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EURORDIS IN BRIEF
(AS OF DECEMBER 2022)

EURORDIS-Rare Diseases Europe is a unique, By connecting patients, families and patient
non-profit alliance of over 1,000 rare disease pa- groups, as well as by bringing together all stake-
tient organisations from more than 70 countries holders and mobilising the rare disease commu-
that work together to improve the lives of the 30 nity, EURORDIS strengthens the patient voice and
million people living with a rare disease in Europe. shapes research, policies and patient services.
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FOREWORD
BY PRESIDENT & CHIEF EXECUTIVE OFFIGER

AVRIL DALY
President of the Board of Officers

We can be proud of how far we've all come over
the past year — which was also our 25th anniver-
sary —in spite of the political attention being de-
voted to COVID-19, health emergencies, and the
war in Ukraine. Our community, which steadily
grows every year, has reached the important
landmark of 1,000 members.

Two EU Council Presidencies — held by France
and the Czech Republic - committed to a Euro-
pean Action Plan for Rare Diseases, which is now
supported by 22 EU Member States and the Eu-
ropean Parliament, we celebrated Rare Disease
Day in over 100 countries, and launched the larg-
est-ever Rare Barometer survey on diagnosis. We
also organised the 11th edition of the biannual
European Conference on Rare Diseases and Or-
phan Products, proving once again the resilience
and determination of our community to build a
better future for all.

In 2022, EURORDIS launched its strategy for rare
cancers. The year was also marked by an im-
portant evolution in EURORDIS leadership, with
Terkel Andersen, who had served as EURORDIS
President for the past 20 years, stepping down in
June 2022 due to health reasons. Avril Daly, who
had been EURORDIS Vice-President for the past
10 years, was elected by the Board of Directors
as EURORDIS President in November 2022.

YANN LE CAM
Chief Executive Officer

This year comes with new challenges, but also
new opportunities. 2023 starts off with the sec-
ond Rare Disease Week — empowering patient
advocates in national, European, and internation-
al advocacy — Rare Disease Day, and the Black
Pearl Awards all taking place in February.

In 2023, we will address the mental wellbeing of
people with rare diseases, while focusing on a
holistic approach to care during our EURORDIS
Membership Meeting in Stockholm. We will foster
the integration of ERNs into national healthcare
systems and promote early diagnosis, particu-
larly through newborn screening. We will also fo-
cus on the revision of the pharmaceutical legisla-
tion and implementing the EU Health Technology
Assessment (HTA) legislation, and we will work
to ensure that the European Health Data Space
serves the best interests of people living with
rare diseases. We will also continue our work on
the important topic of Advanced Therapies and
Medicinal Products (ATMPs).

EURORDIS will strive to empower its members
and community through the Open Academy
Schools and over 70 hours of eLearning, as well
as new alumni programmes (Meetups and Mas-
terclasses), with over 2,600 registered users
participating in our eLearning courses from about
160 countries. These are only a few of the major
activities to mention, so get ready for a new year
of transformation, impact, and purpose in the
service of our community.
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“What | do best”,
\ Three Rare Brain malformations, Periventricular Nodular
Pos Heterotopia with overlying Polymlcrogyna (posterior
subtype) and Cerebellar Hypoplasia, Australia



2022 has marked the 25 anniversary of
EURORDIS. For this occasion, a communi-
cation has been launched including a spe-
cial logo and a series of videos featuring
the Board members looking back at our
history, achievements and the way for-
ward towards reaching our goals by 2030.

The EURORDIS membership grows
steadily every year, and this trend was
confirmed in 2022 as EURORDIS has con-
tinued to develop and engage its network
of members. 48 new members (patient
organisations) (+3.5%) joined in 2022,
reaching the important milestone of 1,000
Members in March 2022 for EURORDIS’
25th anniversary.

In 2022, the strategic review initiated in
2021 has been completed. The General
Assembly adopted a new vision, mission
statement, values, strategy, strategic ob-
jectives and organisational model. The
Board of Directors (BoD) furthered this
review, refining the strategic goals and
the organisational model, leading to the
publication of a revised strategy in No-
vember 2022.

The EURORDIS leadership has evolved in
2022. Due to health reasons, EURORDIS
President for the past 20 years, Terkel
Andersen, had to step down from his po-
sition in June 2022. Avril Daly, EURORDIS
Vice-President for the past 10 years, be-
came Acting President until the election of
a new Board of Officers (BoO). During the
BoD meeting of November 2022, a new
structure of the BoO was decided. The
BoO now consists of six officers, including
two additional positions with specific re-
sponsibilities that have been added: one
additional Vice-President to support the
President in external representation; and
one Deputy General Secretary to support
the General Secretary, especially when it
comes to the relationship with EURORDIS
Members and, in particular, the National
Rare Disease Alliances.

In 2022, there were 75 EURORDIS vol-
unteer patient advocates who belonged
to different groups or task forces that
are managed by EURORDIS Patient En-
gagement Managers (e.g. the Therapeu-
tic Action Group, the Drug Information,
Transparency and Access Task Force,
TGE Health Technology Assessment
Task Force, the Digital and Data Adviso-
ry Group, the Social Policy Action Group,

and the ePAG Steering Committee) and
380 volunteer RareConnect moderators.

After several years and the requirement
of social distancing during COVID-19, the
EURORDIS team (about 60 colleagues)
gathered for a team seminar in Lisbon,
where staff met with the Portuguese na-
tional alliance on rare diseases, and ex-
plored how to enhance team cooperation
and efficiency. This was important as the
year has also been marked by consider-
able staff turnover, with one third of the
team being renewed and a significant re-
shuffle of the team to align with priorities
and resources.

In 2022, EURORDIS has continued work-
ing with experts, including clinicians, re-
searchers, and more than 300 partners
and stakeholders (organisations, insti-
tutes, private sector bodies, governments
etc.) within co-funded European projects
in which we are partner or leader, as well
as in the framework of our partnerships
and memberships to over 70 European
and international networks, and within
the EURORDIS Roundtable of Companies,
which keep growing. EURORDIS acknowl-
edges the support and collaboration with
all our partners to achieve our mutual
goals by 2030.

The campaign for a European Action
Plan for Rare Diseases has continued
throughout 2022, with several key out-
puts helping to build momentum towards
a European Action Plan for Rare Diseas-
es — the new policy framework called
for by the extensive review of the Rare
2030 foresight study. The European Ac-
tion Plan for Rare Diseases was highly
supported by the European Conference
on Rare Diseases stakeholders in June
2022. In addition, two Ministerial expert
conferences on Rare Diseases were held
in under the French and Czech Presiden-
cies of the Council of the EU, the latter of
which concluded with a successful call for
a European Action Plan led by the Czech
Presidency of the Council of the European
Union during the Expert Conference on
Rare Diseases in Prague on 25-26 Octo-
ber 2022. More than 20 Member States
are now supporting this call and 50 Mem-
bers of the European Parliament have
written a letter to the President of the Eu-
ropean Commission, issued on Rare Dis-
eases Day, calling for a European Action
Plan for Rare Diseases.

WORK PROGRAMME 2023


https://www.eurordis.org/projects-and-partnerships/ 
https://www.eurordis.org/external-representation/ 

The 11th edition of the European Confer-
ence on Rare Diseases & Orphan Prod-
ucts (ECRD 2022) was a virtual event for
the second consecutive time. By maintain-
ing this event online, it remained acces-
sible to all, reaching over 800 stakehold-
ers of the wider rare disease community
from 61 countries.

In 2022, for its 15th edition, Rare Disease
Day events took place in over 110 coun-
tries and regions on every corner of the
globe, despite the continuation of the
COVID-19 pandemic. As part of the Day’s
focus on equity, the global campaign pro-
moted six individual stories from around
the world of people living with a rare dis-
ease and their families to represent the
international community and its diversity.
Thousands of events took place in over
100 countries, and we welcomed five new
countries to the campaign.

On 15 March 2022, in response to Russia’s
invasion of Ukraine, EURORDIS launched
its Ukraine Response programme, aimed
at supporting the Ukrainian rare disease
community. EURORDIS’ response has
been to immediately respond to the needs
of Ukrainians living with a rare disease,
and to advocate on behalf of their spe-
cific needs with the support of our multi-
stakeholder networks. Over the course
of the year, a large cohort of Ukrainians
living with a rare disease felt a direct
positive impact from the programme on
their lives, in Ukraine, in Poland and oth-
er neighbouring countries. In particular,
thanks to a partnership with Airbnb.org,

“Girlfriends for Life”, MS, Austria

more than 300 families received 30 days
of free housing in Europe as they were
fleeing the war.

The Rare Barometer programme launched
the journey of rare disease patients to
diagnosis survey in March 2022. A large
communication effort has been conduct-
ed to disseminate the survey among the
Rare Barometer panel and through social
media. Rare disease patient organisa-
tions received a communication toolkit,
available in 27 languages to invite their
members to participate in the survey.
The survey’s participation was very high,
reaching out a total of 13,307 respon-
dents. The results will be published in a
peer-review publication in 2023.

To reduce delays in diagnosis, EURORDIS
focused on newborn screening, in par-
ticular in the context of the Screen4Care
project and of the Newborn Screening
Working Group. EURORDIS worked to-
ward an “RDclopedia”, a survey of rare
disease-related initiatives in Europe, in-
cluding registries, research projects, in-
frastructures and newborn screening
programmes. The Newborn Screening
Working Group was consulted to contrib-
ute to the work on “actionability” as a
criterion for newborn screening.

In 2022, EURORDIS contributed to the
International Rare Diseases Research
Consortium (IRDiIRC) conference on rare
disease clinical research networks, a
priority promoted by EURORDIS for a de-
cade, paving the way for their inclusion
in the future Rare Diseases Partnership.

REMEDI4ALL, an EU funded project in
which EURORDIS participates together
with 23 other organisations, launched
in September 2022. The project aims to
assemble a sustainable European Inno-
vation Platform able to provide guidance
and support to developers at all stages of
the drug repurposing pathway. For this
important project, a Senior Project Man-
ager and a Patient Engagement & Training
Manager have joined EURORDIS’s team to
work on the project under the supervision
of the Therapeutic Development Director.

2022 was an important year as EUROR-
DIS has taken a new step in strengthen-
ing its action for rare cancers, by adopt-
ing a specific strategy for rare cancers
- across all ages and types - to imple-


https://www.eurordis.org/eurordis-ukraine-response/
https://www.eurordis.org/ukraine-rare-disease-resource-centre-%D1%83%D0%BA%D1%80%D0%B0%D1%97%D0%BD%D0%B0-%D1%80%D0%B5%D1%81%D1%83%D1%80%D1%81%D0%BD%D0%B8%D0%B9-%D1%86%D0%B5%D0%BD%D1%82%D1%80-%D0%B7-%D1%80%D1%96%D0%B4/a-eurordis-and-airbnb-org-collaboration-to-support-rare-disease-patients-leaving-ukraine/

“Walking on Water”, AADC deficiency, United States

ment the strategic objective to leave no
one behind. EURORDIS has always in-
cluded rare cancers in its scope, and rare
cancers benefit from our work across all
priority areas. The overarching goal for
the coming years is to implement the rec-
ommendations set out in the Rare Can-
cer Agenda 2030 and to ensure that rare
cancers are always included in European
cancer and rare disease policies, and in all
national cancer plans, with distinct sec-
tions for paediatric and rare adult cancers.

EURORDIS strengthened in 2022 the ho-
listic approach to rare diseases, and ac-
cordingly decided that the EMM2023 will
centre on the theme of a “lifelong holis-
tic approach to people’s needs and their
full inclusion in society”, in line with our
Strategic Objective to deliver on the goal
of social inclusion. The Board of Directors
decided to create the position of Social
Policy and Initiatives Director who start-
ed in October 2022 and is relaunching the
Social Policy Action Group of volunteers.

Among the numerous and major achievements
of 2022 that benefit people living with rare
diseases, we can mention these few, and many
more are detailed in this Activity Report:

The successful outreach of Open Acade-
my eLearning: At the end of 2022, the eL-
earning platform of the EURORDIS Open
Academy had over 2,654 registered us-
ers, from more than 157 countries. 70
hours of training were available on the
platform. Towards the end of 2022, a new
way to engage and train the Open Acad-

emy alumni was implemented through the
Alumni Meetups. This consists of on-
line sessions dedicated to a single topic
relevant to patient advocates. Monthly
newsletters with news about the Open
Academy and other training opportunities
were sent to the alumni and the users of
the Open Academy platform.

EURORDIS continued to support pa-
tient partnership in the European Refer-
ence Networks (ERNs) on rare diseases.
Among many outputs of this support, in
2022, EURORDIS developed three practi-
cal guides to support the work of ePAG
advocates, including:

e A quide on clinical practice quidelines
development.

e A guide on how patient organisations
can listen to the community.

e AgquideontheERNEvaluation (including
a Q&A Factsheet on the Evaluation).

o A toolkit was also published on good
practices for facilitating the integra-
tion of ERNs into national health sys-
tems.

2022 was a successful year for our com-
munications. With the team reshuffle and
new team members joining, the team has
reached several major achievements.
EURORDIS launched a new website. We
continued translations and uploaded all
relevant content. The website is available
in seven languages and is populated with
relevant content regularly. The website
saw an increase in the number of visits in
2022, reaching 518,581 annual visits. In
November 2022, EURORDIS launched its
very first podcast, entitled “Rare on Air”,
which explores the unique experiences,
challenges and successes of people from
our community, and investigates how a
better world can be built for those who
have a rare condition.

EURORDIS had put forward one member
of staff as a candidate for the selection
procedure to appoint Civil Society repre-
sentatives to the Management Board of
the EMA. This candidate was selected
and began her mandate on 15 June 2022.
Two representatives of patient organisa-
tions are members of this Board, which is
the EMA's integral governance body. The
mandate of the Board lasts three years.
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https://www.eurordis.org/publications/speak-up-listen-up-follow-up-guide-a-brief-guide-for-rare-disease-patient-organisations-on-how-to-listen-to-the-community/
https://www.eurordis.org/publications/patient-guide-ern-evaluation/
https://www.eurordis.org/publications/qa-factsheet-evaluation-ern/
https://download2.eurordis.org/ern/2022_Eurordis_Toolkit_on_Integration.pdf

STRATEGY & IMPACT

2021-2030

“Emotions”
Facioscapulohumeral
Muscular Dystrophy
Taken by Sofia Kosinska,
Ukraine

In 2020, EURORDIS commissioned an ex-
ternal review for the purpose of develop-

ing its strategy for 2021-2030. The strate-
gic review collected input from EURORDIS
members and stakeholders, incorporating
the work done within the Rare 2030 fore-
sight project that developed recommenda-
tions for 2030 and beyond.

The resulting findings and proposed EURORDIS
Strategy 2021-2030 were presented and dis-
cussed at the General Assembly 2021 and given
final validation by the EURORDIS Board of Direc-
tors.

The Board of Directors continued the strategic
review throughout 2022 and adopted the follow-
ing revised strategy in November.



VISION

EURORDIS’ vision is a world where all people
living with a rare disease can have longer and
better lives and can achieve their full potential,
within a society that values their well-being and
leaves no one behind.

To achieve their full potential, people living with a
rare disease need to be:

¢ Recognised as equal citizens with their
rights fully respected

o Diagnosed timely and accurately

e Supported with state-of-the-art medical
and social care, or cured

¢ Included in society in all aspects of life and
enabled to live independently

MISSION

EURORDIS works across borders and diseases
to improve the lives of all people living with rare
diseases.

STRATEGIC OBJECTIVES

STRATEGIC OBJECTIVE 1: ANEW EUROPEAN POLICY FRAMEWORK
T0 ACHIEVE MEASURABLE GOALS PROLONGING AND IMPROVING
THE LIVES OF PEOPLE LIVING WITH RARE DISEASES BY 2030

By 2030, EURORDIS will have promoted and fa-
cilitated the implementation of a new long-term
European policy framework based on the Rare
2030 foresight study, guaranteeing that rare dis-
eases are a sustainable public health priority and
integrating European policies and national strat-
egies across all countries in Europe, to achieve
measurable goals improving the health and well-
being of people living with rare diseases and their
inclusion in society, as well as reducing inequali-
ties across Europe.

By 2030, within the UN Sustainable Development
Goals Agenda 2030, the One Sustainable Health
Approach and the future European Health Union,
we will have designed a European model of care,
transformative and useful beyond rare diseases.

This innovative model will be driven by the needs
of people living with rare diseases and a collec-
tive responsibility to prioritise solidarity and eqg-
uity.

STRATEGIC OBJECTIVE 2: DELIVERING ON SIX PRIORITY AREAS

By 2030, EURORDIS will have made contributions
to the goals of (based on the Rare 2030 foresight
study):

o Earlier, faster and more accurate diagnosis
— goal of diagnosis within six months.

o High quality national and European health-
care pathways, including cross-border
healthcare — goal of improved survival av-
erage by three years over 10 years, 1/3 re-
duction of mortality under 5 years of age.

e Integrated medical and social care with a
holistic lifelong approach and inclusion in
society — goal of reducing the social, psy-
chological and economic burden by one
third.

e Research and knowledge development
that are innovative and led by the needs of
people living with a rare disease.

o Optimised data and health digital technol-
ogies for the benefit of people living with a
rare disease and society at large.

o Expanded rare disease treatment develop-
ment, availability, accessibility and afford-
ability, particularly with regard to transfor-
mative or curative therapies — goal of 1,000
new therapies within 10 years.

STRATEGIC OBJECTIVE 3: BEING INCLUSIVE OF ALL RARE
DISEASES, ALL REGIONS, “LEAVING NO ONE BEHIND"

By 2030, EURORDIS will have expanded its scope
to “leave no one behind” in the rare disease com-
munity by covering:

o All therapeutic areas including genetic and
non-genetic rare diseases — rare cancers,
rare infections and rare health hazards.

e All 48 countries in Geographical Europe
prioritising Eastern and Southern Mem-
bers of the EU, European Economic Area
and EU accession countries.

o All rare disease prevalence and incidence
levels, particularly the ones affecting few-
er than one in 1,000,000.
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ORGANISATIONAL MODEL

T0 FULFIL OUR STRATEGY

AND REACH OUR STRATEGIC
®  OBJECTIVES

EURORDIS is a Network Leverager with-
in an ecosystem of networks of member
organisations, advocates, partners and
stakeholders. Through using our organ-
isation’s developed position as a Network
Leverager, EURORDIS will achieve its stra-
tegic goals.

By 2030, EURORDIS will have catalysed and led
impactful motivated networks of member organ-
isations, and of advocates across disease areas,
national borders, and age groups. EURORDIS will
enable the relay to policymakers of the needs of
people living with a rare disease and support the
integration of European with national actions in
key policy areas.

By the year 2030, EURORDIS will have estab-
lished itself as a prominent driver of change, le-
veraging its unique role to initiate and cultivate
networks of partners and stakeholders to facili-
tate the exchange of experiences, co-production
of knowledge, and creation of synergies to effec-
tively achieve our strategic objectives.
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“No bad days!” '
Morquio A syndrome - S 1V
Taken by Evgenia Tarakar
Russia )
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1. ADVOCATE

FOR POLICIES AND INNOVATIVE SOLUTIONS DRIVEN BY THE NEEDS ‘
OF PEOPLE LIVING WITH A RARE DISEASE

Milan Macek (National Coordination Centre
for Rare Diseases, UH Motol and Charles
University), Avril Daly (EURORDIS President)
and Stella Kyriakides (EU Commissioner for
Health and Food Safety) and Yann Le Cam
(EURORDIS Chief Executive Officer).




Throughout 2022, EURORDIS has supported its
strategic objectives through advocacy efforts
and continued to promote rare diseases as a
policy priority at national, European, and interna-
tional levels.

