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After two years of extensive consultation, the Rare 2030
Foresight study recommends a new policy framework
for rare diseases ...with a set of policy recommendation
to reach the preferred scenario
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RECOMMENDATION 1
Long-term, Integrated European and National Plans
and Strategies

Rare2030

Foresight in Rare Disease Policy

RECOMMENDATION 2
Earlier, Faster, More Accurate Diagnosis

RECOMMENDATION 3
Access to High Quality Healthcare
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RECOMMENDATION 4
Integrated and Person-Centred Care
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RECOMMENDATION 5
Partnerships with Patients
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RECOMMENDATIONS
FROM THE RARE 2030

FORESIGHT STUDY

THE FUTURE
OF RARE DISEASES
STARTS TODAY

RECOMMENDATION 6
Innovative and Needs-led Research and Development
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RECOMMENDATION 7
Optimising Data for Patient and Societal Benefit
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RECOMMENDATION 8
Available, Accessible and Affordable Treatments

(T

G
&
Q

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




8 Interconnected Recommendations....

2
Diagnosis

8 3
Treatments Healthcare

1

European

Framework 4
Integrated

and National and Person-

Plans Centred
Care

5

Patient
Partnership

6
Research

\ 4

o " o

©

Rare2030

Foresight in Rare Disease Policy

©

RARE DISEASES DO
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Example of interconnectivity: NBS
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...with one overarching
Framework

A EUROPEAN

ACTION PLAN
WILL...

BRING TOGETHER ACTIONS, INCLUDING EXISTING
LEGISLATION, ACROSS THE RARE DISEASE
PATHWAY WHERE THE EU CAN ADD THE MOST
VALUE UNDER ONE FRAMEWORK TO FOSTER
RESEARCH AND CARE

A EUROPEAN '~ ACTION PLAN wiLL...

GIVE A NEW FOCUS TO NATIONAL PLANS TO
ENSURE THAT SCIENTIFIC, TECHNOLOGICAL AND
THERAPEUTIC ADVANCES REACH EVERY PERSON

LIVING WITH A RARE DISEASE IN EUROPE
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8 Interconnected Recommendations....
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Structure of Recommendations <
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© Panel of experts &© Young Citizens

How to get there
and monitor
success?

The Rare 2030

The issue .

Goal and Vision Recommendation

Rare Barometer
. < .
& oices survey




VISION OF THE
RARE DISEASE COMMU

The rare community recognises that diagnosis
is the first step towards any improvements in
heaith and well-being and envisions a future
where families across Europe no longer have
to endure a diagnostic odyssey to obtain this
critical information. Whether it be access to a
treatment or the ability to plan for their future,
by 2030 all people living with a rare disease will
receive the attention they need as quickly as

All people living with a rare disease known

in the medical literature will be diagnosed within

six months of coming to

All people will have access t
diagnostic technologies, be
programmes (including sci

discrimination and regardles:

in Europe. All currently undiac
will enter a European and gl
diagnostic and resear

RECOMMENDATION

possible - and this begins with a timely and ac-
curate diagnosis. The community strongly sup-
ports the better application of current diagnos-
tic testing and screening approaches (which
includes low-cost but highly effective solutions
such as raising awareness) as well as the use of
new technologies 1o overcome current barriers
in diagnosis equally across all countries.
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EARLIER
ACCUF

The time to dagnoss should be shortened - whilst avoidin
consequences - which should be achseved by better use and
ilable diagnostic testing technologies, best peactices and
innovative approaches must be driven by patient-needs and
qualities in access to diagnosis and ensuing care must be en
dards and progs across Eurcpe (and beyond). A o
with undisgnosed rare d: which & ds gr and
data-sharing and diagr platk: and infr
Specifically. to achieve earfier. laiter. and more scourate disg
supported:

+ Promote equality in access 10 diagnostic opportunit
sease or suspected rare disease. no matter whese the

+ Enable patients to navigate heaith systems with ease,
direct route to obtaining a diagnosis, 10 connect wi
eam how 1o best manage their disease and partop
manner

+ Co-design - with heaithcare professionals and patii
cently quide people living with 3 rare disease from di
where possible and appropriate, to the most relevant

w Rasse on rare d
health and social care professionals and specialists

@ HOW TO ACHIEVE THIS?

