan for Rare Dis­eases to 
ad­dress the ex­ist­ing high un­met needs of people liv­ing with a 
rare dis­ease and to break the silos of different le­gis­lat­ive pieces 
on data, re­search, treat­ment, health­care, so­cial pro­tec­tion and 
well-be­ing, as well as na­tion­al and EU ini­ti­at­ives.

[1] See for instance MEPs’ call for an EU Action Plan for RD and 21 Member States 
endorsing Czech EU Council Presidency’s Call to Action on rare diseases.
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EARLier, FASTER, 
and MORE ACCURATE 
DIAGNOSIS
Due to the com­plex­ity and rar­ity of these dis­eases, the search 
for ac­cur­ate dia­gnoses of­ten be­comes a "dia­gnost­ic odys­sey", 
caus­ing sig­ni­fic­ant men­tal, fin­an­cial, and so­cial hard­ships. Dif­-
fer­ences in na­tion­al ca­pa­cit­ies and ap­proaches to dia­gnos­is 
create in­equal­it­ies across Europe. We urge the European Uni­on 
to co­ordin­ate a uni­fied ap­proach, pro­mot­ing col­lab­or­a­tion 
among spe­cial­ised health­care pro­viders, shar­ing best prac-­
tices among Mem­ber States to guar­an­tee earli­er, faster and 
more ac­cur­ate rare dis­ease dia­gnoses across Europe. Ad­di-­
tion­ally, EU-wide ap­proaches to new­born screen­ing and sup-­
port for the best re­search and ad­vanced dia­gnost­ic tech­no-­
lo­gies is cru­cial to provid­ing all chil­dren with equal op­por­tun­it-­
ies across Europe.
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INTEGRATED NATIONAl

AND EUROPEAN HEALTHCARE 
PATHWAYS
Rare dis­eases pose unique chal­lenges not only due to their low 
pre­val­ence but also be­cause of the scarcity and dis­per­sion of 
health­care ex­perts. This has cre­ated a "geo­graph­ic lot­tery" 
lim­it­ing many pa­tients' ac­cess to op­tim­al care. To ad­dress these 
in­equal­it­ies with­in and between coun­tries, we call on the EU to 
en­sure timely, equal ac­cess to highly spe­cial­ised health­care 
for in­di­vidu­als with rare or com­plex con­di­tions. This can be 
achieved through the in­teg­ra­tion of the European Ref­er­ence 
Net­works (ERNs) in­to both cross-bor­der and na­tion­al health- 
care sys­tems. We also urge the EU to define and im­ple­ment 
specific solu­tions and to provide sup­port for bet­ter co­oper­a­tion 
and spe­cial­ised health­care de­liv­ery, par­tic­u­larly for ul­tra-rare 
dis­eases im­pact­ing few­er than 500 people in the EU.
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TIMELY ACCESS TO 
AFFORDABLE AND INNOVATIVE 
TREATMENTS
Cur­rently, only 6% of rare dis­eases have ap­proved treat­ments, 
with 69% of rare dis­ease pa­tients re­ceiv­ing only symp­to­mat­ic 
care. [2] Des­pite the OMP Reg­u­la­tion’s suc­cess, ac­cess­ing ap-­
proved treat­ments re­mains chal­len­ging. In the cre­ation of a 
European path­way from de­vel­op­ment to ac­cess, we urge the 
EU to sys­tem­at­ic­ally en­gage with pa­tients and their rep­res­ent­-
at­ives at all stages of the re­search and de­vel­op­ment and reg­u-­
lat­ory pro­cesses. The EU should es­tab­lish a ro­bust frame-­
work, fo­cus­ing on pa­tients’ un­met needs, pro­mot­ing in­nov­a-­
tion and ac­cess to trans­form­at­ive affordable treatments,  
in­clud­ing through early ac­cess, com­pas­sion­ate use, early dia-­
logues, and en­hanced pri­cing and re­im­burse­ment co­oper­a­tion, 
backed by uni­fied European pur­chas­ing meth­ods.

[2] Rare Barometer 2019, EURORDIS
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INTEGRATED, PERSON-

CENTeRED, AND LIFELONG 
HOLISTIC CARE
People with rare dis­eases have unique chal­lenges, in­clud­ing ob-­
tain­ing ap­pro­pri­ate dis­ab­il­ity as­sess­ments and fa­cing a high­er- 
risk of men­tal health is­sues. To ad­dress these is­sues, the 
European Uni­on should re­cog­nise the lifelong care needs of 
people liv­ing with a rare dis­ease and their fam­il­ies and as-­
sist Mem­ber States in de­vel­op­ing com­pre­hens­ive care 
path-ways, in­clud­ing well-trained health­care and so­cial ser­vice 
pro­viders. Ad­di­tion­ally, the EU should sup­port Mem­ber States 
in shar­ing good prac­tices to im­prove na­tion­al dis­ab­il­ity as-­
sess­ment frame­works, to en­sure that there are no gaps in 
the in­teg­ra­tion of com­plex dis­eases caus­ing dis­ab­il­it­ies, 
and to re­cog­nise the rare dis­ease com­munity as a vul­ner-­
able pop­u­la­tion with specific men­tal health needs in its 
policies on the mat­ter.
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OPTIMIsED DATA