IN'LINE WITH OUR STRATEGIC OBJECTIVE 1T0 REACH “A NEW
EUROPEAN POLICY FRAMEWORK TO ACHIEVE MEASURABLE
GOALS PROLONGING AND IMPROVING THE LIVES OF PEOPLE
LIVING WITH RARE DISEASES BY 2030":

ADVOCATING FOR AN UPDATED POLICY FRAMEWORK FOR RARE
DISEASES AND RARE CANCERS FOR 2021-2030

The campaign for a European Action Plan
for Rare Diseases

This work has continued throughout 2022, with
several key outputs helping to build momentum
towards a European Action Plan for Rare Dis-
eases — the new policy framework called for by
the extensive review of the Rare 2030 foresight
study.

EURORDIS launched and promoted a dedicated
book and webpage sharing the more than 2,000
testimonies on why people living with rare dis-
eases and their community want a European Ac-
tion Plan for Rare Diseases. The book has been
disseminated to over 50 Members of the Euro-
pean Parliament (MEPs), the European Commis-
sion, and policymakers at the level of EU Member
States.

#30millionreasons for European
action on rare diseases

Over 2000 stories from across Europe

On 28 February 2022, the French Presidency of
the EU Council hosted the "Ministerial Confer-
ence on Innovation and Care Pathways: For a
European policy on rare diseases”. This official
event marked a significant milestone in the pro-
posal of a European health union for rare diseas-
es, as it provided the first opportunity for multi-

stakeholder discussions. Representatives from
12 Member State Ministries of Health were either
physically present or participated remotely. The
conference was a major step towards the estab-
lishment of a comprehensive policy framework
that addresses the needs of rare disease pa-
tients in Europe.

In late June 2022, the European Conference on
Rare Diseases (ECRD 2022) - another event of
the French EU Presidency — provided the op-
portunity for all stakeholders to consider how to
transform the exhaustive review of the existing
strategy on rare diseases, as emerged from Rare
2030, into proposals of concrete actions ad-
dressing unmet needs and inequalities persisting
across Europe. As a result, EURORDIS coordinat-
ed a letter from all partners of the Conference,
including European Reference Network (ERN)
coordinators, pharmaceutical and non-pharma-
ceutical companies working in rare diseases, and
national patient representatives, calling on the
European Commission to introduce a European
Action Plan for Rare Diseases.

EURORDIS also contributed to the programme
and publication of a report on the Expert Confer-
ence on Rare Diseases in Prague on 25-26 Octo-
ber 2022 - an official event of the Czech Presi-
dency of the EU Council. A major, conclusive
output of the Czech EU Presidency was the Call
to Action for rare diseases that was launched at
the Expert Conference, which received the en-
dorsement of 21 Member States (additional to
the Czech Republic) at the EPSCO Council in De-
cember 2022. The Call to Action urged the adop-
tion of a comprehensive European Action Plan for
Rare Diseases, which would support and comple-
ment ongoing and future efforts at both the EU
and Member State levels to address the unmet
needs of individuals living with rare diseases. In
addition, the Call to Action urged improvements
in early diagnosis, maximising the potential of the
revised EU legislation on orphan and paediatric
medicines, enhancing access to treatments, and
integrating the European Reference Networks
(ERNSs) into national healthcare systems to pro-
vide more comprehensive care.

These results were presented to the Commis-
sioner for Health Stella Kyriakides at an in-per-
son meeting on 6 December 2022, and a few
days later to the European Commission unit (DG
SANTE) responsible for rare diseases and ERNs.

Stakeholder Network for Rare Diseases

In 2022, EURORDIS continued preparing and
launching the Stakeholder Network on Rare Dis-
eases on the Health Policy Platform (HPP) of the
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https://presidence-francaise.consilium.europa.eu/en/events/ministerial-conference-on-research-and-care-pathways-for-a-european-policy-on-rare-diseases/
https://presidence-francaise.consilium.europa.eu/en/events/ministerial-conference-on-research-and-care-pathways-for-a-european-policy-on-rare-diseases/
https://presidence-francaise.consilium.europa.eu/en/events/ministerial-conference-on-research-and-care-pathways-for-a-european-policy-on-rare-diseases/
https://www.rare-diseases.eu/
https://www.rare-diseases.eu/

European Commission, co-leading the two kick-
off meetings and the launch of a survey to identi-
fy priority areas of actions for the Network in the
coming years. EURORDIS, along with Orphanet
and the University of Newcastle, coordinates this
dedicated forum for all rare disease stakehold-
ers, identifying and implementing priority actions
for the coming years. The Network has the am-
bition to reconstitute a multi-stakeholder forum
for exchanges and debate on broad rare disease
policy issues, as a follow-up of Rare 2030 and its
Panel of Experts.

Securing proposals impacting on rare dis-
eases in the context of the EU multi-annual
financial framework 2021-2027

In 2022, EURORDIS supported proposals under
the EU4Health Programme 2021-2027, including
proposals relating to: the sustainability of Euro-
pean Reference Networks; Orphanet; support for
children and adult rare cancers under Europe’s
Beating Cancer Plan; Horizon Europe 2021-2027
(including the European Partnership for Rare Dis-
eases and the future flagship European Clinical
Research Network for Rare Diseases); new flag-
ship initiatives such as EU-level collaboration on
newborn screening; European comprehensive
health services for rare diseases; and an EU fund
for the collection of real-world evidence.

Involving the European Network of Nation-
al Alliances in advocacy activities

EURORDIS involved the European Network of
National Alliances through its Council (CNA) in
advocacy activities, including through in-per-
son meetings and monthly “hot topics” calls.
Throughout the year, EURORDIS provided on-
going support to its National Alliances by shar-
ing medium-term advocacy plans and equipping
them with tools and information to drive engage-
ment by Member States in relevant EU initiatives
and legislation. These efforts focused on stra-
tegic priority areas aligned with the EURORDIS-
CNA Common Goals and Mutual Commitments.
These efforts also included improving the access
of National Alliances to our Rare Barometer sur-
veys, allowing for more coordinated, evidenced-
based advocacy.

CONVENING THE EUROPEAN NETWORK OF PARLIAMENTARY
ADVOCATES FOR RARE DISEASES

In 2022, EURORDIS mobilised the Network
around key advocacy priorities. In March, EU-
RORDIS organised a briefing on the situation of
people living with rare diseases in Ukraine for the
co-chairs of the Network, which led to a parlia-

mentary letter urging the European Commission
to support Ukrainians living with a rare disease in
its humanitarian response to the war. EURORDIS
also engaged with various MEPs in the framework
of the European Parliament resolution “Towards a
common European action on care”, including with
the Rapporteur of the text. This led to the suc-
cessful inclusion of specific provisions on rare
diseases in the final text of the resolution (which
are detailed later in this report). Throughout the
year, EURORDIS also shared its recommenda-
tions with the Network on several key legislative
files, including the European Health Data Space
and the revision of pharmaceutical legislation.
This ongoing work has provided the opportunity
to recruit new members to the Network and to
position EURORDIS as an expert on rare disease
issues at the EU level.

PROMOTING RARE DISEASES AS AN INTERNATIONAL PUBLIC
HEALTH PRIORITY WITH RARE DISEASES INTERNATIONAL

EURORDIS has been working on the promotion
of rare diseases as an international public health
priority for almost a decade. The aim has been: to
raise awareness of rare diseases directly among
relevant international institutions; to equip pa-
tient groups with advocacy tools to engage their
national authorities and drive local patient em-
powerment and; to foster greater international
cooperation in the field of rare diseases.

Rare Diseases International

EURORDIS has worked with Rare Diseases Inter-
national (RDI) since its inception on promoting
rare diseases as an international public health
initiative. EURORDIS provides the vision, strat-
egy, leadership, and co-execution required to
advance rare diseases within the international
community through the United Nations (UN)
system. All policy actions within the UN system
are co-organised by the UN NGO Committee for
Rare Diseases (of which EURORDIS is a founding
member and Vice President), RDI, EURORDIS and
Agrenska.

RARE
DISEASES
INTERNATIONAL
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Three major RDI policy achievements so far co-
led by EURORDIS include: a) the explicit integra-
tion of people living with a rare disease in the UN
Political Declaration on Universal Health Cover-
age (UHC) adopted in September 2019; b) the
unanimous adoption by the UN General Assem-
bly of the UN Resolution on “Addressing the chal-
lenges of persons living with a rare disease and
their families” in December 2021; c¢) the Memo-
randum of Understanding (MoU) between RDI
and the WHO for the period 2019-2022.

Beyond the “Global Gathering for Rare Diseas-
es” event with the WHO in May 2022 in Geneva,
three events in 2022 shed lights on these adopt-
ed policies, promoted specific actions relating to
their implementation. These three events were:

e The online event "Rare Diseases: A Global
Priority for Equity” on Rare Disease Day
(28 February 2022).

e The event “Addressing the challenges of
persons with a rare disease as a Gender
Equality, Human Rights and Equity Priority”
at the UN High-Level Forum on Sustain-
able Development Goals (SDGs) on 6 July
2022. This hybrid event, sponsored by
Spain and co-sponsored by Qatar and Bra-
zil, with the participation of many other UN
Member States, took place onsite at the
UN Building in New York City and online.

e The online event “Universal Health Cover-
age for Rare Diseases: Developing pillars
together”, taking place on Universal Health
Care Day (12 December 2022).

World Health Organization (Geneva)

EURORDIS’ collaboration with the WHO is guided
by the MoU RDI-WHO 2019-2022. As a co-leader
in RDI governance, EURORDIS played a vital role
in shaping the MoU, leading the Policy Commit-
tee, and contributing directly and indirectly to
the three different areas of work within the MoU.
In doing so, EURORDIS engaged relevant staff to
ensure a comprehensive approach to the collab-
oration. Overall, the collaboration with the WHO
is centred on delivering on UHC and the SDGs,
based on the UN Resolution for people living with
rare diseases. The deliverables for the year 2022
were submitted to the WHO at the end of March
2023. However, all developments were executed
in close collaboration throughout the year, and
the WHO review all draft deliverables ahead of
their submission. In 2022, the three key relate to:

e The third and last phase of concept devel-
opment for the WHO Global Network for
Rare Diseases (WHO GNRD).

e The Operational Description of Rare Dis-
eases. Based on the deliverable of 2021,
in 2022 an international expert group fi-
nalised a consensus on a Core Defini-
tion of Rare Diseases and a Descriptive
Framework for Rare Diseases. These were
submitted for peer review. These pieces
of work provided a robust base to define
rare diseases within the UN system for
WHO policy and actions, as well as for the
implementation of UHC and the UN Reso-
lution. This work has had a strong impact
on the International Classification of Dis-
eases (ICD) and its nomenclature — hence
the close association of ORPHANET and
the experts in the WHO ICD-11 Working on
Rare Diseases.

o The WHO Essential Medicines List and the
WHO Essential In Vitro Diagnostic List. The
common goal with the WHO has been to
analyse the current products listed for rare
indications, to promote the opportunities
to apply for rare diseases, and to build the
capacities of applicants, so that there will
be more applications and more products
included in the essential lists. This project
has been a collaborative effort between
the International Rare Disease Research
Consortium (IRDIRC), with the Working
Group on Access, piloted and supported
by RDI, and EURORDIS. The goal has been
to identify essential medicines and in vitro
diagnostic tools deserving of inclusion in
the essential lists by leveraging the net-
works of both IRDIRC and ERNs within the
EU. By working together, we have been
aiming to create a comprehensive list of
the most essential medicines and diagnos-
tic tools. Analyses are submitted for peer
review.

WHO Regional Committee for Europe

In the dynamic of RDI-EURORDIS collaboration
with WHO Geneva, EURORDIS started a dialogue
and engagement with WHO Europe. In 2022:

o EURORDIS had an online meeting with the
WHO Director of the Division on National
HealthCare Policies and Systems based on
Rare 2030 to identify the areas of potential
collaboration, including: early diagnosis
and newborn screening, the identification
of experts and their local and regional net-
working in synergy with the ERNs, and the
response to the situation in Ukraine.

e The WHO Europe Director General Hans
Kluge participated in the ECRD 2022 as
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a keynote speaker, highlighting that WHO
Europe - following the UN Resolution, our
work with the WHO, and the Rare 2030
study — was ready to progressively inte-
grate rare diseases in their scope of ac-
tions.

« EURORDIS continued to be highly engaged
in the WHO Oslo Medicine Initiative (OMI),
contributing speakers to the webinars on
identifying solutions to address the chal-
lenges of highly priced innovative medi-
cines, and the review of final reports.

¢ EURORDIS was invited to address the min-
isterial meeting lunch of the WHO Region-
al Committee Meeting in Tel Aviv, Israel,
which saw Member States adopt a state-
ment giving WHO Europe a new mandate
on highly innovative, highly priced medi-
cines (now called the Novel Medicines
Platform).

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL OF
“EARLIER, FASTER AND MORE ACCURATE DIAGNOSIS: — GOAL OF
DIAGNOSIS WITHIN SIX MONTHS":

ADVOCATING TO IMPROVE ACCESS TO QUALITY RARE DISEASE
DIAGNOSIS

Newborn screening

EURORDIS remained dedicated to reducing di-
agnostic delays for rare diseases and addressing
undiagnosed diseases. To achieve this goal, we
advocated for a harmonised European approach
to newborn screening based on the EURORDIS
position paper on the 11 Key Principles for new-
born screening. We also called for the creation of
an EU-level expert working group to design and
implement this approach, fostering collaboration
and coordination among Member States.

In 2022, we continued to lead and moderate the
EURORDIS Newborn Screening Working Group
(NBS-WG) and disseminate the 11 Key Principles.
EURORDIS chaired the session at the Czech EU
Presidency technical meeting on “Early Diagnosis
of Patients with Rare Disorders in the EU: Cru-
cial Role of the Newborn Screening” in Brno on
23 July, and contributed to the “Early Diagnosis”
session of the Czech EU Presidency Expert Con-
ference on Rare Diseases in Prague on 25-26 Oc-
tober.

EURORDIS also presented the 11 Key Principles
at international conferences and at the SSIEM

Annual Symposium, and co-authored the ar-
ticle “Towards Achieving Equity and Innovation
in Newborn Screening across Europe”, which has
been published in the International Journal of
Nursing Studies (IJNS) as part of the special is-
sue on “Neonatal Screening in Europe”. A presen-
tation was also made during the World Orphan
Drug Congress Roundtable discussion on New-
born Screening Equity.

EURORDIS Rare Barometer Programme:
Patient experience surveys enabling evi-
dence-based contributions to policymak-
ing and research

The Rare Barometer programme consists of sur-
veys aiming to collect qualitative and quantitative
data on the experiences, needs and expectations
of people living with a rare disease. Rare Barome-
ter secured a panel of 20,000 people living with a
rare disease who agreed to take part on a regular
basis in EURORDIS' quantitative surveys. Figures
and facts from the studies are used to develop
EURORDIS’ advocacy positions. All studies are
translated into 23 languages and made available
to rare disease patient organisations.

The Journey to Diagnosis for People Living
with a Rare Disease

The diagnosis survey was launched in March
2022 by a webinar presenting the content of the
survey, how its results will be used, and how to
disseminate it. The 14,525 people who were part
of the Rare Barometer panel in March 2022 re-
ceived an email inviting them to participate in the
survey in their own language. 4,100 participants
of the panel took the survey, of which 3,069 an-
swered 80% of the questions, representing a 21%
response rate (3,069/14,525), similar to other
studies. 19,159 other respondents were reached
out to through social media posts, Facebook ad-
vertisements, and patient organisations, of whom
10,238 completed 80% of the questionnaire. Rare
disease patient organisations received a commu-
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nication toolkit, available in 27 languages, with a
template email and suggested social media posts
and images to invite their members to participate
in the survey. The second half of 2022 was large-
ly dedicated to cleaning and analysing the data
of the diagnosis survey, and EURORDIS members
received 45 dashboards with their preliminary
results, available in 27 languages. The final Euro-
pean results will be published in 2023.

Rare Barometer Survey: Needs assessment
in Ukraine

A survey was conducted between 25 April and 15
June 2022 to assess the needs of rare disease
patients and their families from Ukraine, whether
they still lived in Ukraine or moved to another
country. The answers from more than 400 re-
spondents were used to shape EURORDIS' re-
sponse and help people living with a rare disease
impacted by the war in Ukraine. Survey results
were communicated in the EURORDIS report on
the challenges faced by people living in Ukraine
affected by a rare disease.

Participation in the “Speak Up. Listen Up.
Follow Up” guide

Rare Barometer participated in the development
of the “Speak Up. Listen Up. Follow Up” guide,
initiated and coordinated by the EURORDIS ERN
and healthcare team to help patient advocates
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gather input from their community using meth-
ods from the social sciences, such as quantitative
surveys, focus groups or interviews. The guide is
structured into eight steps which range from de-
fining objectives, to selecting the best approach
to collect data, to analysing the feedback from
rare disease communities. It is accompanied by
complementary resources which include a Rare
Barometer question repository with questions in
23 languages adapted to the rare disease popu-
lation.

Disseminating results of past surveys

Results of past surveys, in particular the “Share
and protect our health data” and “Juggling care
and everyday life: the balancing act of the rare
disease community” surveys, were presented
on several occasions and were continuously used
by staff members to feed advocacy positions and
interventions at conferences and events.

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL OF
“OPTIMISED DATA AND HEALTH DIGITAL TECHNOLOGIES FOR THE
BENEFIT OF PEOPLE LIVING WITH A RARE DISEASE AND SOCIETY
AT LARGE":

ADVOCATING FOR A EUROPEAN HEALTH DATA SPACE TO ENABLE
THE SECURE SHARING AND USE OF DATA AT THE EU LEVEL

Sharing health data to advance scientific re-
search and improve clinical practice is of partic-
ular importance to the rare disease community,
where knowledge and expertise are limited, pa-
tient populations are geographically dispersed,
and their health data are scattered. EURORDIS
has actively identified and promoted the specific
challenges and needs of people with rare diseas-
es with regard to health data sharing at the Euro-
pean and international levels. On 3 May 2022, the
European Commission published a draft propos-
al on the European Health Data Space (EHDS).
The proposal is highly relevant for the rare dis-
ease community, since it includes a strategic vi-
sion on how people’s health data are managed,
shared and used across the EU for treatment
and for research. EURORDIS has advocated for
the construction of an EHDS that optimises elec-
tronic health records, ensures the ethical use of
data for research, policymaking, and treatment
development, increases digital health literacy in
the rare disease community and beyond, and
encourages the formation of patient and public
partnerships.
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To contribute to the development and implemen-
tation of the EHDS, the following activities were
undertaken in 2022:

« Informational and consultative meetings
were held within EURORDIS networks to
present and explore the impact of draft
EHDS proposals on the rare disease com-
munity and to agree on the advocacy
strategy during the co-decision process
on the EHDS.

« A EURORDIS position paper on the EHDS
proposal was developed based on the
gathered internal and membership feed-
back. We disseminated the position paper
to various stakeholders, including repre-
sentatives from the European Commis-
sion, the European Parliament, and the
Council of the European Union, as well as
healthcare professionals, payers, consum-
ers, and representatives from the pharma-
ceutical, digital, and MedTech industries.
In the framework of the legislative pro-
cess, EURORDIS replied to the European
Commission’s public consultation on the
EHDS and held meetings with key MEPs to
present the main concerns and asks of the
rare disease community as expressed in
the position paper, and to ensure that they
would be integrated into the final act.