BETTER USE AND ACCESSIBILITY
OF EXISTING SOLUTIONS,
WITHIN A MORE STRATEGIC
AND COORDINATED
DIAGNOSTICS ECOSYSTEM

Obtaining a timely and accurate diagnosis is
a human right, whether there is an available
medical treatment or not. The following
steps should be pursued to better apply exis-
ting tools, best practices and programmes

AT THE EUROPEAN AND GLOBAL
LEVELS

+ A clear, systematic and European-wide (in-
deed sometimes global) approach to rare
disease diagnostics must be ensured, foun-
ded upon the ability to guide patients towar-
ds centres of expertise or equivalent, access
transnational diagnostics platforms, and cap-
ture - and systematically manage - data on
patients for whom a diagnosis is not forthco-
ming

« Continued support must be ensured for

multinational and multistakeholder research

linking omics data, clinical data and bioma-
terials with well-defined patient cohorts and
applying them in the clinic, building on the
work of existing initiatives such as the Euro-
pean Joint Programme on Rare Diseases and
Solve-RD

+ Existing and future best practice guidelines

to support the diagnosis of rare diseases
(such as decision trees and patient pathways)
should be visible and findable at the Euro-
pean level (via European Reference Networks

in medical curricula and amongst all primary/ front-hine

+ Foster broad and equitable implementation of next generation sequencing and other
mﬁmmmmWomwqum

access 10 diagnosis.

ERNs and Orphanet) and should be adopted
and implemented 10 a greater degree at the
national level

+ The Orphanet services pertaining to diagnos-

tics (resources concerning the definition and
inventorying of diseases, and the database
on expert clinical centres and laboratones)
should increasingly be co-created and co-cu-
rated together with ERNs, and should be sus-
tained by European action

+ Funding bodies in Europe and ail other world

regions should target diagnostics for subpo-
pulations, indigenous people, and other
culturally and linguistically diverse popula-
tions in a culturally safe manner (including
populations in developing nations): this will
support the genetic and phenotypic charac-
terisation of rare disease populations to en-
large patient cohorts and advance knowledge
and understanding.

+ Appropnate and targeted funding should be

dedicated at EU and national levels to foster
research into aetiology of rare diseases with
no evident underlying genetic causes

+ Research should be fostered at European le-

vel to elucidate the determinants of the hete-
rogeneity across EU Member States in terms
of diagnostic performance

+ Research should be fostered at the European
Commission Expert

level (infine with the
' n_Rar i mm ations
: to conduct
a cross-border health economics assessment
of diagnostic and screening technologies,
comparing costs and benefits relative to
those currently incurred under the diagnostic
‘odyssey’




Recommendation 2  Rare2030

Earlier, Faster and more
Accurate Diagnosis
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RECOMMENDATION

THE ISSUE GOAL AND VISION

| : . - Earlier, Faster and
Continuous delays in Diagnosis within 6 more Accurate

diagnosis (Odyssey) months Diagnosis

A better use of currently effective and available tools, new
technologies and innovative approaches driven by patient-needs.
Inequalities in access to diagnosis and care must be eradicated
through the harmonisation of standards
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THE ISSUE GOAL AND VISION RECOMMENDATION

Lacking and Right to health care,
scattered expertise leaving no one
and care behind

Ecosystem for access
to high quality care

Provision of political, financial, operational and technical support at
European, national and regional levels to establish a highly specialised
healthcare ecosystem that leaves no one behind
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! Recommendation 8  Rare2osc

Available, Accessible and
Affordable Treatments
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do we recommend?

GOAL AND VISION RECOMMENDATION
THE ISSUE
S 1,000 new therapies, Available, Accessible
Significant unmet 3 to 5 times more and Affordable
needs affordable Treatments

Establishing streamlined regulatory, pricing and reimbursement policies,
encouraging a continuum of evidence generation and a European ecosystem that
attracts investments, fosters innovation and addresses challenges of
sustainability
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From the Recommendations Rare 2030
to your Advocacy Work

Recommendations LA Tell and share a
Rare 2030 ey \ iyl story

| Get the level right
(EU/ national)

‘ e Co-create

studies

‘ RareBarometer

RORDIS

EURORDIS.ORG DISEASES EUROPE
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Advocacy Work — Available Tools and Materials O
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RECOMMENDATIONS
FROM THE RARE 2030
FORESIGHT STUDY

THE FUTURE
OF RARE DISEASES
STARTS TODAY

!