FOR PATIENT AND SOCIETAL 
BENEFIT
Shar­ing health data is vi­tal for ad­van­cing rare dis­ease re-­
search, giv­en the dis­persed know­ledge, ex­pert­ise, and pa­tient 
pop­u­la­tions. The European Health Data Space Reg­u­la­tion 
presents an op­por­tun­ity to un­lock the po­ten­tial of health data 
in Europe for the be­ne­fit of rare dis­ease pa­tients. The EU 
must bal­ance data se­cur­ity with en­abling data ac­cess for 
new ther­apies. We urge the EU to sup­port har­mon­ising 
and op­tim­ising elec­tron­ic health re­cords for se­cure cross-
bor­der data ex­change, along with es­tab­lish­ing a trus­ted 
gov­ernance frame­work that in­volves ERNs for eth­ic­al 
data util­isa­tion. Col­lab­or­at­ing with pa­tient rep­res­ent­at-­
ives is cru­cial for un­der­stand­ing pa­tients' ex­pect­a­tions in re-­
search and data-shar­ing dur­ing policy de­vel­op­ment and      
eval­u­ation.
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SUSTAINABLE

AND RESILIENT TREATMENT 
DEVELOPMENT
The de­vel­op­ment of treat­ments and ther­apies, along with 
re­source-in­tens­ive care pro­vi­sion, in­volves a wide range of 
com­mit­ments, in­clud­ing or­gan­isa­tion­al, fin­an­cial, nat­ur­al, 
en­ergy, and even bio­lo­gic­al re­sources. The EU must ad­opt a 
more in­teg­rated and re­si­li­ent ap­proach that bal­ances 
and op­tim­ises the health and well­being of in­di­vidu­als, 
an­im­als, and the en­vir­on­ment across the en­tire re­search, 
de­vel­op­ment, and ac­cess li­fe­cycle of treat­ments and care. 
We urge the European Uni­on to fa­cil­it­ate the de­vel­op-­
ment of di­git­al tools, telemedicine, and mo­bile health-­
care to en­hance ac­cess­ib­il­ity and con­veni­ence for clin­ic­al  
tri­al par­ti­cipants. Im­ple­ment­ing 3R prin­ciples in reg­u­lat-­
ory medi­cine test­ing, en­sur­ing re­duced and re­thought an-­
im­al use while main­tain­ing sci­entif­ic valid­ity, is es­sen­tial.
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INNOVATIVE AND

NEEDS-LED RESEARCH 
AND DEVELOPMENT
Research enhances our understanding of rare diseases, leading to 
quicker diagnoses, innovative treatments, and improved health-
care. Challenges like inadequate funding, small patient popula-
tions for trials, and uncoordinated patient registries persist, res-
ulting in delays in diagnosis and treatment development. The EU 
should continue fostering long-term cross-border collabora-
tion in rare disease research, with a focus on regulatory science 
tailored to rare diseases, leveraging technology, and advanced 
therapies. Specifically, we urge the EU to bolster the research ca-
pacity of ERNs, support cross-sector partnerships in rare dis-
ease research under Horizon Europe, ensure continuity for the 
European Joint Programme for Rare Diseases, and facilitate pa-
tient engagement in research.

#ActRare2024



CHAMPIONING THE RARE

Rare diseases affect over 30 million people in Europe, impacting their 
families and caregivers. These conditions are often chronic, progressive, 
degenerative, and life-threatening, significantly affecting daily life. While the 
collective number is substantial, individuals with each of the 6,000 rare 
diseases are few and dispersed across countries.

To improve the lives of EU citizens with rare diseases, effective strategies 
must be cross-border and EU-wide. Currently, unmet needs persist for 
people with rare diseases in various areas globally and in Europe. Much 
work remains to ensure equitable access to diagnosis, treatment, 
healthcare, and social support while promoting the full inclusion of people 
with rare diseases in society.
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1 in 2,000
is the EU's threshold for classifying 
a rare disease, affecting that 
number or less of citizens

30 million
people live with a rare 
disease in 48 countries 
in Europe

6,000+
is the estimated number 
of distinct rare diseases

72%
of rare diseases are 
of genetic origin

We need renewed European 
action for rare diseases to 
rebuild the momentum 
around national plans and 
strategies, and everything 
within them. Nobody can do 
it alone for rare diseases.

Victoria

patient advocate
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EURORDIS - Rare Diseases Europe is a unique, non-profit 

alliance of over 1,000 rare disease patient organisations 

from 74 countries that work together to improve the lives of 

over 300 million people living with a rare disease globally. 


Scan the QR-code to read the detailed version of our 

priorities or visit our website: www.eurordis.org
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