EURORDIS-RARE DISEASES EUROPE

POSITION ON THE
EUROPEAN HEALTH DATA SPACE
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IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL

OF “INTEGRATED MEDICAL AND SOCIAL CARE WITH A HOLISTIC
LIFELONG APPROACH AND INCLUSION IN SOCIETY — GOAL OF
REDUCING THE SQCIAL, PSYCHOLOGICAL AND ECONOMIC BURDEN
BY ONE THIRD":

ADVOCATING FOR INTEGRATED AND HOLISTIC CARE

Early in the year, EURORDIS identified the Eu-
ropean Care Strategy, to be presented by the
European Commission in the autumn of 2022,
as an opportunity to address several long-term
and holistic care needs of people living with rare
diseases. As such, EURORDIS submitted a con-
tribution to the Call for Evidence on a European
Care Strategy in March 2022, which called on the
European Commission to ensure that people liv-
ing with a rare disease are included in the scope
of the Strategy and that its approach to care is
holistic. In parallel, EURORDIS engaged with the
Rapporteur of the aforementioned European Par-
liament resolution “Towards a common European
action on care”, leading to the successful inclu-
sion of specific provisions on rare diseases in
the final text of the resolution. Specifically, MEPs
recognised that long-term care needs extend
to different groups, including people living with
rare diseases. MEPs also called on the Europe-
an Commission to undertake research to better
understand the impact of inadequate care pro-
vision, and to secure funding for research proj-
ects on the social impact of rare diseases, as
well as for the co-creation and transfer of good
practices and innovative care models. Despite
EURORDIS’ advocacy efforts and the European
Parliament’s support, the final scope of the Eu-
ropean Commission’s proposals for the European
Care Strategy, published in September, were not
inclusive of people living with rare diseases and
their holistic care needs.

ADVOCATING FOR QUALITY AND ADEQUATE SOCIAL RIGHTS

In cooperation with the Social Platform and its
members, EURORDIS continued to follow the on-
going discussions and consultations on relevant
EU flagship initiatives and legislative proposals
deriving from the European Pillar of Social Rights
Action Plan. In addition, the 11* European Confer-
ence on Rare Diseases & Orphan Products (ECRD
2022) provided the opportunity to advance ad-
vocacy on social rights within its second goal
of “Reducing Inequalities”. The three sessions
on reducing inequalities, which involved over 20
speakers, focused on a range of social topics,
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from disability assessments to social care, edu-
cation, employment, and other aspects of inde-
pendent living.

ADVOCATING TO IMPROVE ACCESS TO DISABILITY RIGHTS

In 2022, EURORDIS continued to follow the im-
plementation of the European Strategy for the
Rights of Persons with Disabilities 2021-2030,
to ensure that the disability-related needs of the
rare disease community were voiced and ad-
dressed. EURORDIS followed both the work of
the European Commission on the flagship ini-
tiatives of the Strategy, as well as the European
Parliament discussions on the Rights of Persons
with Disabilities.

From November 2022, EURORDIS drafted a re-
sponse to the European Commission’s Call for
Evidence on the European Disability Card, which
was submitted in early January 2023. The EU
Disability Card, to be proposed by the European
Commission by the end of 2023, will make it easi-
er for people with disabilities to access some ser-
vices while travelling within the EU. Many people
living with a rare disease and disability are at risk
of not being able to access the Card, because
they do not have disability status in their country.
Besides providing input on the design of the pro-
posal for the EU Disability Card, EURORDIS used
its contribution to advocate for the improvement
of national disability assessment frameworks.
This is a key priority for the rare disease commu-
nity and one of the “flagships” identified within
the campaign for a European Action Plan for Rare
Diseases.

EURORDIS attended the European Day of Per-
sons with Disabilities annual conference, organ-
ised by the European Commission in partnership
with the European Disability Forum.

“Mihajlo in sunset”, Spinal Muscular
Atrophy, Bosnia and Herzegovina

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL

OF “EXPANDED RARE DISEASE TREATMENT DEVELOPMENT,
AVAILABILITY, ACCESSIBILITY AND AFFORDABILITY,
PARTICULARLY WITH REGARD TO TRANSFORMATIVE OR CURATIVE
THERAPIES — GOAL OF 1,000 NEW THERAPIES WITHIN 10
YEARS":

ADVOCATING FOR THE IMPLEMENTATION OF AN EU
PHARMACEUTICAL REGULATORY AND POLICY FRAMEWORK THAT
ADDRESSES THE CHALLENGES OF PEOPLE LIVING WITH RARE
DISEASES: ON EU PHARMACEUTICAL LEGISLATION, ORPHAN
MEDICINAL PRODUCTS AND PAEDIATRICS REGULATIONS

In 2022 we continued contributing to the overall
EU debate on the revision of the General Phar-
maceutical Legislation and the legislation for
special populations (rare disease and paediatric
patients). Highlights of the year include:

e The development of a position outlining the
requests of the patient community in view of
the revision of the Orphan Medicinal Prod-
ucts (OMPs) and Paediatrics Regulations.

e Continued dialogue with the European
Commission to relay the key asks and con-
cerns of people living with rare diseases
ahead of their proposed legislative revi-
sions.

o Evolving our advocacy actions relating to
the General Pharmaceutical Legislation
and the revisions of the OMP and Paedi-
atrics Regulations over the two confer-
ences of the successive French and Czech
Presidencies of the EU Council. Presented
at the Czech EU Presidency’s Expert Con-
ference on Rare Diseases in October 2022,
key elements of our position were inte-
grated into the aforementioned Call to Ac-
tion signed by 22 EU Member States fol-
lowing the conference.

e Continued participation in the European
Expert Group of Orphan Drug Incentives, a
multidisciplinary and cross-functional ex-
pert group bringing together representa-
tives of the broad rare disease community,

including researchers, academia, patient

representatives, members of the inves-
tor community, rare disease companies
and trade associations. Development and
presentation of recommendations on the
revision of the Orphan Medicinal Products
Regulation at the Rare Diseases Conversa-
tions Conference in November 2022.

WORK PROGRAMME 2023
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ADVOCATING FOR THE STRENGTHENING OF EU CLINICAL
RESEARCH CAPABILITIES: ACCELERATING CLINICAL TRIALS IN THE
EU (ACT EU)

The Accelerating Clinical Trials in the EU
(ACT EU) initiative aims to develop the Eu-
ropean Union further as a competitive cen-
tre for innovative clinical research. It has
been established by the European Com-
mission, the Heads of Medicines Agencies
(HMA) and the European Medicines Agen-
cy (EMA).

During the 35th EURORDIS Round Table of Com-
panies Workshop, we explored the strategy of
ACT EU to better appreciate which political ac-
tions are being taken towards the goal of posi-
tioning the EU as a competitive clinical research
centre. At the Workshop, we learnt about several
important public initiatives and public-private
partnerships that are helping to advance the ACT
EU goals of developing and implementing inno-
vative approaches to clinical trials. In addition,
the Workshop included acquiring insights into
the Recommendations for Decentralised Clinical
Trials, which represent one of the first tangible
outcomes of this initiative.

ADVOCATING FOR THE IMPLEMENTATION OF THE REGULATION ON
EU COOPERATION ON HEALTH TECHNOLOGY ASSESSMENT

EURORDIS continued its advocacy for the im-
plementation of the EU Cooperation on Health
Technology Assessment (HTA), through the ac-
tivities of our HTA Task Force. Task Force mem-
bers discussed the assessment, pricing, and re-
imbursement of treatments across Europe and
advised EURORDIS on all aspects of HTA: from

Look the future in the eye,
Leukemia, Italy

methodology to the engagement of patients. The
Task Force supported EURORDIS in its effort to
contribute to the Cooperation on HTA at the Eu-
ropean level, mainly by sharing their knowledge
of national HTA systems, discussing experts’
opinions, and engaging with the scientific com-
munity. The Task Force replied to consultations
from EUnetHTA21 in 2022.

ADVOCATING TO IMPROVE ACCESS TO TREATMENT FOR RARE
DISEASES

EURORDIS promoted the proposal of structured
cooperation across European countries in pric-
ing and reimbursement policies and the devel-
opment of a European Fund to finance evidence
generation post-marketing authorisation which
places particular emphasis on the rarest of dis-
eases and advanced therapies. In 2022, EU-
RORDIS undertook this work through: continuing
dialogue with multi-stakeholder platforms, such
as the Expert Group on Orphan Drug Incentives,
led by EURORDIS and EUCOPE; contributing and
participating in multi-stakeholder initiatives such
as RWE4Decisions; participating in European
Commission-led conferences and EU Council
Presidency high-level conferences; and continu-
ing operations and support for early dialogue
with payers through Mechanism of Coordinated
Action (MoCA) meetings (as well as preparing
a publication highlighting ten years of MoCA
activities, which is foreseen to be published in
2023). Additionally, we advocated for improved
access to rare disease treatments through the
programme development of Track A, B and E of
ECRD 2022.

ADVOCATING FOR THE HARMONISATION OF COMPASSIONATE USE
PROGRAMMES (CUP) AND/OR A EUROPEAN FUND FOR CUP

CUPs have proven to be one of the most effec-
tive approaches in bringing innovative medicines
to patients and ensuring access to those most in
need.

Since the adoption of a position on compassion-
ate use for medicines used in rare diseases in
2016, EURORDIS has continuously participated in
efforts to improve CUPs in Europe.

In 2022, EURORDIS contributed to shaping the
European Commission’s proposal for the revi-
sion of the pharmaceutical legislation, highlight-
ing the need to extend the scope of Article 83
or Reg. 726/2004 (either by adopting a European
scheme, or by facilitating the adoption of an Ear-
ly Access programme similar to the French pro-
gramme which is the most effective in the EU).
CUPs save lives as they are the most immediate



solution to improve access to life-saving medi-
cines in the EU. This is even more needed in the
context of emergency preparedness, where the
Member States’ regulatory route to implement
EMA recommendations of use for medicines
and vaccines addressing health threats can only
be via compassionate use. In the absence of a
scheme for a CUP, more than half of Member
States are not ready.

Collaborative efforts on equity of access
and sustainable approaches to the financ-
ing of innovative pharmaceuticals (RARE
IMPACT)

RARE IMPACT aimed to identify and validate
the challenges to patients’ access to advanced
therapeutic medicinal products (ATMPs), specifi-
cally gene and cell therapies, through engage-
ment with HTA agencies, regulatory bodies, pay-
ers, patient groups, clinicians, manufacturers and
other experts across Europe. RARE IMPACT is a
consortium of manufacturers of gene and cell
therapies and umbrella organisations such as
the European Federation of Pharmaceutical In-
dustries and Associations (EFPIA), the European
Confederation of Pharmaceutical Entrepreneurs
(EUCOPE) and the Alliance for Regenerative
Medicine (ARM).

EURORDIS has been driving the RARE IMPACT
initiative. The recommendations of Rare Impact
have been used to develop project proposals
which will help us to make use of the findings.

Monitoring actual access to medicines af-
ter the reimbursement decision

Since the adoption in 2013 of a Common Posi-
tion on Medicine Supply Shortages by EUROR-
DIS and 45 patients’, consumers’ and healthcare
professionals’ organisations, important progress
has been made to remedy part of the causes that
explain medicine shortages, as patients with rare
diseases are particularly affected.

However, the extent of the problem is difficult
to quantify and the consequences for patients’
health are difficult to evaluate, given the difficul-
ties to obtain valid public health data on short-
ages. Discussion with parties involved have con-
tinued to analyse shortages due to economic
causes and to identify possible solutions.

The EMA created a catalogue of shortages for
pharmaceuticals authorised via the centralised
procedure only. The catalogue can be consulted
on the EMA website’s “shortages catalogue”. For
all shortages affecting medicines to treat rare
diseases, the EMA consults EURORDIS.

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL

OF “HIGH QUALITY NATIONAL AND EUROPEAN HEALTHCARE
PATHWAYS, INCLUDING CROSS-BORDER HEALTHCARE: GOAL OF
IMPROVED SURVIVAL AVERAGE BY THREE YEARS OVER 10 YEARS,
1/3 REDUCTION OF MORTALITY UNDER 5 YEARS OF AGE":

ADVOCATING FOR PROGRESS IN PATIENTS' RIGHTS T0 CROSS-
BORDER HEALTHCARE

Following the survey and the response to the
European Commission’s consultations in 2021,
EURORDIS continued in 2022 to follow up the
implementation of actions relating to the evalu-
ation of the EU cross-border legislation. EU-
RORDIS organised a meeting with the European
Commission (DG SANTE) to present the recom-
mendations included within “An_empty promise:
accessing cross-border healthcare for people
living with a rare disease”. EURORDIS invited DG
SANTE to the November meeting of the Council
of National Alliances to present the follow-up ac-
tions from the evaluation and discuss best prac-
tices on prior authorisation.

ADVOCATING FOR THE MENTAL HEALTH OF PEOPLE LIVING WITH
RARE DISEASES

The mental health of people living with rare dis-
eases remains an unseen and neglected unmet
need that is frequently overshadowed by the
other medical complexities associated with rare
diseases. The rare disease community identified
as an absolute priority the need to look beyond
the physiological symptoms of a rare disease (for
example, in EURORDIS’ 2019 position paper on
“Achieving Holistic Person-Centred Care to Leave
No One Behind”. Included in the UN Resolution,
the need to tackle the needs of people living with
a rare disease and their families and to take con-
crete action to address the psychological impact
associated with these complex conditions has
recently emerged in a more distinctive manner,
especially in the aftermath of the pandemic.

Mental health is now also increasingly recognised
as a public health priority in the EU, which will be
shrined in the new Commission Communication
on a comprehensive approach to mental health.

In 2022, EURORDIS recognised the unmet men-
tal health needs of the rare disease community
through three key actions:

o Adopting mental health as a new strategic
priority.
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e Commencing the development of a new
EURORDIS initiative on mental health.

e Undertaking a targeted, evidence-based
review to demonstrate the increased vul-
nerability of people living with rare diseas-
es and their families.

These actions constitute the basis for our efforts
to see people living with rare diseases recog-
nised as among the vulnerable population groups
identified in the European Commission’s compre-
hensive approach to mental health.

IN LINE WITH OUR STRATEGIC OBJECTIVE 3 OF BEING “INCLUSIVE
OF ALL RARE DISEASES, ALL REGIONS, ‘LEAVING NO ONE
BEHIND'™, EXPANDING THE SCOPE OF OUR MEMBERSHIP BY
COVERING “ALL THERAPEUTIC AREAS INCLUDING GENETIC AND
NON-GENETIC RARE DISEASES, RARE CANCERS, RARE INFECTIONS
AND RARE HEALTH HAZARDS” AND “ALL RARE DISEASE
PREVALENCE AND INCIDENCE LEVELS, PARTICULARLY THE ONES
AFFECTING FEWER THAN ONE IN 1,000,000™:

RARE CANCERS

2022 was an important year as EURORDIS adopt-
ed a specific strategy for rare cancers — across
all ages and types - to implement the strategic
objective to leave no one behind. The overarch-
ing goal for the coming years is to implement
the recommendations set out in the Rare Can-
cer Agenda 2030 and ensure that rare cancers
are always included in European cancer and rare
disease policies, and in all national cancer plans,
with distinct sections for paediatric and rare
adult cancers.

EURORDIS has always included rare cancers in
its scope, and rare cancers benefit from our work
across all priority areas. This includes promot-
ing research and drug development for rare and
ultra-rare diseases, advocating for equal access
to available therapies, implementing access to
cross-border healthcare, and developing Euro-
pean Reference Networks.

However, while rare cancer patients and care-
givers share many of the same burdens as other
rare disease patients, they also face some unique
challenges that require special attention. The
Board has recognised the need to increase the
visibility of EURORDIS’ actions for rare cancer pa-
tients and to better integrate this group into its
activities. This will allow the organisation to ad-
dress rare cancer patients’ specific needs, while
also learning from the achievements of different
rare cancer patient organisations.

As part of this strategy, EURORDIS has estab-
lished the Rare Cancer Advocates Network,
made up of the 33 European Patient Group Ad-
vocates (ePAGs) within the ERNs PaedCan (pae-
diatric cancers), EURACAN (rare adult solid can-
cers), EuroBloodNet (rare adult blood cancers
and rare haematological diseases), GENTURIS
(genetic tumour risk syndromes), as well as eP-
AGs in other ERNs’ sub-networks covering rare
tumours, such as Endo-ERN (rare endocrine con-
ditions).

The Network is represented in European institu-
tions or in other European settings by four eP-
AGs together with EURORDIS. These four ePAGs
represent each one of the four main groups of
rare cancers: paediatric cancers, rare adult solid
cancers, rare adult blood cancers, and genetic
tumour risk syndromes.

One major achievement in 2022 resulting from
the collective work of rare cancer ePAGs, and
also Rare Cancers Europe, was the inclusion of
a specific section for rare adult cancers in the
European Parliament report on Europe’s Beating
Cancer Plan, as rare adult cancers are not spe-
cifically addressed in the Plan. The paediatric
cancer community supported the amendments
to show solidarity within the whole rare cancer
community.

VERY RARE AND ULTRA-RARE DISEASES

EURORDIS has also been focusing on policy initia-
tives and solutions to address the challenges of
very rare and ultra-rare diseases. This has been
done through advocacy actions such as inform-
ing the revision of the EU Regulation on Orphan
Medicinal Products and different projects such
as: SOLVE-RD (undiagnosed diseases); Screen-
4Care (early diagnosis and newborn screening);
various activities undertaken within the EMA
Committees; proposing access to very rare dis-
ease and advanced therapies; and proposing the
provision of highly specialised services through
the ERNs at the EU level.
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2. EMPOWER

ORGANISATIONS AND ADVOCATES REPRESENTING PEOPLE

LIVING WITH A RARE DISEASE ACROSS ALL RARE DISEASES AND
ALL EUROPEAN COUNTRIES, BY EQUIPPING THEM WITH THE
KNOWLEDGE AND SKILLS THEY NEED TO FIGHT FOR BETTER LIVES

“Konstantin Aniskin”
Syndrome Sanfilippo
Taken by Natalya
Shugaeva, Russia




In 2022, EURORDIS has supported its strate-
gic objectives through the empowerment of its
networks. This includes:

IN LINE WITH OUR STRATEGIC OBJECTIVE 1T0 SUPPORT “A NEW
EUROPEAN POLICY FRAMEWORK TO ACHIEVE MEASURABLE
GOALS PROLONGING AND IMPROVING THE LIVES OF PEOPLE
LIVING WITH RARE DISEASES BY 2030" AND OUR STRATEGIC
OBJECTIVE 3 TO BE “INCLUSIVE OF ALL RARE DISEASES, ALL
REGIONS, ‘LEAVING NO ONE BEHIND™":

BUILDING THE COMMUNITY AND INFORMING, SUPPORTING AND
EMPOWERING OUR NETWORKS

Membership: Reaching the milestone of
over 1,000 EURORDIS members

EURORDIS is a grassroots movement of patient
organisations active in the field of rare diseas-
es. EURORDIS membership grows steadily ev-
ery year, and the trend was confirmed in 2022
as EURORDIS has continued to develop and en-
gage its network of members. 48 new members
(+3.5%) joined in 2022, reaching the milestone
of 1,000 Members in March 2022 for EURORDIS’
25™ anniversary.

The membership of EURORDIS is involved in
the organisation’s activities and in its decision-
making processes through: the Member News (a
bimonthly newsletter sent to all members in six
languages); webinars; Rare Barometer surveys;
direct mailings; and face-to-face meetings, in
particular the EURORDIS Membership Meeting
(EMM) and the General Assembly.

EURORDIS also reaches out to over 2,900 Euro-
pean patient organisations at large, while main-
taining and developing the EURORDIS contact
database.