Rare 2030 Report

- Rare2030

Rare2030 Faresight in Rare Disease Palicy
I Rare 2030 HORIZON SCANNING - EMERGING TRENDS
Draft Presented to Panel of Experts Conference
? 7 November 2019
Brussels
Rare2030

Faresight in Rare Disease Policy

Owerarching Trends in Specificities for RDs Relevant Broader Trends in
RDs

Type of Trend
Health and Healthcare
1. Rise of pan-European Europe is now firmly in the age of the European Reference: Multi-stakeholders governance Political
‘multi-stakeholder Network (ERNs) - netwarks of centres of expertise and
networks to advance  health EU borders whese
i Multi
becoming increasingly popular in the:
ition secto! t
Economic
3. Greater variation in High market price of orphan medicinal products allows for Access to medical products Economic
accesstotrestments  return on investment and continued R&D in the sector but

A knowledge-base summary:
RARE DISEASE
DIAGNOSTICS

https://www.rare2030.eu/our-work

l Trends

Overview of current
_ trends in rare diseases
8 Knowledge Base Summaries

Topic-specific documents

Overview of knowledge



https://www.rare2030.eu/knowledgebase/
https://www.rare2030.eu/trends/
http://download2.eurordis.org/rare2030/Rare2030_recommendations.pdf

Advocacy Work — Available Tools and Materials
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EURORDIS

RARE DISEASES EURDPE

" 5\ Toolkit to support

Integration of European
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KEY PRINC MA (\ Reference Networks and
FURNEWBUM.« National Healthcare
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Position Paper
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https://download2.eurordis.org/documents/pdf/eurordis_nbs_position_paper.pdf

Advocacy Work — Available Tools and Materials

WA
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EURORDS

to Leave No One Behind

A contribution by EURORDIS and its Members
on possibilities for patients’ full and equitable access
to rare disease therapies in Europe

January 2018

Breaking the Access Deadlock

aper by EURORDIS and its Members

EURORDIS.ORG 4 posiion

RARE
IMPACT.

Improving patient access to gene and cell therapies
for rare diseases in Europe

Challenges and solutions for improving patient
access to advanced therapies medicinal products at
the European Union level

October 2020

Chaired by: Secretariat support by:
- '*'*"'

" s EURORDIS poLon

RARE DISEASES EURDPE

Position Paper

EURORDIS.ORG

Report
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https://rareimpact.eu/site/wp-content/uploads/2020/11/RARE-IMPACT-European-Assessment_v1_2020-11-23.pdf
http://download2.eurordis.org.s3.amazonaws.com/positionpapers/eurordis_access_position_paper_final_4122017.pdf

Advocacy Work — Available Tools and Materials
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Barometer

https://www.eurordis.org/voices

EURORDIS.ORG

Rare

H-CARE Survey full results

H-CARE Survey condensed results

Your experience of COVID-19-Dashboard

Your experience of COVID-19-Infographics

Share and protect our health data! Full report

Share and protect our health datal

Survey results: Access to treatment

Survey results: Juggling care and daily life

Survey results: Rare disease patients'

paticipation in research

Results infographic: Rare disease patients'’

paticipation in research

Rare2030 RareBarometer Voices survey

ACCESS TO MORE
EFFECTIVE DIAGNOSIS
STRATEGIES: NEW-
BORN SCREENINGS

94% of respondents

support the diagnosis of rare
conditions at child’s birth,
pushing for implementing
new-born screening across
Europe.

People living with a rare di-
sease also favour the use of
new technologies to dia-
gnose rare conditions before
birth: either during pregnan-
cy (87%) and around the time
of conception (80%).

TREATMENTS

NEED TO BE MORE
AVAILABLE,
ACCESSIBLE AND
AFFORDABLE FOR
PEOPLE WITH RARE
DISEASES

22% of people with

rare diseases could not get,
in 2019, the treatments they
needed because it was not
available where they live.

14% of people with

rare diseases could not get,
in 2019, the treatments they
needed because the waiting
list was too long.

12% of people with

rare diseases could not get,
in 2019, the treatments they
needed because they could
not pay for it.




Advocacy Work — Your experience and stories

“We tell our stories.
You don’t have to
be an expert, you
just have to be on

board”

EURORDIS.ORG

Casc_e study: Access
Maria Montefysc
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Centres of Expertise by a legal role in the d
Cor Oosterwijlk, Director National Patient

(VSOP), The Netherlands
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Best practices. Taking action at national level: Connecting patient organizations to

esignation process.

Alliance for Rare and Genetic Diseases

Best practice 2:

Huntington’s Di

Improving access tocarea
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Advocacy Work — getting it right

The right level The right role for everyone

Global ?

v’ Patient community

v’ Healthcare providers

v’ Researchers & scientists

v Health authorities & payers
v Regulators

v’ Policymakers

o 0 iy = 5N S v’ Industry
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Key Messages

K Interconnected recommendations = a comprehensive tool

K Materials and experience enable us to do things in areas where we want to
see change

K « Along road and we must work in concert and collaboration »

& Co-creation starts today

K Think about what you/your organisation can do

= 2 things you/your organisation could do in the next 2 weeksﬁ
* i
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