European Network of Rare Disease Nation-
al Alliances and the Council of National Al-
liances

The National Alliances bring together the many
rare organisations within a particular country.
The Council of National Rare Disease Alliances
(CNA), established and coordinated by EUROR-
DIS, allows national representatives of rare dis-
ease patients to work together on common Euro-
pean actions. The main achievements of the CNA
so far include: the creation and implementation
of Rare Disease Day; the active role of National
Alliances in the promotion and development of
national plans for rare diseases; the adoption of
the “Common Goals and Mutual Commitments
between EURORDIS & National Alliances in Eu-

rope”; the EU campaign for a new policy frame-
work; advocacy for the integration of ERNs at the
national level; and the development of EUROR-
DIS’ position on newborn screening.

In 2022, 25 EU countries participated in the CNA,
as well as 11 non-EU countries (Albania, Bosnia,
Georgia, Kosovo, North Macedonia, Montenegro,
Norway, Ukraine, Russia, Serbia and Switzerland).
Two CNA workshops took place. The first work-
shop, in April, was a one-day online workshop for
only CNA members (which had 46 participants).
The second workshop, in November, was organ-
ised over two days - the first day was dedicated
to the CNA and the second day gathered CNA
and Council of European Federations (CEF) rep-
resentatives (which had 69 participants). CNA
members also continued meeting once a month
online for a CNA “hot topics” discussion and they
received the monthly “CNA Update” newsletter.

European Network of Disease-Specific Eu-
ropean Federations and the Council of Eu-
ropean Federations

European Federations aim to federate national
rare disease-specific patient organisations at the
European level. The CEF (Council of European
Federations), established by EURORDIS, allows
European Federations to work together on com-
mon European actions.

In 2022, EURORDIS continued coordinating the
European Network of Disease-Specific European
Federations and the CEF, working more closely
with them on key strategic items, in addition to
improving access to disease-specific evidence
through our Rare Barometer surveys, allowing
for more coordinated evidence-based advo-
cacy at the European level. EURORDIS also pro-
vided continuous support to 18 of the weakest
or younger rare disease European Federations
by financing their network meetings. Represen-
tatives of the European Federations gathered in
November 2022 over two days, which included
one day jointly hosted with the CNA and one day
dedicated to a peer-to-peer session.

European Network of Rare Disease

Helplines

The European Network of Rare Disease Helplines
(ENRDHL) aims to better serve the needs of call-
ers by sharing resources, best practices, com-
mon tools and knowledge with helplines. The
ENRDHL was created in September 2006 and is
coordinated by EURORDIS. The ENRDHL aims to
increase awareness, efficiency, and best prac-
tice standards among its members.

WORK PROGRAMME 2023



EURORDIS has continued coordinating and de-
veloping the ENRDHL by identifying common in-
terests, through analysing the profile of callers
and the purpose of their inquiries (Caller Profile
Analysis). In 2022, two helplines joined the net-
work — ACHSE in Germany and the Huntington
Association in Bulgaria — bringing the total num-
ber of network members to 22 helplines from 15
countries. An in-person training was organised
on how to answer to complex cases, gathering
24 trainees and two trainers. The annual meet-
ing of the ENRDHL took place (in a hybrid for-
mat) in July 2022, gathering 25 participants. The
15th Annual Caller Profile Analysis conducted in
October 2022 analysed a total of 1,806 enquiries
from 18 helplines, of which 1,086 related to spe-
cific rare diseases. This year, the work resulted in
an analysis of the diseases in question, for each
helpline and for the whole network, and a com-
parison with the Orphanet database.

RareConnect

RareConnect is a safe online tool that connect
people living with rare diseases. The platform
was initiated by EURORDIS and is now hosted
by the Children’s Hospital of Eastern Ontario
(CHEO), with the participation of EURORDIS and
other partners. RareConnect continued to pro-
vide a community for people living with a rare
diseases, with nearly 3,000 new people joining
the community in 2022. Whilst the platform con-
tinues to host a number of vibrant communities,
a user survey conducted in 2022 shows that the
overwhelming majority of users no longer depend
solely on RareConnect to find their community,
as the number of digital support communities for
rare disease has increased greatly and become
more accessible through mainstream social me-
dia. In 2022, EURORDIS, CHEO and the Steering
Committee for RareConnect have been exploring

options for the future of RareConnect.

IN LINE WITH OUR STRATEGIC OBJECTIVE 1T0 REACH “A NEW
EUROPEAN POLICY FRAMEWORK TO ACHIEVE MEASURABLE
GOALS PROLONGING AND IMPROVING THE LIVES OF PEOPLE
LIVING WITH RARE DISEASES BY 2030

BUILDING CAPACITY FOR OUR NETWORKS: TRAINING FOR PATIENT
ADVOCATES

Brussels Rare Diseases Week 2023

In 2022, EURORDIS prepared the second (and
first in-person) edition of Rare Disease Week
(RDW). Besides organising RDW itself and the
venue of the delegation in Brussels planned for

February 2023, the team delivered the online pre-
training programme in November and December
2022. Specifically, EURORDIS created two train-
ing modules for RDW participants, in collabora-
tion with the Open Academy, and organised two
webinars as a preparation for RDW (one on EU
institutions and the other on advocacy and com-
munication skills). The pre-training received a
satisfaction rate of 89% from the participants,
with the main result being their increased knowl-
edge of EU decision-making processes and ad-
vocacy. This pre-training also familiarised RDW
participants with EURORDIS’s key policy asks,
giving them the tools and skills for a successful
advocacy work in Brussels.
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IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER

ON PRIORITY AREAS AND TO CONTRIBUTE TO EXPANDING
TREATMENT “DEVELOPMENT, AVAILABILITY, ACCESSIBILITY

AND AFFORDABILITY, PARTICULARLY WITH REGARD TO
TRANSFORMATIVE OR CURATIVE THERAPIES: GOAL OF 1,000
NEW THERAPIES WITHIN 10 YEARS”, AND THE AMBITION OF
ACHIEVING “RESEARCH AND KNOWLEDGE DEVELOPMENT THAT
ARE INNOVATIVE AND LED BY THE NEEDS OF PEOPLE LIVING WITH
A RARE DISEASE”

EURORDIS Open Academy

The EURORDIS Open Academy empowers pa-
tient advocates with the knowledge and skills to
take part in patient engagement roles side-by-
side with all stakeholders and to advocate for
rare diseases on a European and national level.

Our Open Academy offer is composed of various
schools for EURORDIS members, and open ac-
cess e-learning courses on the Open Academy
website. At the end of 2022, the training platform
had reached over 2,650 registered users from
more than 155 countries.

Trainings in 2022 included the EURORDIS Sum-
mer School and the EURORDIS Winter School,
comprising e-learning modules, pre-training



webinars and online intensive days delivered in
English. Due to the COVID-19 pandemic, there

The EURORDIS Summer School on Medicines
Research & Development provided rare disease
patient advocates with the knowledge and skills
needed to become experts in medicines’ research
and development. The 15th edition of the Summer
School took place online on 6-10 June 2022, with
pre-training running from January to June 2022,
including e-learning modules and three webinars.

22 trainees and four researchers, from 16 coun-
tries, participated in the training, covering topics
including market access, regulatory frameworks,
ethics and pharmacovigilance.

The EURORDIS Winter School on Scientific Inno-
vation and Translational Research was launched
with the aim of deepening patient representatives’
understanding of how pre-clinical research trans-
lates into real benefits for rare disease patients.
The training equipped participants with knowl-
edge and skills so they could be empowered to ef-
fectively participate in discussions with research-
ers, policymakers and companies responsible for
research or research infrastructures.

The 5th edition of the EURORDIS Winter School
took place online on 21-25 March 2022, with pre-
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Further to a review of our training offering, we
have decided to implement the following chang-
esin 2023:

e The two Schools will be run in parallel,
from January to June, with post-module
webinars in September.

e There will be a common application pro-
cess for both Schools to maintain or in-
crease the number of participants.

e A rebranding of the Schools will focus on

were no face-to-face sessions for any of these
trainings in 2022.

training running from October-March 2022, in-
cluding e-learning modules and three webinars.
30 patient representatives from 19 countries and
representing over 26 rare diseases participated
in this training course. Specific topics covered
included genetics and diagnosis, genome edit-
ing tools, translational research, pre-clinical mod-
els, drug repurposing, IRDIRC and European Joint
Programme on Rare Diseases (EJP RD) activities,
patient participation in research projects, and Eu-
ropean Reference Networks.

The Open Academy also contributed to the or-
ganisation of the international course “Training for
patient representatives and advocates on leader-
ship and communication skills” — part of a series of
training activities proposed by the EJP RD.

The two-day course took place online on 10-11
November 2022, and was preceded by webinars.
The 2022 edition was hosted by the Istituto Su-
periore di Sanita (ISS). The course aimed to teach
participants presentation, negotiation and lead-
ership skills, through plenary presentations and
role-playing sessions. The course endeavoured to
improve participants’ ability to communicate and
represent needs in an assertive way, influence
important decisions, and guide strategic decision-
making when engaging with healthcare providers
and other rare disease stakeholders.

In 2022, the Open Academy Digital School
wrapped up with the final online course and webi-
nar about video creation with smartphones. Par-
ticipants of the webinar learned: basic tips on how
to film videos with their phones; the importance
of knowing what, where and when their audience
consumes content; and how the social media plat-
form that they choose to share a video on should
inform the type of video that they produce.

topics rather than the “Winter” and “Sum-
mer” labels.

e There will be continuous learning through
the introduction of post-School online
meetups on relevant topics and extended
online masterclasses.

e There will be increased alumni outreach
and engagement through alumni newslet-
ters, alumni online meetups, online mas-
terclasses, and a EURORDIS-animated

Facebook group.
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PATIENT ENGAGEMENT IN LIFECYCLE DEVELOPMENT

Scientific Committees and Working Parties of
the European Medicines Agency

SCIENCE MEDICINES HEALTH

0 EUROPEAN MEDICINES AGENCY

EURORDIS is in the unique position of having, and
having had, representation in the following Euro-
pean Medicines Agency (EMA) Committees and
Working Parties: the Committee for Orphan Me-
dicinal Products (COMP); the Paediatric Commit-
tee (PDCO); the Committee for Advanced Thera-
pies (CAT); the Patients’ and Consumers’ Working
Party (PCWP); the Pharmacovigilance and Risk
Assessment Committee (PRAC); the Scientific
Advice Working Party (SAWP); and the Commit-
tee on Herbal Medicinal Products (HMPC).

Identification of and support to rare disease pa-
tients’ participating in EMA activities and EMA
Scientific Committees:

e Committee for Orphan Medicinal Prod-
ucts (COMP): EURORDIS supported the
three rare disease patient representa-
tives appointed to the COMP, and the par-
ticipation of one EURORDIS expert at the
monthly plenary meetings and the EMA
Strategic Learning Review Meetings (SL-
RMs) that took place online in March, and
in Bonn September 2022.

¢ Committee for Advanced Therapies
(CAT): EURORDIS supported one rare dis-
ease patient representative appointed to
the CAT in July 2022, whose application to
the CAT was also supported by EURORDIS.
The patient representative participated
in the monthly plenary meetings and the
EMA Strategic Learning Review Meeting
that took place in Paris December 2022.

o Paediatric Committee (PDCO): EUROR-
DIS supported the two rare disease patient
representatives (member and alternate)
appointed to the PDCO who participat-
ed in the monthly plenary meetings and
the EMA SLRMs that took place online in
March, and in Prague in October 2022. EU-
RORDIS supported the organisation of one
of the SLRM sessions on newborn screen-
ing (NBS) with patient participation. The
PDCO alternate became a member in No-
vember 2022. For the next PDCO mandate,
EURORDIS proposed and issued a letter of

support for two patient representatives,
and endorsed and proposed a patient rep-
resentative as a EURORDIS candidate, as
an answer to the European Commission’s
call of expression of interest to appoint
Civil Society representatives to the PDCO
(deadline 3 November 2022).

o Pharmacovigilance Risk Assessment
Committee (PRAC): EURORDIS supported
the two rare disease patient representa-
tives (member and alternate) appointed to
the PRAC in June 2022 who participate in
the monthly plenary meetings and the EMA
SLRMs that took place online in March,
and in Prague in October 2022. (Of note:
the previous mandate ended in February
2022 and the two patient representatives
did not reapply).

» Scientific Advice Working Party (SAWP):
EURORDIS has worked closely with the
EMA, the Public Engagement Team and
the SAWP Secretariat to analyse Proto-
col Assistance dossiers, and to identify
and suggest patients from the EURORDIS
network or beyond, in particular patients
that have been trained on research and
development processes. For Protocol As-
sistance, EURORDIS reviewed 130 dos-
siers in 2022, of which 28 needed patient
input. EURORDIS subsequently identified,
mentored and involved 24 patients for in-
put, and supported the EMA by identifying
patients for scientific advice and Scientific
Advice Groups (SAGs) as well as other ac-
tivities.

o Committee on Herbal Medicinal Prod-
ucts (HMPC): EURORDIS contributed to
the review of herbal monographs. How-
ever, there was no activity in this domain
in 2022 as our Drug Information, Transpar-
ency and Access (DITA) Task Force began
a new mandate under a new composition.
In 2023, a call for volunteers to review the
herbal monographs will be made.

Patient representatives at Patients’ and Con-
sumers’ Working Party and other meetings

The Patients’ and Consumers’ Working Party
(PCWP) - of which EURORDIS is a member —is a
unique forum where all EMA Scientific Commit-
tees meet with patients and consumers. Francois
Houyez (member) and Russell Wheeler (volun-
teer, Leber Hereditary Optic Neuropath UK Soci-
ety) were appointed as alternate members by the
EURORDIS Board in September 2019.



A number of PCWP meetings — some of which
combined with the Healthcare Professionals’
Working Group — were held. These included:

e One meeting with all eligible organisations
(patients, consumers and healthcare pro-
fessionals).

e Other meetings on the launch of the Requ-
latory Science Research Network.

e An information session on advanced ther-
apeutic medicinal products (ATMPs).

o A workshop on patient experience data in
EU medicines development and regulatory
decision-making.

EURORDIS, who contributed to the Council for
International Organizations of Medical Sci-
ences (CIOMS) report on “Patient Involvement
in the Development, Regulation and Safe Use of
Medicines”, had several opportunities to present
the published report at the EMA, including to all
eligible patient organisations meeting on 15 No-
vember 2022.

Another important piece of work in 2022 was EU-
RORDIS’ contribution to the Decentralised Clini-
cal Trials project, which published in EudralLex in
December 2022.

Additional activities at the European Medi-
cines Agency

Review of EMA documents for public informa-
tion

The EMA is responsible for providing information
about medicines authorised via the centralised
procedure that includes information directed to
people living with rare diseases and the wider
public. During the preparation of this information,
the EMA interacts with patients’ and consumers’
organisations to ensure that their information is
appropriately worded and comprehensible to the
target audience.

EURORDIS is extensively involved in these activi-
ties. In 2022, EURORDIS staff or volunteers re-
viewed over 150 documents for public informa-
tion, including:

¢ Public summaries of opinion (PSOs). In
2022, 144 PSOs were reviewed by EU-
RORDIS for orphan drug designations.
PSOs explain in lay terms the disease, the
number of individuals potentially affected
in the EU, the medicinal product, and the
stage of the product’s development. A link
to the product’s sponsor, and to EURORDIS
and Orphanet are provided in the PSOs to

help patients obtain more information.

o Medicine overviews. In 2022, EURORDIS
reviewed two medicine overviews. Medi-
cine overviews are shorter documents
based on the European Public Assessment
Reports (EPARs) that are published at the
time of marketing authorisation. The EP-
ARs contain information about the devel-
opment of the product and how the com-
mittee reached its recommendations.

o The package leaflets (PLs) for Orphan
Medicinal Products. In 2022, EURORDIS
reviewed eight PLs. PLs contains informa-
tion on what the orphan drug is, what it is
used for, how to take the drug, possible
side effects, and how to store the drug. It
is important that this information is eas-
ily understandable for the general public.
However, the number of PLs reviewed by
EURORDIS has been decreasing over the
years as the EMA Stakeholder Engage-
ment unit establishes working relations
directly with relevant rare diseases organ-
isations.

Other documents disseminated by the EMA
to the public and EURORDIS members include
the EMAs monthly highlights newsletter, safety
alerts, information on referrals, information on
medicines with the black symbol, and risk man-
agement plan summaries.

Committee for Medicinal Products for Human
Use (CHMP)

Since 1 January 2021, the EMA has been running
a new pilot procedure from the beginning of the
evaluation of a marketing authorisation applica-
tion submission. For each product, EURORDIS is
contacted to answer some important questions
the CHMP rapporteurs have before they start an-
alysing the benefit and risks of a medicine. These
questions relate to: the impact of the disease in
the life of patients, treated or not; patients’ un-
met needs; the relative effects of patients’ treat-
ments; any aspect of the disease the CHMP does
not understand well; groups of patients with dif-
ferent manifestations of the disease, or differ-
ent responses to treatments; expectations from
a new treatment; treatment constraints that are
acceptable to patients; and the experiences of
patients who took part in clinical trials.

To answer these questions, EURORDIS explores
the websites of relevant patient organisations
that might have published information relevant
to the questions, contacts its own members, and
conducts interviews with two to six patients on
average.
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EURORDIS contributes to the activities of the
CHMP in different ways. These include:

e« Taking part in early contacts between
CHMP rapporteurs and patients. A report
was published in 2022 on this activity, and
the decision to move the procedure from
a pilot phase to a permanent exercise was
proven to be useful.

o |dentifying patients for Scientific Advisory
Group (SAG) meetings.

* Mentoring patients invited to oral explana-
tions with the Marketing Authorisation Ap-
plicant.

o Reviewing documents intended for the
public.

Regarding the early dialogue between CHMP
rapporteurs and patients, EURORDIS published
seven notes (for seven different products), rep-
resenting 21 interviews with patients of one hour
each. To interview 17 patients, it was necessary
to contact 60 patients.

o EMA task forces and working groups:
The EURORDIS Director of Treatment In-
formation and Access was appointed as a
full member of the EMA Emergency Task
Force, in the scope of the extended man-
date of the EMA. In 2022, this represented
36 meetings of two to three hours each.
A EURORDIS volunteer member from our
DITA Task Force is a member of the EMA
Raw Data Advisory Group, which is guiding
a new pilot project analysing the raw data
from clinical trials.

o EMA training: One EURORDIS member of
staff took part in the EMA's online training
for patient advocates on 17-18 October
2022, which covered the topics of regu-
latory pathways for medicines, scientific
advice, document reviews, and synergies
between regulators and Health Technol-
ogy Assessments (HTAs).

« EMA Management Board: EURORDIS
had put forward one member of staff as
a candidate for the selection procedure
to appoint Civil Society representatives to
the Management Board of the EMA. This
candidate was selected and began her
mandate on 15 June 2022. Two represen-
tatives of patient organisations are mem-
bers of this Board, which is the EMA's in-
tegral governance body. The Management
Board has a supervisory role with general
responsibility for budgetary and planning

matters, the appointment of the EMA's Ex-
ecutive Director, and the monitoring of the
EMA performance. The mandate of the
Board lasts three years.

Supporting patient involvement in Health Tech-
nology Assessment (HTA) activities: EURORDIS
Task Force on HTA

The EURORDIS Task Force on Health Technology
Assessment is a group of eight EURORDIS vol-
unteers from member organisations from eight
EU countries, experienced and trained in HTA.
The Task Force aims to share experience and
knowledge between EURORDIS members and
staff about all HTA-related matters, and informs
EURORDIS’ positions. The objectives of the Task
Force are to map HTA systems across Europe,
to analyse current policies and practices, and to
make proposals for the adequate engagement
of patients in HTA. Other objectives of the Task
Force are to raise awareness among patients and
the HTA communities about the value of patient
engagement, and to explore and discuss new
methods of analysing cost-effectiveness.

The previous Task Force mandate came to an
end in June 2022. This was followed by a call for
expression of interest to join the Task Force and
a renewal of the group.

Task Force members discuss the assessment,
pricing, and reimbursement of treatments across
Europe and advise EURORDIS on all aspects of
HTA, from assessment methodology to the en-
gagement of patients. They help EURORDIS in its
effort to contribute to the cooperation on HTA
at the European level, mainly by sharing their
knowledge of national HTA systems, discussing
experts’ opinions, and engaging with the scien-
tific community.

Under the supervision of EURORDIS staff, the
Task Force members meet regularly (several
times per year online, and face-to-face twice
per year), raise awareness among the patient
community, participate in policy debates, and
contribute to public consultations (led by the Eu-
ropean Commission, EUnetHTA, or learned so-
cieties). The Task Force replied to consultations
from EUnetHTA21 between April and November
2022, which have now been published.

The HTA and DITA task forces’ joint meeting
was held in May 2022. Both task forces re-
viewed the achievements from their respective
mandates (2019-2022), considered the revision
of the pharmaceutical legislation, and discussed:
a proposal to the GetReal Institute; the analysis
of raw data; and the engagement of patients
in HTA. Feedback on the two task forces from


https://www.ema.europa.eu/en/about-us/who-we-are/management-board
https://www.ema.europa.eu/en/about-us/who-we-are/management-board

participants and final remarks, which included
a point on the renewal of the task forces’ man-
dates, closed the meeting.

After having been renewed through a call for in-
terest and the selection of participants, the new
HTA Task Force met in-person in Paris in De-
cember 2022. The Task Force members brain-
stormed on how they could contribute to EUROR-
DIS’ projects and initiatives, in addition to other
pieces of work they could be involved in (such
as consultations and conference attendances),
in order to: support patient engagement in Eu-
ropean HTA and related HTA activities; contrib-
ute to the implementation of the HTA Regulation
(2021/2282); and advocate for improved access
to treatment for rare diseases.

Supporting patient involvement in dialogue
with payers through the Mechanism of Coor-
dinated Access to Orphan Medicinal Products
(MoCA)

In 2022, EURORDIS identified, supported and
involved three rare disease patients in different
MoCA meetings. EURORDIS contributed to the
MoCA Steering Committee with the aim of rais-
ing awareness about the MoCA, and followed up
on specific actions such as: updating the EU-
RORDIS MoCA webpage; submitting the MoCA
poster at the ECRD 2022; drafting a paper about
the experience of the first 10 years of the MoCA
(publication expected in 2023); and delivering a
presentation about the MoCA at the Czech EU
Presidency Expert Conference on Rare Diseases
in October 2022.

Supporting patient involvement in developing
quality information on medicines: Drug Infor-
mation, Transparency and Access Task Force
(DITA Task Force)

The DITA Task Force represents a group of vol-
unteers who are trained (via the EURORDIS Open
Academy Schools) and active in issues concern-
ing therapeutic development and the evaluation
of medicines for rare diseases. The Task Force
follows the work plan of the Patients’ and Con-
sumers’ Working Party (PCWP) at the EMA. The
Task Force also supports or advises EURORDIS
representatives who participate in EMA Scientific
Committees and Working Parties. The Task Force
is consulted on papers prepared by EURORDIS.
The General Terms of Reference were approved
by the Board of Officers in 2009.

The Task Force participates in conference calls
when necessary (if certain issues require discus-
sion) and holds face-to-face meetings. Following
an online meeting in March 2022, a final face-to-
face meeting of the 2019-2022 task force took

place in May 2022. The call for candidates for a
new Task Force was made in September 2022,
when a new EURORDIS HTA Patient Engage-
ment Manager was hired. After the appointment
of DITA Task Force members by the EURORDIS
Board of Directors, activities resumed, with a first
meeting of the new Task Force in Paris in Novem-
ber 2022. The Task Force is now composed of 13
members, of whom five were already members
from 2019 to 2022.

The two main topics addressed by the DITA Task
Force in 2022 included:

o Contributions to the ICH Guidelines on
General Principles for Clinical Trials, which
were led by the departing Task Force.

o Contributions to patient registries and im-
proved access to data, featuring a discus-
sion with a Clinical Research Organisation
(CRO). These topics were addressed by
the new Task Force.

In 2022, the DITA Task Force contributed to EMA
discussions or guidelines on the following topics:

e EMA/HMA guidelines on Decentralised El-
ements in Clinical Trials.

e ICH Principles for Clinical Trials.

e Therevision of the pharmaceutical legisla-
tion.

e The Clinical Trial Information System and
its interface with the public.

e The EMA pilot on raw data.
e The manufacturing of ATMPs.
e The role of the public sector.

e Involvement in reviewing and contributing
to the regulatory science research topics,
and patient involvement in regulatory sci-
ence research.

IN'LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL OF
“OPTIMISED DATA AND HEALTH DIGITAL TECHNOLOGIES FOR THE
BENEFIT OF PEOPLE LIVING WITH A RARE DISEASE AND SOCIETY
AT LARGE”:

EURORDIS Digital Advisory Group (DAG)

2022 marked the launch of FACILITATE, an In-
novative Health Initiative (IHI) project aiming to
return clinical trial data to trial participants, while
creating a framework that would allow for the re-
use of the data for further research.
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EURORDIS continued to coordinate the Digital
and Data Advisory Group (DAG), which was in-
volved in the qualitative research on the impor-
tance of returning clinical trial data to trial par-
ticipants, as well as what types of data — and in
which contexts the data — would be relevant to
them.

The DAG has also been engaged in reviewing
the ethical framework of Screen4Care — a proj-
ect aiming to accelerate rare disease diagnosis
through genetic newborn screening and digital
technologies.

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL

OF “HIGH QUALITY NATIONAL AND EUROPEAN HEALTHCARE
PATHWAYS, INCLUDING CROSS-BORDER HEALTHCARE — GOAL OF
IMPROVED SURVIVAL AVERAGE BY 3 YEARS OVER 10 YEARS, 1/3
REDUCTION OF MORTALITY UNDER 5 YEARS OF AGE™:

Supporting patient partnership within the
European Reference Networks (ERNs)

In 2016, EURORDIS, in collaboration with the Eu-
ropean rare disease community, established 24
European Patient Advocacy Groups (ePAGs) to
optimise the involvement of patient organisations
and patient representatives in the strategic and
operational delivery of the 24 ERNs. Each ePAG
corresponds to the scope of one of the 24 in-
dividual ERNSs, aligning patient organisations, cli-
nicians, experts and researchers working on the
same rare or complex disease or highly special-
ised intervention. These groups are composed
of appointed patient representatives, some of
whom were elected in 2016 and others who have
been co-opted.

ePAG advocates play a fundamental role to con-
nect the Networks with the wider rare disease
patient community and, where relevant, to cham-
pion the diversity of views of the patient com-
munity relevant for each ERN. Today, there are
321 ePAG patient advocates across the 24 ERNSs.

In 2022, EURORDIS supported a patient partner-
ship approach in the development and consoli-
dation of ERNSs.

EURORDIS contributed to the ERNs’ Five-Year
Evaluation, and reviewed the evaluation frame-
work that was presented at the final workshop
organised by the European Commission and the
AMEQUIS Consortium. EURORDIS organised two
webinars to explain in simple terms the frame-
work and process to ePAG advocates, with a fo-
cus on their role in the evaluation process. ERN
roject managers and clinicians were also in-

vited to the Demystifying AMEQUIS webinar and
the Evaluation webinar. EURORDIS developed
a gquide for ePAG advocates based on the ERN
Evaluation Manual & Toolkit, specifically to sup-
port patient representatives who are active in
the ERNs to understand their role and contribu-
tion in the evaluation process of the Networks.
In addition, EURORDIS conducted 15 one-to-one
calls with individual ePAGs. EURORDIS and the
patient representatives that are part of the ePAG
AMEQUIS Task Force met on several occasions
throughout the year to reflect, exchange and dis-
cuss the topic of ERN evaluation.

Activities to ensure good governance and rep-
resentativeness included building on the work
done in 2021 by a small working group to stream-
line the rules on patient engagement in the ERNSs.
In March 2022, the group shared with all ERN
Coordinators a new approach to structure the
involvement of patient organisations and patient
representatives in the ERNs.

This new approach featured two different levels
of patient engagement, and to facilitate its imple-
mentation, the group developed four governance
templates that need to be adapted by each
ERN to reflect their specific structure. CRANIO,
ERNICA, GUARD HEART and eUROGEN ERNs
have used the templates to update their terms
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of reference for patient engagement and by-
laws. EURORDIS also updated and reviewed the
ePAG Constitution that was then adopted by the
EURORDIS Board of Directors to describe more
clearly our support structure and methods.

To improve representativeness and ensure opti-
mal patient representation in the ERNs, EUROR-
DIS has been actively supporting ERNs to recruit
new patient representatives from underrepre-
sented countries and diseases. Particular focus
was placed on the recruitment of patient organ-
isations from Eastern and Nordic European coun-
tries, and from specific diseases. 81 expressions
of interest for 21 ERNs were received from a to-
tal of 23 countries, including from Eastern Euro-
pean and Nordic countries. EURORDIS received
expressions of interest from 52 candidates — the
rest were sent directly to the ERNs management
teams. Of these 52, six candidates have decided
not to proceed with the full application and two
have been officially appointed as ePAG advo-
cates. The onboarding process for the rest will
continue in 2023.

Activities to conduct patient engagement with-
in the ERNs

EURORDIS has moved progressively from pro-
viding hands-on support to individual ePAG
groups, to supporting patient representatives via
cross-ePAG working groups (WGs) focusing on
transversal topic areas. Through these WGs, EU-
RORDIS supports and provides patient represen-
tatives involved in the ERNs with the information,
knowledge and skills that they need to engage
and partner effectively with clinicians in the Net-
works’ collaborative activities.

In 2022, EURORDIS led and managed several
ePAG WGs. These included:

e The ePAG Steering Committee, which
convened four times to discuss strategic
aspects related to structuring and enhanc-
ing patient involvement in the ERNSs.

e The Connecting Patients with ERNs
Working Group, which held five calls in
2022 to facilitate collaboration between
ePAG advocates and Rare Disease Nation-
al Alliances on ERNs. The group also de-
veloped communication resources to im-
prove information sharing at the local and
national levels.

¢ The ePAG Clinical Practice Guidelines
Working Group, which hosted four webi-
nars in 2022 on the topics of: the added
value of patient involvement in guideline
development; producing plain language

“Rare Diseases are often invisible”,
Denys-Drash Syndrome, Belgium

summaries; the roadmap to guideline im-
plementation; and the appraisal and adop-
tion of an existing guideline. The group
supported patient partnership in the de-
velopment and implementation of clinical
practice guidelines (CPG) and other clini-
cal decision support tools (CDST).

o The ePAG Research and Registries Working
Group, which held four calls in 2022 to dis-
seminate information on research activities
and support patient involvement in research.

e The ePAG Training and Education Work-
ing Group, which held four calls in 2022
to develop training and capacity-building
materials to address the training needs of
ePAG advocates.

e The ePAG AMEQUIS Task Force, which
organised two calls and two webinars in
2022 to support patient involvement in the
ERNs’ monitoring, evaluation, and quality
improvement system. Topics covered in-
cluded Demystifying AMEQUIS and patient
involvement in the Five-Year ERN Evalua-
tion.

e The Patient Partnership Working Group,
which held two calls in 2022 to enhance
collaboration with ERN project managers
and exchange information on tools and
processes for patient involvement in the
ERNs.

Through this working group structure, EUROR-
DIS and the patient representatives involved in
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the ERNs share information and updates, learn
from each other, develop materials, and support
ePAG advocates to engage on important topics.
In 2022, the EURORDIS team has held in total
27 meetings with the patient representatives in
these WGs.

Developing tools to enable patient engagement
in the ERNs

In 2022, EURORDIS developed practical guides
to support the work of ePAG advocates, includ-
ing: a quide on clinical practice guidelines devel-
opment; a gquide on how patient organisations
can listen to the community; and a guide on the
ERN Evaluation (including a Q&A Factsheet on
the Evaluation). A toolkit was also published on
good practices for facilitating the integration of
ERNs into national health systems.

Pilot coaching on patient-clinician partnership
in the ERNs

Based on the need to further improve the collab-
oration of patient representatives and clinicians,
EURORDIS organised three team coaching ses-
sions with clinicians and patient representatives
of ReCONNET (7.5 hours), ERN Lung (2 hours)
and ITHACA ERN (6 hours). A total of 16 clinicians
and ERN project managers and 25 patient repre-
sentatives participated in these sessions.

The purpose of these sessions was to support
a strong patient-clinician partnership culture by
identifying common goals, listening to each other
openly and actively, and learning how to work to-
gether more effectively.

Annual all-ePAG meeting

All 300 ePAG advocates were invited to partici-
pate in the annual all-ePAG meeting along with
ERN clinicians and project managers. This year,
the meeting comprised five independent online
sessions around the theme: “Listening to your
patient community.”

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL

OF “INTEGRATED MEDICAL AND SOCIAL CARE WITH A HOLISTIC
LIFELONG APPROACH AND INCLUSION IN SOCIETY: GOAL OF
REDUCING THE SQCIAL, PSYCHOLOGICAL AND ECONOMIC BURDEN
BY ONE THIRD":

EURORDIS Social Policy Action Group

The Social Policy Action Group (SPAG), is a group
of volunteer rare disease advocates who dissem-
inate and contribute to the positions of EUROR-
DIS and its members, advocating for holistic and

integrated care. The SPAG ended its latest three-
year mandate in March 2022. At the time, eight
representatives composed the SPAG. Following
the end of the mandate, EURORDIS initiated a re-
flective process on the future of the SPAG. This
included considering the possibility of expanding
the group to include experts from other organ-
isations involved in the social field, defining the
scope necessary to ensure effective advocacy
moving forward, and assessing the internal re-
sources needed to coordinate and support the
SPAG. Through this process, EURORDIS aimed to
determine the best approach to sustain the ef-
fectiveness of the SPAG in its advocacy efforts.

In the summer, the EURORDIS Board of Directors
decided to create the position of Social Policy
and Initiatives Director. This position was filled in
at the end of October, and one of this director’s
tasks is to relaunch the SPAG during 2023, with
new Terms of Reference and a renewed mem-
bership.

ORGANISING THE EURORDIS MEMBERSHIP MEETING 2023 ON A
HOLISTIC APPROACH TO PEOPLE’S NEEDS AND FULL INCLUSION IN
SOCIETY

EURORDIS decided in 2022 — together with the
EURORDIS Membership Meeting Programme
Committee - to host the EURORDIS Member-
ship Meeting 2023 (EMM2023) in Stockholm
on 25-27 May 2023. EMM2023 will centre on the
theme of a “lifelong holistic approach to peo-
ple's needs and their full inclusion in society”, in
line with our Strategic Objective to deliver on the
goal of social inclusion. EMM2023 will gather up
to 250 participants from our members to network
and participate in capacity-building workshops,
including on digital health.

IN'LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL OF
“EARLIER, FASTER AND MORE ACCURATE DIAGNOSIS: GOAL OF
DIAGNOSIS WITHIN SIX MONTHS™:

EURORDIS Newborn Screening Working
Group

The 11 Key Principles for Newborn Screening were
published in January 2021 and have been trans-
lated into 13 languages. In 2022, the EURORDIS
Newborn Screening Working Group continued
discussions on harmonising newborn screening
in the EU member states and how to take action
accordingly. The Working Group members also
joined several webinars and conferences.
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IN LINE WITH OUR STRATEGIC OBJECTIVE 3 OF BEING “INCLUSIVE
OF ALL RARE DISEASES AND REGIONS”, AND OUR “LEAVING NO
ONE BEHIND" GOAL OF EXPANDING OUR SCOPE TO COVER ALL 48
COUNTRIES IN GEOGRAPHICAL EUROPE, PRIORITISING EASTERN
AND SOUTHERN MEMBERS OF THE EU, EUROPEAN ECONOMIC
AREA, AND EU ACCESSION COUNTRIES, WE HAVE BEEN UNITING
SINCE FEBRUARY 2022 FOR THE TWO MILLION UKRAINIANS
LIVING WITH A RARE DISEASE WITHIN AND OUTSIDE OF UKRAINE
AS A RESULT OF THE WAR:

On 15 March 2022, in response to Russia’s inva-
sion of Ukraine, EURORDIS launched its Ukraine
Response programme, aimed at supporting the
Ukrainian rare disease community. EURORDIS’ re-
sponse has been to immediately respond to the
needs of Ukrainians living with a rare disease, and
to advocate on behalf of their specific needs with
the support of our multi-stakeholder networks.

Over the course of the year, a large cohort of
Ukrainians living with a rare disease felt a di-
rect impact of the programme on their lives. In
particular, thanks to a partnership with Airbnb.
org, more than 300 families received 30 days of
free housing in Europe as they were fleeing the
war. Between June and November 2022, over
500 Ukrainian families affected by rare diseases
were supported in Poland through the “Razem
z Ukraina” project. This initiative provided fami-
lies with access to dedicated family assistants
for consultations, essential medical equipment,
psychological support, housing options, and
reimbursement for travel costs to and from Eu-
rope. In addition to that, EURORDIS supported
the work of a Rare Disease Hub for Ukraine — an
entity tasked to ensure very close partnership
with ERNs to support the medical management
of families coming from Ukraine.

RAISING AWARENESS & INFORMING

Recurrent EURORDIS events that support EU-
RORDIS strategic objectives:

Rare Disease Day 2022

Rare Disease Day is an annual, awareness-raising
event co-ordinated by EURORDIS at the interna-
tional level and by national alliances and patient
organisations at the national level. The main ob-
jective of Rare Disease Day is to raise awareness
amongst the general public and decision-makers
about rare diseases and their impact on people’s
lives.

In 2022, for its 15th edition, Rare Disease Day
events took place in over 110 countries and re-

In the field of advocacy, EURORDIS worked on in-
forming European, national and Ukrainian author-
ities of the specific challenges facing Ukrainians
living with a rare disease and the ways to address
them, in particular through a series of reports on
the specific issues in neighbouring countries, or
by voicing the concerns of our patient organisa-
tions as part of the Supporting Ukraine network
of the European Commission. Where possible,
we connected patient and humanitarian aid or-
ganisations in Ukraine and neighbouring coun-
tries to deliver frontline response to Ukrainians
living with a rare disease and their families.

A
EURORDIS

RARE DISEASES EUROPE

HELPING UKRAINE TO BUILD BACK
BETTER FOR RARE DISEASES

A EURORDIS report on the challenges faced by people living
in Ukraine affected by a rare disease

SEPTEMBER 2022

gions on every corner of the globe, despite the
continuation of the COVID-19 pandemic. As part
of the Day’s focus on equity, the global campaign
promoted six individual stories from around the
world of people living with a rare disease and
their families to represent the international com-
munity and its diversity.

Thousands of events took place in over 100
countries, and we welcomed five new countries
to the campaign: the Ivory Coast, Kenya, Greece,
Kazakhstan and Portugal. A variety of aware-
ness events were held, including political confer-
ences online, medical symposia, family days, and

marches.

In addition to holding events, people around the
world were inspired by the visuals, campaign in-
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formation, photos, and Rare Disease Day-brand-
ed materials available online. These materials
enabled people to participate in the Day’s inter-
active “Share your colours” call to action.

More than 650 buildings and monuments were
lit up around the world in the colours of Rare
Disease Day in a Global Chain of Lights to show
solidarity for people living with a rare disease and
their families.

The Day received widespread media coverage
from various parts of the world, with participation
from politicians, researchers, medical profession-
als, and policymakers across Europe, the United
States, and many other countries and regions.

Website

The Rare Disease Day website continued to be a
central point for people living with a rare disease
to download usable campaign materials. They
could also visit the site to gain information on the
worldwide movement and all of the events taking
place around the world for Rare Disease Day.

Webinar series: Capacity building

Two webinars were held during the months lead-
ing up to Rare Disease Day for the global commu-
nity to share their experiences and help prepare
for the event. The two webinars were held on the
following subjects:

e How to speak to young children about rare
diseases.

e How to use Rare Disease Day to advance
your advocacy objectives.

EURORDIS Black Pearl Awards 2022

The EURORDIS Black Pearl Awards recognise the
outstanding achievements and ground-breaking
work of those committed to improving the lives
of people living with a rare disease. The Awards
are presented to patient advocates, patient or-
ganisations, policymakers, scientists, companies
and media at a unique ceremony held every year
in February to mark the occasion of Rare Disease
Day. These prestigious awards are judged by the
EURORDIS Board of Directors based on nomina-
tions received from EURORDIS members, non-
member patient groups, volunteers, staff and the
general public, with the aim of promoting leader-
ship and the highest achievements made by, and
for, people living with rare diseases.

The 11* edition of the EURORDIS Black Pearl
Awards was celebrated online on 8 February
2022. The event gathered 377 attendees rep-
resenting all stakeholder groups of the rare dis-
ease community and connecting people from 38
countries.

Winners of the EURORDIS Black Pearl Awards
2022

o Lifetime Achievement Award: Dr William
Gahl (USA). For his long-standing dedica-
tion to the rare disease community (with
a particular focus on cystinosis), and for
establishing the NIH Undiagnosed Diseas-
es Program (which made more than 300
rare disease diagnoses and discovered 30
new genetic diseases), later expanding
the programme to a national Undiagnosed
Diseases Network and a worldwide Undi-
agnosed Diseases Network International.

¢ European Rare Disease Leader-
ship Award: Dr Anne-Sophie Lapointe
(France). For her extraordinary journey
from mother of two children with a rare
disease, to volunteer in a patient organ-
isation, to public servant. Dr Lapointe has
been demonstrating incredible dedica-
tion to the cause as President of Vaincre
les Maladies Lysosomales (VML), at the
National Council of Rare Diseases France,
at the Ethical Committee of INSERM, and
then leading the French National Plan on
Rare Diseases and the National Plan on
Genomics at the Ministry of Health.

e Policy Maker Award: Professor Hans-
Georg Eichler (Austria). For his strong ad-
vocacy for drugs licensing in his capacity
as Senior Medical Officer of the European
Medicines Agency, as well as his role at
the forefront of the campaign for clinical
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research to be more innovative to reduce
the time and money it takes for a drug to
come to the market. The award also rec-
ognises Prof. Eichler's active engagement
with the Clinical Trials Transformative Ini-
tiative (CTTI) and with several EURORDIS
projects.

Scientific Award: Prof. Franz Schaefer
(Germany). For his positive impact in rare
disease research and patient communi-
ties on an international level, particularly
through initiatives such as the eRare-
funded PodoNet Project for Research in
hereditary and immune mediated steroid
resistant nephrotic syndrome, the Euro-
pean Joint Programme for Rare Diseases,
ERICA (the ERNSs' research coordination
programme), the ERN Coordinators Group,
and several of the cross-ERN Working
Groups.

Young Patient Advocate Award: Danielle
Drachmann (Denmark). For founding the
Ketotic Hypoglycemia International (KHI) -
the world’s largest patient organisation for
patients with idiopathic (unexplained) ke-
totic hypoglycemia, for her role of Patient
Representative at the European Health
Parliament and the European Medicines
Agency, and her work at the Center for
Research with Patients and Relatives and
at the Research Committee at H.C Anders-
en’s Children’s Hospital (Odense University
Hospital).

EURORDIS Volunteer Award: Graham
Slater (UK). For his outstanding contribu-
tions to several organisations and projects
on rare diseases, such as the TOFS (UK
EA support group), the Esophageal Atresia
Global Support Group (EAT), the UK Na-
tional Health Service’s Clinical Reference
Group for specialised surgery in children,
the European Reference Network for rare
Inherited and Congenital (digestive and
gastrointestinal) Anomalies (ERN ERNICA),
and several of EURORDIS’ working groups.

EURORDIS Members Award: Childhood
Cancer International Europe (Nether-
lands). For their outstanding advocacy of
childhood cancers on a national and inter-
national level, for establishing an “EU net-
work of youth cancer survivors”, and for
their role as patient advocates in the Eu-
ropean Reference Network for Paediatric
Cancer and several other EU projects such
as Harmony, PanCare and Accelerate.

EURORDIS Media Award: Ewenflix
(France). For offering all people living with
a rare disease and their families free and
accessible online tools where patients,
parents and caregivers talk about how rare
diseases affect their everyday life, and
share personal tips or advice.

Company Award for Innovation: Lyso-
gene. For their work as a pioneering gene
therapy company which has established
itself among major players driving Euro-
pean-led innovation, in just over ten years.
The award particularly recognises Lyso-
gene’s promising advances towards de-
livering novel treatments in neurodegen-
erative and neurodevelopmental disease
areas with high unmet medical needs.

Company Award for Patient Engagement:
Spinal Muscular Atrophy (SMA)-NBS Alli-
ance. For the collaborative effort to ensure
that newborn screening programmes in all
European countries diagnose all newborn
children with SMA. EURORDIS welcomed
the companies’ mutual engagement with
patient advocates and multiple stake-
holders around a single cause, setting a
model example which has the potential to
encourage similar initiatives across other
rare diseases.

Company Award for Health Technology:
Aparito. For creating innovative technolo-
gies that report patient experiences ac-
curately. By placing patient needs at the
heart of the solution, Aparito’s expertise
facilitates medicines development and
contributes to addressing complex regula-
tory challenges.

Social Media Award (open to public voting):
Milica with @my.baby.noa (Serbia). For ed-
ucating and bringing people closer to the life
of a child with special needs via her social
media platforms, providing hope and positiv-
ity to patients living a similar experience.

WORK PROGRAMME 2023




European Conference on Rare Diseases
and Orphan Products 2022

The European Conference on Rare Diseases and
Orphan Products is recognised globally as the
largest, patient-led rare disease event in which
collaborative dialogue, learning, and conversa-
tion take place, forming the groundwork to shape
future rare disease policies.

The 11th edition of the European Conference on
Rare Diseases & Orphan Products (ECRD 2022)
was a virtual event for the second consecutive
time. By maintaining this event online, it remained
accessible to all, reaching over 800 stakehold-
ers of the wider rare disease community from
61 countries.

Over the five days of the conference, participants
discussed how rare disease policy should be put
into action in Europe to work towards meaningful
goals, aligned with the conclusions from the Rare
2030 foresight study and the UN Sustainable De-
velopment Goals (SDGs) - to improve health and
well-being, to reduce inequalities, and to foster
innovation. All this helped to build momentum
for post-ECRD 2022 follow-up actions and their
implementation, to secure a better future for all
people living with a rare disease.

Through a custom-built platform, registrants
were able to participate in 19 sessions with over
120 expert speakers and chairs and meet with
fellow attendees in both facilitated and open net-
working sessions. Over 220 high quality e-post-
ers were showcased on the platform.

For the first time ever, four online satellite meet-
ings were hosted by National Rare Disease Alli-
ances, gathering key opinion leaders and deci-
sion-makers on a Member State level to consider
how EU policies and national strategies will align
in the coming years, with a particular focus on
how a new policy framework for rare diseases
could drive national efforts.
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INFORMING AND EMPOWERING OUR NETWORKS: COMMUNICATION
AND DISSEMINATION

Communication strategy review

Throughout 2022, EURORDIS conducted a re-
view of its Communication and Dissemination
Strategy - aligned with the new EURORDIS strat-
egy for 2022-2023 - to leverage our networks. A
one-page strategic plan was developed to com-
municate EURORDIS’ vision and action-oriented
strategic plan to align every employee in the or-
ganisation. The communication strategy is ex-
pected to be finalised in 2023.

EURORDIS website

In 2022, we launched a new website. We contin-
ued translations and uploaded all relevant con-
tent. The website is available in seven languages
and is populated with relevant content regularly.
The website saw an increase in the number of
visits in 2022, reaching 518,581 annual visits.

EURORDIS newsletters
eNews

The EURORDIS eNews is a monthly English-lan-
guage newsletter that communicates breaking
news of interest to patient advocates, people
living with a rare disease and their families, and
policymakers.

Throughout 2022, 12 eNews issues were written,
produced and distributed via email. This eNews
publication, available free of charge, features a
lead story relating to the work of EURORDIS, and
provides stakeholders with news on the latest
EURORDIS activities and other developments in
the rare disease community.

Following the lead story are short summaries of
news, which link to the specific activity or sec-
tion of our website. Each eNews lead story ap-
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pears on the website (eurordis.org) in full, regu-
larly appearing on the homepage.

In 2022, typical headlines which followed the
lead story included the following:

« RareConnect
e Patients, organisations, services

« International Events (featuring a link to the
event's website)

e Members’ Corner (featuring a link to the
EURORDIS member’s website)

e Living with a Rare Disease

¢ New Orphan Drug designations and Mar-
ket Authorisations

o European Conference on Rare Disease and
Orphan Products

¢ What's new at EURORDIS

e Getinvolved

« EURORDIS Black Pearl Awards
In 2022, lead story topics included:

e European Health Data Space: Unlocking
the potential of health data for rare dis-
eases.

o Demystifying HTA: patients’ role in new
legislation.
¢ Involving those who matter most: Improv-

ing patient engagement in the develop-
ment of medicines.

Member News

The EURORDIS Member News provides updates
relevant to the rare disease patient community,
as well as offering a space for us to remind our
members of EURORDIS activities that they can
participate in (such as events and webinars) and
publications on EURORDIS policy positions. This
newsletter is translated into six languages and
disseminated to over 2500 contacts.

2022 saw the very successful EURORDIS Mem-
ber News enter its seventh year, and it was sent
twice a month (except in August), so a total of 22
editions were sent to recipients over the course
of the year.

Council of National Alliance Newsletter

A Council of National Alliances (CNA) specific
newsletter, “CNA Update”, was launched in 2020
to better target these important patient organ-
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The Voice of Rare Disease Patients in Europe

The Momentum Builds: European Economic and Social
Committee calls for an action plan on rare diseases

The European Economic and Social Committee (EESC), the EU body responsible for
relaying the voice of Europe’s civil society to policymakers, recently published its

Opinion on Ensuring strong European solidarity for rare disease patients. The EESC's
Opinion calls for the EU to deliver a goals-based Europezn action plan on rare
diseases, , which EURORDIS has long supported

Although the Committee laments the fragmented policy approaches pursued thus far,
the EESC shines a light on the opportunities to improve EU policies. We take a look at]
some of the EESC's recommendations, and explain how their adoption would improve

isation members, which are heavily active in ad-
vocacy activities at the national level.

The CNA Update includes sections for updates
on the CNA meetings, the latest news (such as
Rare Barometer surveys and results), and up-
dates on advocacy activities. 11 CNA Updates
were sent in 2022.

Social Media

EURORDIS has its own Facebook page, Twitter
account, LinkedIn, YouTube channel, and Insta-
gram account.

We continued to successfully use our social me-
dia pages to publicise activities and interact with
the rare disease community, particularly the pa-
tient community. Growth was seen on Instagram,
as more engaging content was developed to
interact with the users. Social media content in
2022 included:

e Scheduled content taken from the eNews.
e Spontaneous content received from staff.

e Information of interest from, and to, the
rare disease community (including infor-
mation received from members and proj-
ects).

o Posts encouraging the public to register
for our events, take part in our capacity-
building trainings, respond to our surveys,
and submit photos to the EURORDIS Photo
Award.

e Sharing important information with the
rare disease community relating to the re-
sponse to the war in Ukraine.
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Launch of the new monthly EURORDIS Pod-
cast “Rare on Air”

In November 2022, EURORDIS launched its very
first podcast, entitled “Rare on Air”, which ex-
plores the unique experiences, challenges and
successes of people from our community, and
investigates how a better world can be built for
those who have a rare condition.

Two episodes went out in November-Decem-
ber 2022, focusing on “Breaking down barriers:
Living with a rare disease and disability” and
“Screening at birth: The key to longer, healthier
and better lives”. The podcast targets EURORDIS
members, people living with a rare disease, and
patient advocates as a primary audience, as well
as rare disease clinical specialists, policymakers,
and trade journalists as a secondary audience.

All episodes are recorded and disseminated in
English.

EURORDIS

RARE DISEASES EUROPE

Translations

All main EURORDIS information documents, such
as brochures, and accompanying social media
posts are translated.

¢ The Member News is translated in six lan-
guages (English, French, Germany, ltalian,
Portuguese and Spanish).

e The EURORDIS website is available in the
seven official EURORDIS languages (Eng-
lish, French, Germany, Italian, Portuguese,
Spanish and Russian).

Other printed materials

Other printed materials which were produced
and disseminated included:

e A summary of the Activity Report 2021 &
Workplan 2022.

e Asummary of EURORDIS’ reports on Ukraine.

e A summary of the EURORDIS position on
the EHDS.

Other online materials

Other online materials which were published in-
cluded:

o The Activity Report 2021 & Workplan 2022,
and the Financial Report 2021.

e A EURORDIS report from the Czech EU
Presidency Expert Conference on Rare
Diseases (December 2022).

e The EURORDIS Proposal on the Revision of
the Orphan Medicinal Products and Paedi-
atric Regulation (November 2022).

e The EURORDIS Position on the European
Health Data Space (October 2022).

e A EURORDIS report from the High-level
Ministerial Conference on Rare Diseases
(March 2022).

Other new online content

Other new online content which was published
included:

o 21 press releases — including several press
releases specific for the rare disease com-
munity about the war in Ukraine, which
were also translated into Ukrainian.

e The regular updates of the Ukraine Re-
source Centre that was created in re-
sponse to the Russian invasion of Ukraine
in February 2022, with useful information
and resources.

A new landing page dedicated to the 25
anniversary of EURORDIS, alongside five
professionally made videos with EURORDIS
Board Members and senior management.

e A series of videos (nine videos) and arti-
cles (five articles) following major changes
in the structure of the EURORDIS Board of
Directors.

e 10 interview articles with Black Pearl
Awardees.
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T0 ESTABLISH AND FACILITATE NETWORKS WITH STRATEGIC

PARTNERS AND KEY STAKEHOLDERS, INCLUDING, BUT NOT LIMITED .
T0, POLICYMAKERS WHO SUPPORT ACTIVE AND MEANINGFUL

ENGAGEMENT WITH PEOPLE LIVING WITH A RARE DISEASE




EURORDIS has supported its strategic objectives
through partnerships within five horizontal stra-
tegic priority areas. This includes:

RESEARCH POLICY
AND ACTIVITIES

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL
OF “RESEARCH AND KNOWLEDGE DEVELOPMENT THAT ARE
INNOVATIVE AND LED BY THE NEEDS OF PEOPLE LIVING WITH A
RARE DISEASE™:

TRANSLATIONAL RESEARCH

European Joint Programme on Rare Dis-
eases (EJP RD, January 2019 - December
2023, Horizon 2020) and the Rare Disease
Partnership (RD Partnership, Horizon Eu-
rope)

European Joint Programme on Rare Diseases

The European Joint Programme on Rare Diseas-
es (EJP RD) brings over 130 institutions from 35
countries to create a comprehensive, sustainable
ecosystem allowing a virtuous circle between
research, care and medical innovation. The EJP
RD focusses on maximising the potential of al-
ready funded tools and programmes by support-
ing them further, scaling them up, linking them
up, and adapting them to the needs of end users
through implementation tests in real settings.

In 2022, two EURORDIS Schools were support-
ed by EJP RD funding. 23 patient advocates and
6 researchers from 18 countries took part in the
2022 Summer School (online, 6-=10 June 2022)
(see Open Academy Schools under Empower).

In 2022, EURORDIS took an active role in the 4
EJP RD General Assembly in Porto, Portugal, by
chairing and presenting at several sessions, in-
cluding one on “Facilitating patient partnerships”.
EURORDIS took part in a recorded video for the
“ASHG TV Thought Leadership Film Series”. It
was broadcast during the ASHG meeting in all
partnering hotels and in ASHG venues.

As part of the PENREP (Patient Engagement
in Research Projects), EURORDIS organised
and took part in different meetings, including a
workshop to reflect on the main successes and
remaining challenges around patient engage-

ment in research. As a follow-up, a survey was
defined and sent out to all patient groups who
participated in projects funded by the EJP RD in
2019, which were evaluated at midterm in au-
tumn 2022.

The EJP RD Joint Translational Call (JTC) 2023
launch in December 2022 attracted more than
100 participants. A panel session on patient part-
nerships in research was coordinated by EUROR-
DIS at the EJP RD 2019 midterm evaluation meet-
ing. The session welcomed testimonies from two
patient experts involved in EJP RD JTC evalua-
tion and one patient expert who was a partner in
one of the JTC funded projects.

Two surveys were performed to assess pa-
tient engagement in research projects: one on-
site amongst researchers attending the mid-
term evaluation meeting and an online survey
amongst the patient partners involved in EJP
RD 2019-funded projects. Those surveys should
be extended to other funded projects to reach a
critical number of answers and to identify trends
and bottlenecks. Successful examples of the
patient partnerships developed in the EJP RD-
funded projects have also been embedded in the
EJP RD Massive Open Online Course (MOOC) on
Translational Research.

In late 2022, EURORDIS applied to the Nature In-
clusive Health Research Award, highlighting the
PENREP guidelines and, more generally, patient
engagement in EJP RD research funding activi-
ties. The PFMD and EURORDIS also began dis-
cussions around patient engagement in early re-
search.

In 2022, EURORDIS worked with ERICA to devel-
op a joint EJP RD/ERICA workshop on the topic:
“Ethics and Regulatory considerations for ERN
Data Access Committees (DAC)". The workshop
took place in June and encompassed subjects
such as data access policy and data sharing for
the ERNSs.

In 2022, EURORDIS took an active role in several
EJP RD MOOCs:

e The writing and development of the sec-
ond EJP RD MOOC, “From Lab to Clinic:
Translational Research for Rare Diseases”,
which was launched in October; totalling
705 enrolled learners so far. The MOOC
was co-developed by EURORDIS, the
Foundation for Rare Diseases, ERN EURO-
NMD, Leiden University Medical Centre
and EATRIS. The course is open, free and
run on a continuous basis with defined
facilitation windows (where mentors, in-

cluding EURORDIS, are actively answering
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comments and questions from learners).

:

e The firstly developed MOOC, “Diagnosing
Rare Diseases: from the Clinic to Research
and back”, ran two facilitation windows in
2022. Taking all sessions together, since
its start in April 2021, more than 4,800
learners from 140 countries have enrolled
to follow the course. An active mentoring
service is in place, including EURORDIS as
an active mentor and educator.

o EURORDIS is part of a third EJP RD MOOC
development, together with the ERN Epi-
CARE, Fondazione Gianni Benzi, and the
Foundation for Rare Diseases on the topic
“Rare Diseases Research Data: ethical and
legal considerations”. This MOOC will be
delivered in 2023.

In 2022, EURORDIS continued to ensure the
co-leadership of all EJP RD Pillar 3 training and
capacity-building activities. EURORDIS also sup-
ported the organisation of the EJP RD paediat-
ric training in Lyon, France, in early July 2022, as
well as the EJP RD Leadership School held on-
line, while providing expert reviews for the 2022
workshop and research mobility fellowship calls
for ERN research training programmes.

Rare Disease Partnership

The Rare Disease Partnership concept paper
developed by EJP RD members and additional
experts was validated by the European Com-
mission in February 2022, and published on the
Commission’s website. This draft was released to
ensure transparency of information on the status
of preparation of the Rare Disease Partnership.
Following this release, the European Commission
sent a letter to Member States asking them for
their commitment to support the European Part-
nerships they wish to co-fund.

In March 2022, EURORDIS supported the calls
organised by the EJP RD Coordination Team with
EU Member States, relevant organisations, and
agencies, to ensure that they: a) are fully aware
about the ongoing developments of the Rare Dis-
ease Partnership; b) can exchange on the Rare
Disease Partnership concept and identify needs
and strengths in view of their country’s participa-
tion; c) are best placed to decide and influence
when their country will be consulted to commit
to the Rare Disease Partnership.

In spring 2022, EURORDIS supported the pro-
cess of the Rare Disease Partnership’s develop-
ment through an active communication with the
National Rare Disease Alliances, to make sure
that the Rare Disease Partnership was high on

their agenda and that EU Member States’ finan-
cial commitment was high. A presentation of the
concept paper and funding decision mechanism
was introduced to the Council of National Alli-
ances (CNA) in early March 2022. Follow-up was
ensured in March and April 2022 with National
Alliances to accompany the Member State fund-
ing decision process. This involved multiple one-
to-one interactions and support letters provided
to ministries, as well as matchmaking National
Alliances with relevant representatives from Min-
istries, Agencies, and Academia, in collaboration
with the EJP RD Coordination Team. In November
2022, an updated presentation was given at the
CNA meeting held in Paris. These efforts were
highly effective, as the majority of EU Member
States committed to participating in the Rare
Disease Partnership.

The Strategic Research and Innovation Agenda
(SRIA) — the strategy document - was drafted
between December 2022 and January 2023 by
the SRIA Task Force and a more restricted core
group. EURORDIS took an active role in this group
and coordinated the writing of one of the five
strategic objectives (“All activities empower, as
equal partners, people living with rare diseases”)
and was involved in drafting different sections
of the document. The strategy document was
shared for comments and inputs from the EU
Board of Member States in February 2023, ahead
of the launch of an open consultation phase.

European Rare Disease Research Coordi-
nation and Support Action (ERICA, March
2021 -February 2025, Horizon 2020)

The aim of the ERICA consortium is to build on
the strength of the individual ERNs and create a
platform that integrates all ERNs’ research and
innovation capacity. ERICA strives to reach the
following goals: new intra- and inter-ERN rare
disease competitive networks; effective data
collection strategies; better patient involvement;
enhanced quality and impact of clinical trials; and
increased awareness of ERNs’ innovation poten-
tial. Through the integration of ERN research ac-
tivities, and outreach to European research infra-
structures to synergistically increase impact and
innovation, ERICA will strengthen the research
and innovation capacity of the ERNs.

In 2022, EURORDIS work focused mainly on WP2-
ERN registries. EURORDIS contributed to shape
the agenda of the final workshop organised in
Heidelberg, Germany, as part of the workshop’s
scientific committee. EURORDIS led the design
and delivery of the session on stakeholders’ per-
spectives, where representatives from industry,
clinicians, researchers, HTA agencies, the EMA
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and EURORDIS shared their expectations and
needs regarding collaboration with the ERN reg-
istries and the use and access to the data that is
being (or will be) collected by the ERNs registries.
Messages around the needs and expectations of
the rare disease patient community regarding the
ERN registries were discussed with members of
the ePAG Research and Registries Working Group
and delivered by EURORDIS Board Member, Eliz-
abeth Vroom.

Rare Disease Moonshot (December 2022 - De-
cember 2027)

The Rare Disease Moonshot is a coalition of part-
ners from industry, research and patient organ-
isations, joining forces to accelerate scientific
discovery and drug development in rare and pae-
diatric diseases for which there is currently no
therapeutic option. The coalition works to pool
expertise, reduce fragmentation in research and
foster greater collaboration between organisa-
tions. The seven organisations forming the Rare
Disease Moonshot coalition are: the Critical Path
Institute (C-Path); the European Infrastructure
for Translational Medicine (EATRIS); the Euro-
pean Clinical Research Infrastructure Network
(ECRIN); the European Federation of Pharma-
ceutical Industries and Associations (EFPIA); the
European Confederation of Pharmaceutical En-
trepreneurs (EUCOPE); EuropaBio; and EUROR-
DIS-Rare Diseases Europe.

EURORDIS contributes to the Rare Disease
Moonshot initiative that was launched in De-
cember 2022 to enhance public-private partner-
ships in research. Since 2022, EURORDIS has
been active in the setting up and formal kick-off
of the Rare Disease Moonshot through bimonthly
calls. EURORDIS contributed to the organisation
of a workshop to boost public-private partner-
ships to unlock uncharted territories in rare dis-
ease research and development. The aim of the
workshop was to deliver recommendations that
will inform the planning processes of funders
and researchers when planning new initiatives or
upscaling and deploying results from ongoing or

past projects.

UNDIAGNOSED DISEASES

Collaborative project on diagnostic char-
acterisation of rare diseases (Solve-RD,
January 2018-June 2023, Horizon 2020)

Solve-RD - Solving the Unsolved Rare Diseases
is a research project funded by the European
Commission, aiming to solve large numbers of
rare diseases for which a molecular cause is

not yet known. Solve-RD echoes the ambitious
goals set out by IRDIRC to deliver diagnostic
tests for most rare diseases.

To date, the Solve-RD project has analysed
21,348 datasets (phenotype and exome/genome
sequencing data) from 6,000 families. The proj-
ect has already solved 511 rare disease cases
(constituting an 8.5% diagnostic yield) for which
a molecular cause was not previously known.

EURORDIS is a member of the Steering Commit-
tee for the work package that addresses dis-
seminating the results of the Solve-RD project,
as well as ensuring the proper engagement of
stakeholders.

EURORDIS is also leading the development of
the Community Engagement Task Force (within
Solve-RD) that aims to create a united and en-
gaged multi-stakeholder community of patients,
scientists, genetic counsellors and clinicians
committed to improving diagnosis and care for
ultra-rare diseases, and supporting the needs of
the undiagnosed community.

The EURORDIS-led Community Engagement
Task Force (CETF) has created an infographic
setting out the patient journey to diagnosis. The
infographic demonstrates the diagnostic odys-
sey many people experience on a daily basis and
presents existing resources from CETF member
organisations to support patients on this journey.
The infographic has been translated into 25 lan-
guages.

In 2022, EURORDIS continued being actively in-
volved in the project by chairing the session on
diagnostic and clinical utility at the Solve-RD An-
nual Meeting. The Task Force members prepared
the interview questions for Sonia Vallabh, who
gave the keynote lecture at the Solve-RD Annu-
al Meeting. The interview was published on the
Solve-RD website and in the project’s newsletter,
and additionally communicated via EURORDIS’
website, eNews newsletter and social media ac-
counts. Moreover, the interactive version of the
CETF Patient Journey diagram was launched on
the new EURORDIS website on 13 March 2022,
and subsequently the Solve-RD website. The
CETF also designed and launched a survey on
the needs and priorities of undiagnosed patients.

Undiagnosed Diseases Network Interna-
tional

The Undiagnosed Diseases Network Interna-
tional (UDNI) brings clinicians, researchers, ge-
netic counsellors, and other medical profession-
als from around the world together to collaborate
on diagnosing the most difficult and intractable
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cases. Patients’ and patient representatives’ par-
ticipation are instrumental in ensuring the long-
term success of this initiative, as they can offer
their expertise to the UDNI institutional, clinician
and non-clinician members on how to ensure the
effort is patient-focused, patient-friendly, and
patient-driven.

EURORDIS participates in UDNI, an international
network of clinical centres that was initiated in
2014 to address the unmet needs of undiagnosed
patients at a global level. NORD, EURORDIS and
the Wilhelm Foundation have collaboratively
developed a patient engagement membership
which was adopted by the UDNI's Board.

In 2022, EURORDIS - together with NORD and the
Wilhelm Foundation — continued: chairing the UDNI
Patient Engagement Group; created a workflow
for reviewing incoming applications to the Group
in order to facilitate the application process; cre-
ated a welcome message for new members; and
organised three teleconferences with member
patient organisations. The efforts for outreach
resulted in the UDNI Patient Engagement Group
comprising 20 member patient organisations from
all continents. EURORDIS also facilitated interna-
tional collaboration for Undiagnosed Day. EUROR-
DIS also gave a talk at the Undiagnosed Day webi-
nar organised by the Wilhelm Foundation.

PAEDIATRIC CLINICAL TRIALS

Conect4Children (May 2018 - April 2024,
IMI 2)

The Conect4Children (c4c) research network
brings together pharmaceutical companies and
national paediatric networks, as well as EU mul-
tinational subspecialty networks, large patient
advocacy groups, children’s hospitals, and other
public research organisations from across Eu-
rope. It includes 35 academic and 10 industry
partners from 20 European countries, as well as
more than 50 third parties and around 500 affili-
ated partners. c4c aims to facilitate the develop-
ment of new drugs and other therapies for the
entire paediatric population.

In 2022, EURORDIS was particularly involved in
the organisation of the c4c Multi-Stakeholder
Meetings on Inflammatory Bowel Disease, Atopic
Dermatitis and Paediatric Diabetes Type 1, bring-
ing relevant patient experts (young patients and
parents) into the meetings. EURORDIS also led a
workshop for patient organisations on paediatric
drug development and a follow-up webinar for
patient experts about c4c activities, which is now
available on the c4c website.

EURORDIS is currently involved in the drafting of
a white paper on paediatric patient engagement.
To support the drafting of this white paper, EU-
RORDIS, with other project partners, is organising
a workshop involving experts in patient involve-
ment, ethics, methodologies of involvement,
diversity, health literacy, policy, and patients’
rights. EURORDIS is also contributing to c4c work
on data quality standards and on an education
and training programme, including through being
a member of the related Education Board.

DATA AND
DIGITAL HEALTH

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO THE GOAL OF
“OPTIMISED DATA AND HEALTH DIGITAL TECHNOLOGIES FOR THE
BENEFIT OF PEOPLE LIVING WITH A RARE DISEASE AND SOCIETY
AT LARGE":

FACILITATE (January 2022 - December
2025, IMI2)

FACILITATE is a four-year Innovative Health Ini-
tiative (IHI) project that aims to return clinical trial
data to trial participants, as well as to develop a
framework that would allow the re-use of clinical
trial data for secondary purposes.

FACILITATE

EURORDIS is tasked with bringing the voice of
patients to the centre of the process by conduct-
ing consultations with its patient expert group in
the digital area — the DAG (Digital and Data Advi-
sory Group — as well as by conducting a research
overview into existing studies on the views of
patients.

The kick-off meeting took place online in January
2022, and the project started working on its first
deliverable, the Consortium Handbook.

In 2022, EURORDIS was, and still is, heavily in-
volved in the two deliverables of: The Report


https://conect4children.org/

on Case Studies for the Technical Development
of FACILITATE; and the Review of the Ethical
Frameworks, which is still ongoing. EURORDIS is
also involved in communication and stakeholder
engagement relating to the project, and the Re-
port on Legal Requirements. In November, the
first General Assembly took place face-to-facein
Modena, Italy.

Toward a European Health Data Space
(TEHDAS, February 2021 - August 2023,
CHAFEA Third EU Health Programme)

TEHDAS (Joint Action Towards the European
Health Data Space) is an initiative aimed at de-
veloping joint European principles for the sec-
ondary use of health data. The work involves 25
countries, and it is based on the European Com-
mission’s Health Programme 2020.

EURORDIS was involved in Work Package 8
(WP8). This Work Package was tasked with ob-
taining a better understanding of citizens’ atti-
tudes towards sharing their health data. The two
main objectives of this work package were to de-
termine citizens’ opinion on: health data re-use
and data altruism. We participated and gave our
opinion on both aspects. As WP8 is coming to an
end, recommendations for both explored direc-
tions have been published.

Together4RD

Together4RD is a multi-stakeholder initiative
aimed at supporting collaboration between Euro-
pean Reference Networks (ERNs) and industry in
areas that will address the unmet medical needs
resulting from the 95% of rare diseases that cur-
rently do not have a dedicated treatment.

In 2022, EURORDIS contributed to Together4RD,
an initiative aiming to collect and leverage data to
support research in rare diseases, generate new
knowledge, and support the development of new
treatments. EURORDIS is an active member of
the Together4RD Steering Group and has: co-
developed the Together4RD Recommendations
to unlock ERN and industry collaboration for the
benefit of people living with rare diseases; co-au-
thored the White Paper on ERN-Industry Collab-
oration; sent speakers to Together4RD events,

workshops and webinars (including an event in
the European Parliament); led a Thought Leader
Session on the initiative at ECRD 2022; led a Ple-
nary Session on the initiative at the World Orphan
Drug Congress Europe; and led multi-stakehold-
er online workshops on the initiative and other
webinars.

DEVELOPMENT AND
ACCESS TO DIAGNOSTICS
AND THERAPIES

IN LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND TO MAKE CONTRIBUTIONS TO EXPANDING
TREATMENT “DEVELOPMENT, AVAILABILITY, ACCESSIBILITY
AND AFFORDABILITY, PARTICULARLY WITH REGARD TO
TRANSFORMATIVE OR CURATIVE THERAPIES — GOAL OF 1,000
NEW THERAPIES WITHIN 10 YEARS":

Next Generation Health Technology As-
sessment” (HTx, January 2019-December
2023, Horizon 2020)

HTx aims to create a framework for the Next
Generation Health Technology Assessment to
support patient-centred, societally-oriented and
real-time decision-making on access to, and re-
imbursement for, health technologies throughout
Europe. This framework is to address questions
such as: “Which patients would benefit the most
from a given high-cost new therapy?”; “How can
the best sequence or combination of treatments
be identified?”; and “What is the best therapeu-
tic strategy for a given small population or sub-
group?”.
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HTx

One of the goals of HTx is to explore the extent to
which real-world evidence can be used to solve
such questions. Among the new methods to be
applied, Al and machine learning play a special
role in trying to make cost-effectiveness predic-
tions. New methods will be tested on four case
studies, about four disease areas: head and neck
cancer, Diabetes 1 and 2, Multiple Sclerosis, and
Myelodysplastic Syndrome.
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EURORDIS is part of the HTx consortium and is
committed to informing the patient community
about the progress and potential of the project,
and to training future patient advocates about
the core concept of HTx and the expected find-
ings.

In 2022, the HTx project undertook multiple ac-
tivities and initiatives within the project. The first
was the hosting of a panel discussion, “Building
Bridges Between Patient and Treatment — Per-
spectives on Harmonizing Health Technology
Assessment with Up and Down-Stream Stake-
holders”, at the Health Technology Assessment
International (HTAi) Conference. Multiple work-
shops were also conducted, including: the HTx
shared decision-making workshop that took
place virtually; the HTx methods workshops in
York; and the HTx workshop about novel pay-
ment models for gene therapy. In addition to
these activities, two research publications were
published. EURORDIS also led a study on the
qualitative evaluation of acceptability, and bar-
riers to introducing the cost dimension in shared
decision-making within the clinical context.

GetReal Institute

The GetReal Institute builds on the success of
two IMI projects — GetReal and The GetReal Ini-
tiative — and brings together a wide variety of
stakeholders to drive the sustainable develop-
ment and adoption of tools, methods and best
practices in the generation and use of real-world
evidence (RWE) for better healthcare decision-
making.

In 2022, EURORDIS became a member of Get
Real Institute, as a co-founder and Board mem-
ber working on reducing barriers to the use of
secondary data, bridging the gap between Ran-
domised Control Trial (RCT) and RWE, and ad-
dressing the evidence needs of downstream
healthcare decision-makers. As a member of
the GetReal Board of Directors, EURORDIS con-
tributed to the Initiative's activities held in 2022,
including involvement in: defining the GetReal
Institute’s objectives, strategy and values; sup-
porting the survey to GetReal Institute members
on the Institute’s objectives and strategic part-
nerships; and planning and organising the first
GetReal Institute Conference in March 2023.

EURORDIS also supported the launch and con-
tinuation of three projects: the development of
recommendations or guidelines on the use of
external comparators for regulatory, HTA and
payer decision-making; establishing criteria for
when results from RWE are sufficiently compel-
ling to be used as pivotal evidence; and a multi-

stakeholder shared learning platform for RWE as
a component of a broader “test and learn” envi-
ronment in Europe.

VACCELERATE (January 2021-January
2024, Horizon 2020)

VACCELERATE is a clinical research network for
the coordination and conduct of COVID-19 vac-
cine trials. The network is comprised of academic
institutions from all over Europe. The consortium
is led by the University Hospital Cologne, Ger-
many, and currently includes 29 national part-
ners in 18 EU-member states and five countries
associated to the EU Horizon 2020 research pro-
gramme.
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VACCELERATE

In 2022, EURORDIS has contributed to VACCEL-
ERATE, a project that works on Clinical Trial Site
Capacity Building, Public Health Needs, Volun-
teer Registries, Booster Vaccination Doses in the
Elderly, Booster Vaccination Doses in Adults, and
the vaccination regimen in children aged 12-16
years.

REMEDI4ALL (September 2022 - August
2027, Horizon Europe)

REMEDI4ALL aims to assemble a sustainable Eu-
ropean Innovation Platform able to provide guid-
ance and support to developers at all stages of
the repurposing pathway. The multidisciplinary
consortium of 24 leading institutions and organ-
isations aims to create a vibrant European re-
search and innovation ecosystem that facilitates
cost-effective patient-centric development and
the implementation of repurposed medicines in
areas where there are high unmet medical needs,
including the rare disease field.
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The project started in September 2022, with a
kick-off meeting in Amsterdam, the Netherlands.
EURORDIS have hired a Senior Project Manager
and a Patient Engagement & Training Manager.
To ensure patient-centricity in all steps of the
developmental process, EURORDIS has started
to actively work with all related stakeholders and
within all related work packages. EURORDIS has
established fruitful relationships and collabora-
tion with all demonstrator project leaders and
started activities to support patient engagement,
such as the identifying and onboarding of patient
champions for the demonstrator projects, and
establishing patient focus and patient advisory
groups.

International Consortium for Rare Disease
Research (IRDIiRC)

The International Rare Diseases Research Con-
sortium (IRDIiRC) unites national and interna-
tional governmental and non-profit funding bod-
ies, companies (including pharmaceutical and
biotech enterprises), umbrella patient advocacy
organisations, and scientific researchers to pro-
mote international collaboration and advance
rare diseases research worldwide. Importantly,
the coverage of the Consortium is global and in-
volves stakeholders from Africa, Asia, Australia,
North America, and Europe. The vision is to en-
able all people living with a rare disease to re-
ceive an accurate diagnosis, care, and available
therapy within one year of coming to medical at-
tention.

IRDIRC

INTERNATIONAL
RARE DISEASES RESEARCH
CONSORTIUM

EURORDIS has been a member of IRDIRC since
its launch in 2011. Since then, EURORDIS has led,
or contributed to, many activities of the Consor-
tium aimed at reaching IRDIRC Goals. As a mem-
ber of the Consortium Assembly (in the Patient
Advocacy Constituent Committee), we have an
oversight (and a voting right when relevant) on all
the decisions taken by the Consortium: strategic
choices, inclusion of new members, and the cre-
ation of task forces and working groups.

In addition to being a constituent Committee
member, EURORDIS has always brought the ex-
pertise of its staff and members to the IRDIRC
Scientific Committees, Task Forces and Working
Groups, including: the Therapies Scientific Com-
mittee, the Sustainable Economic Models in Re-

purposing Taskforce (leading); Drug Repurposing
Guidebook Task Force (which involved a work-
shop held in 2022); the group leading the Pluto
Project on Disregarded Rare Diseases (which
involved a workshop held in 2022); the IRDIRC-
RDI Global Access Working Group; the Working
Group on Medical Technology for Rare Diseases;
the Task Force on the Integration of New Tech-
nologies for Diagnostics; and the group leading
the Newborn Screening Initiative. We also ap-
plied to the newly created Regulatory Scientific
Committee, but our patient representative candi-
date was not selected.

EURORDIS work in IRDIRC has led to peer-re-
viewed publications’. In 2022, we resubmitted
our manuscript entitled “Sustainable Approaches
for Drug Repurposing in Rare Diseases: Recom-
mendations from the IRDIRC Task Force” to the
Rare Disease and Orphan Drugs Journal, which
shall be eventually published in 2023. EURORDIS
remains committed to ensure sustainability of the
Orphan Drug Development Guidebook, co-creat-
ed within the IRDIRC Therapies Scientific Com-
mittee with a multi-stakeholder group of experts
in the context of a Memorandum of Understand-
ing signed between EURORDIS, EATRIS, Fondazi-
one Telethon, CVBF and INSERM.

Screend4Care (S4C, October 2021-Septem-
ber 2026, IMI JU)

ScreendCare offers an innovative approach to
accelerate rare disease diagnosis, which is based
on two central pillars: genetic newborn screening
and digital technologies.

EURORDIS plays a major role, located at the heart
of Screen4Care and involved in all areas of fo-
cus. EURORDIS leads the Patient Advisory Board
and is directing and advising all partners on the
priorities, needs and perspectives of people liv-
ing with rare diseases. EURORDIS promotes the
patient voice by chairing the Screen4Care (S4C)
Patient Advisory Board (PAB), which consists of
15 patient representatives involved in the EU-

1 Hechtelt Jonker A, Hivert V, Gabaldo M, Batista
L, O’'Connor D, Aartsma-Rus A, Day S, Sakushima K, Ardigo
D. Boosting delivery of rare disease therapies: the IRDIRC
Orphan Drug Development Guidebook. Nat Rev Drug Dis-
cov. 2020 Aug;19(8):495-496. doi: 10.1038/d41573-020-
00060-w. PMID: 32313251.

Gahl WA, Wong-Rieger D, Hivert V, Yang R, Zanello G, Groft S.
Essential list of medicinal products for rare diseases: recom-
mendations from the IRDIRC Rare Disease Treatment Access
Working Group. Orphanet J Rare Dis. 2021 Jul 13;16(1):308.
doi: 10.1186/s13023-021-01923-0. PMID: 34256816; PMCID:
PMC8278724.

Hivert V, Jonker AH, O'Connor D, Ardigo D. IRDIRC: 1000 new
rare diseases treatments by 2027, identifying and bringing
forward strategic actions. Rare Dis Orphan Drugs J 2022; 1:3.
http://dx.doi.org/10.20517/rdod]j.2021.02
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Edith Sky Gross, EURORDIS Health and Social Science
Senior Project Manager and Gulcin Gumus, EURORDIS
Research and Policy Project Senior Manager together with
the Newborn Screening Working Group of Screen4Care

RORDIS Newborn Screening Working Group, the
Digital and Data Advisory Group, and ePAGs. The
PAB provides strategic recommendations, guid-
ance, and advice across all Screen4Care activi-
ties. This entails identifying patients’ preferences
on existing symptom checkers and co-designing
the S4C virtual platform. The outputs of the S4C
project support EURORDIS' advocacy work on
Newborn Screening.

In 2022, EURORDIS worked toward an “RDclope-
dia”, a survey of rare disease-related initiatives
in Europe, including registries, research projects,
infrastructures and newborn screening pro-
grammes. EURORDIS took part in forming the cri-
teria for the choice of conditions to be screened
as part of the “treatable” panel of conditions and
advised on the co-creation transversal task force
regarding the use of machine learning on elec-
tronic health records. We also participated in
the Ethical, Legal and Safety Team (ELST) and
provided the patient perspective on all outputs
of the project. The Newborn Screening Working
Group was consulted to contribute to the work
on “actionability” as a criterion for newborn
screening.

Global Commission to End the Diagnostic
Odyssey for Children with Rare Diseases

EURORDIS continued to follow this initiative and
to engage in the Patient Empowerment Educa-
tion & Awareness Campaign. EURORDIS also sup-
ported the communication efforts of the Global
Commission.

HEALTHCARE POLICY
AND SERVICES

1

IN'LINE WITH OUR STRATEGIC OBJECTIVE 2 TO DELIVER ON
PRIORITY AREAS AND CONTRIBUTE TO THE GOAL OF “HIGH-
QUALITY NATIONAL AND EUROPEAN HEALTHCARE PATHWAYS,
INCLUDING CROSS-BORDER HEALTHCARE,” TO IMPROVE SURVIVAL
BY AN AVERAGE OF 3 YEARS OVER 10 YEARS AND REDUCE

THE MORTALITY OF CHILDREN UNDER 5 YEARS OF AGE BY ONE
THIRD, AS WELL AS THE GOAL OF “EARLIER, FASTER, AND MORE
ACCURATE DIAGNOSIS,” TO DIAGNOSE A RARE DISEASE WITHIN 6
MONTHS:

H-CARE

The H-CARE project aims to develop a feedback
mechanism that regularly and robustly measures
the healthcare experience of people living with
rare diseases through the development and vali-
dation of Patient Reported Experience Measures
(PREMs). Once validated, these PREMs could
then be used as a measure to evaluate the pa-
tient-centred care provided across all 24 ERNs
as part of their evaluation and monitoring sys-
tem. Experience and satisfaction with care were
originally discussed by the ERNs’' Monitoring
Working Group as being an important component
of the 18 core monitoring indicators of ERNs.
However, the implementation of the indicator
was postponed as it was considered too com-
plex to be implemented in a timely manner. The
H-CARE project started in 2019 as an initiative of
ERNs ERKNet, eUROGEN, GENTURIS and LUNG
with the support of the EURORDIS Rare Barome-
ter Survey Programme. A pilot survey conducted
in 2020 showed that there is a need to develop
and validate PREMSs for rare disease patients and
family members to robustly measure their health-
care experience within all 24 ERNs.

In 2022, EURORDIS worked towards the comple-
tion of a literature review, as a first step to de-
velop PREMs. 4,767 titles and abstracts were
screened and a data extraction form was drafted
and shared with the Scientific Working Group of
experts in PREM development and rare diseas-
es. The H-CARE project was presented to ERNs
and the European Commission in order to se-
cure funding for the development and validation
of scales to measure the healthcare experience
of rare disease patients and family members by
2026.


https://www.eurordis.org/the-h-care-pilot-survey/

Joint Action on the integration of European
Reference Networks into national health
systems (JA, October 2023-2026, DG
SANTE)

The Joint Action on the Integration of ERNs aims
at developing models and structures to enable
Members States to connect their national health
systems with the ERNSs. It will include activities
on different areas such as care pathways, data
interoperability, dissemination at national level,
quality assurance and designation of centres of
expertise, national networks, referral systems,
and the revision of national rare disease plans
and strategies.

In 2022, EURORDIS engaged with representa-
tives from the ERN Board of Member States,
as well as the European Commission to convey
concrete proposals on the scope and activities
of the future Joint Action on the integration of
ERNs into national health systems and into the
EU cross-border healthcare system. It also duly
informed the National Rare Disease Alliances
about the possibility to participate as affiliated
entities and encouraged them to reach out to the
national competent authorities to learn whether
their designated national Competent Authorities
could include them as affiliated entities with a
budget allocation. Finally, EURORDIS also con-
tributed to this effort by publishing a toolkit out-
lining best practices for connecting ERNs and
national health systems.

Yann Le Cam (EURORDIS) speaks at a panel during the Expert

Conference on Rare Diseases in Prague, October 2022

SOCIAL POLICY
AND SERVICES

IN LINE WITH OUR STRATEGIC OBJECTIVE 2, WHICH AIMS TO
DELIVER ON PRIORITY AREAS AND CONTRIBUTE TO THE GOAL

OF “INTEGRATED MEDICAL AND SOCIAL CARE WITH A HOLISTIC
LIFELONG APPROACH AND INCLUSION IN SOCIETY,” WITH A GOAL
OF REDUCING THE SOCIAL, PSYCHOLOGICAL, AND ECONOMIC
BURDEN BY ONE THIRD:

EURORDIS continued to seek opportunities to
develop project proposals aimed at addressing
key holistic and social care priorities, notably
within the Social Innovation (EaSl) strand of the
European Social Fund Plus (ESF+).

In addition, EURORDIS and the Romanian Nation-
al Alliance for Rare Diseases (RONARD) remained
in contact with the European Commission as
one of the implementors of previous successful
projects funded by the EaSI programme —the IN-
NOVCare project. In December, the INNOVCare
project was added to the European Commission’s
publications catalogue, as an example of suc-
cessful good practice.

Session |

A New Goal-Based

and Coordinated
Strateqy for

Rare Diseases
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4. CROSS-GUTTING PRIORITIES

“Feeling the grass”
~_Chung Jansen Syndrome

_Taken by Lisa Mgrrington,ﬁ i

United Kingdom 4 '

EURORDIS supported its strategic objectives
through its cross-cutting priorities. These in-
clude:

GOVERNANCE

EURORDIS Governance Bodies: Annual
General Assembly, Board of Directors and
Board of Officers

The EURORDIS Annual General Assembly was

held online on 18 May 2022. EURORDIS’ full mem-

bers voted on the Activity and Financial Reports
for 2021, and the Work Programme and Budget
for 2022.

Members also voted on the six vacant positions
for the Board of Directors (BoD). The following
candidates were successfully re-elected to the
BoD: Terkel Andersen (Danish Haemophilia Soci-
ety, Denmark); and Geske Wehr (Selbsthilfe Ich-
thyose E.V., Germany).

The Board also extended a warm welcome to
new member Kirsten Johnson (Fragile X Society,



United Kingdom) and Rebecca Tvedt Skarberg
(Osteogenesis Imperfecta Federation Europe,
Norway).

All Board members were elected for a full man-
date of three years.

The Board of Officers (BoO) is elected annually
by the BoD following the General Assembly. In
May, the BoO was thus elected as follows: Presi-
dent — Terkel Andersen, Denmark; Vice President
— Avril Daly, Ireland; General Secretary — Geske
Wehr, Germany; Treasurer — Alain Cornet, Bel-
gium; Officer — Dorica Dan, Romania; Officer —
Maria Montefusco, Sweden.

All Board members were elected for a full man-
date of three years.

The Board of Officers (BoO) is elected annually
by the BoD following the General Assembly. In
May, the BoO was thus elected as follows: Presi-
dent — Terkel Andersen, Denmark; Vice President
— Avril Daly, Ireland; General Secretary — Geske
Wehr, Germany; Treasurer — Alain Cornet, Bel-
gium; Officer — Dorica Dan, Romania; Officer —
Maria Montefusco, Sweden.

Revised Board Terms of Reference

During the BoD meeting in July 2022, the roles
and responsibilities of both the BoD and the BoO
were discussed and refined in order to reinforce
the distinction between both the BoD and the
BoO, to give more time for strategic discussions
to the BoD, and to give some clear delegation to
the BoO when it comes to administrative, finan-
cial, legal and HR matters. A synthesis was pro-
duced and adopted by the BoD, which became
the basis to revise the Terms of Reference of the
BoD and the BoO. The revised Terms of Refer-
ence were adopted in November 2022.

Changes in the Board of Officers structure
and the election of a new Board of Officers
in November 2022

In 2022, the BoO structure was modified. The
BoO previously consisted of six officers, namely:
President; Vice-President; Treasurer; General
Secretary; and two Officers. Due to health rea-
sons, EURORDIS President for the last 20 years,
Terkel Andersen, had to step out of his position in
June 2022. Avril Daly, EURORDIS Vice-President
for the past 10 years, became Acting President
until the election of a new BoO during the BoD
meeting of November 2022. During that Board
meeting, a new structure of the BoO was also
decided.

The BoO consists of six officers, including two

additional positions with specific responsibilities
that have been added: one additional Vice-Pres-
ident to support the President in external repre-
sentation; and one Deputy General Secretary to
support the General Secretary, especially when it
comes to the relationship with EURORDIS Mem-
bers and, in particular, the National Rare Disease
Alliances.

In November, the BoO was thus elected as fol-
lows: President — Avril Daly, Ireland; Vice Presi-
dents — Dorica Dan, Romania and Maria Monte-
fusco, Sweden; General Secretary — Geske Wehr,
Germany; Deputy General Secretary — Simona
Bellagambi, Italy; Treasurer — Alain Cornet, Bel-
gium.

Core Leadership Team

The EURORDIS Core Leadership Team (CLT) pre-
pares and executes on the strategies, ensures
day-to-day decision-making, and consists of the
Chief Executive Officer (CEQ), the Chief Financial
Officer (CFO), the Chief Operating Officer (COO0),
the Public Affairs Director & Head of European
and International Advocacy, and the Governance
Senior Manager. The CLT meets every week to
tackle the different strategic, management and
operational issues that can be possibly solved
at this governance level, in order to advance to-
wards the achievement of EURORDIS' missions
and activities.

EURORDIS Strategy 2021-2030

In 2020, EURORDIS commissioned an external
strategic review by Philanthropy Advisors for the
purpose of developing its strategy from 2021-
2030. The strategic review involved gathering
opinions from EURORDIS members and stake-
holders. It also incorporated the recommenda-
tions from the Rare 2030 foresight study, and
feedback collected via surveys completed by
people living with rare diseases and patient or-
ganisations across Europe

The resulting findings and proposed Strategy for
2021-2030 was presented and discussed at the
2021 General Assembly.

Throughout 2022, the EURORDIS Board of Direc-
tors and the CLT continued the strategic review,
leading to the revised Strategy for 2021-2030
that was adopted by the BoD in November 2022
and presented in this report.

Partnerships with international organisa-
tions (MoUs)

EURORDIS has developed partnerships with sev-
eral European and international not-for-profit
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organisations to work on transversal issues rel- EURORDIS also has partnerships with a number
evant for patients affected by rare diseases. of learned societies, that are listed under the

. “External representation” webpage and detailed
Staff and EURORDIS volunteers engage in a i, our Work Programme 2023.

range of different activities depending on the
level and type of involvement with international ———————

NGO partners. The partners are: HUMAN RESOURCES (STAFF AND VOLUNTEERS)

NORD - National Organization for Rare Disorders (USA) [ V]={e]: 0] XS E i

In July 2022, the EURORDIS Board of Directors
%u o took the decision to create the position of Hu-
~  NORD man Resources Director to lead EURORDIS Hu-
~ L\ _ - .
f. N National Organization for Rare isorders man Resources. The hiring was launched in Sep-
tember 2022 and completed in February 2023.

The number of FTE was 48.7 in 2022, compared
CORD - Canadian Organization for Rare Disorders to 48.0 in 2021.

As at the end of the year, the team was com-

CQDD Canadian Organization posed of 55 staff members across seven coun-
for Rare Disorders tries.

The main office is in France (33), followed by
Spain (nine), Belgium (six), the United Kingdom

three), taly (1w, Germany (one) and Romaria

(one).

Six new positions were created in 2022 (in order
! ﬂ —n— of appearance):

u FH o Patient Data Director, Jelena Malinina,

Brussels
RVA - Rare Voices Australia e Senior Project Manager: EURORDIS
Ukraine Response, Anastasiia Saliuk, Paris
)l- 3‘ o Drug Repurposing Project Senior Manager,
_}9« Claudia Fuchs, Bolzano
¥

e Social Policy & Initiatives Director, Raquel
rare voices Castro, Barcelona

A U 5 T R A L | A

o Patient Engagement & Training Manager,
Judit Baijet, Barcelona

RADOIR - Rare Diseases Foundation of Iran » Office Assistant, Aminata Doumbia, Paris
Four positions were stopped:

e Public Health Policy Director, Anna Kole,

. Paris
W bl e Julien Delaye, Public Health Policy Junior
Foundation of Iran Manager, Brussels

e Sandra Pavlovic, Rare Connect Manager,
RDI - Rare Diseases International Belgrade

e Flaminia Macchia, Rare Diseases Interna-

. RARE tional Executive Director, Brussels
. DISEASES .
@ . INTERNATIONAL In May 2022, an All-Staff Team Seminar was or-

ganised in Lisbon over three days and gathered
more than 55 staff members from our different


https://www.eurordis.org/external-representation/

offices to enhance team cooperation and effi-
ciency.

EURORDIS Volunteers

As stated in its mission, EURORDIS is the voice of
rare disease patients at the EU level and is rep-
resented in EU institutions and in European and
international conferences.

All the organisation’s volunteers are governed by
the EURORDIS Charter of Volunteers, adopted
by the EURORDIS General Assembly on 8 May
2014 in Berlin. This Charter sets outs the values
of EURORDIS, the volunteers’ commitments, and
EURORDIS’ commitments to its volunteers. Each
group of volunteers is coordinated by at least
one EURORDIS staff member.

Volunteer RareConnect moderators:

RareConnect, created within EURORDIS, re-
sponds to rare disease patients’ need for infor-
mation and connection by creating international
online communities and discussion groups for
specific diseases.

There are 380 volunteer RareConnect modera-
tors, concerned or affected by a specific rare
disease, moderating online communities of pa-
tients, parents and carers across countries for
their disease or group of diseases, with respect
to people’s privacy in compliance with the EU
rules on data protection.

Volunteer patient advocates:

They are considered as experts. Since the cre-
ation of EURORDIS, they have greatly contrib-
uted to shaping EU rare disease policies. Most
of them are either patients or parents of patients
living with rare diseases.

They are selected via a Call for Expression of
Interest and rigorous selection criteria to join a
specific group of volunteers, and/or be a can-
didate to an EU high level committee. The vol-
unteers must: a) be committed to the cause of
rare diseases; b) master English; and c) have a
long-standing advocacy track record in the field
of rare diseases.

As a result, our strict rules have enabled us to
always propose good candidates to EMA and Eu-
ropean Commission committees, and to be nomi-
nated by the European Commission.

Most of the EURORDIS volunteer patient advo-
cates belong to different internal working groups
and Task Forces. Some of them can belong to
two task forces, and sometimes (though rarely)
three.

In 2022, there were 75 EURORDIS volunteer pa-
tient advocates who belonged to different groups
or task forces. One volunteer can belong to two
or more groups or task forces.

o EPAC: European Public Affairs Commit-
tee. This internal committee plays an ac-
tive and key role in EURORDIS' advocacy
activities. The EPAC members discuss all
relevant advocacy issues for people liv-
ing with rare diseases and their families.
They can also provide their comments on
EURORDIS’ positions on some specific is-
sues. The EPAC is governed by Rules of
Procedure. As of end 2021, it was com-
posed of 43 full members: 20 volunteers
as well as staff members (CEO, Directors
and managers) involved in advocacy. The
EPAC members have a mandate to repre-
sent EURORDIS.

o TAG: Therapeutic Action Group. The TAG
includes 5 volunteers who represent pa-
tients on the European Medicines Agency’s
scientific committees. These committees
hold meetings every month over two to three
days. The expertise required and involve-
ment in terms of time are both significant.

o DITA (Drug Information, Transparency
and Access) Task Force. In 2022, 23
volunteers contributed to the DITA Task
Force’'s work (including members from
mandate 2019-2022 and from mandate
2022-2025), as the Task Force was re-
newed in 2022. Selected volunteers are
trained (via the EURORDIS Open Acade-
my) and active on issues concerning ther-
apeutic development of medicines for rare
diseases as well as access. The Task Force
supports and/or advises the EURORDIS
representatives who participate in EMA
Scientific Committees and Working Par-
ties, or in the European Network of Health
Technology Assessment (EUnetHTA) and
the HTA Network (DG SANTE).

e HTA (Health Technology Assessment)
Task Force. The HTA Task Force is com-
posed of 8 volunteers and coordinated by
two staff members, who also manage the
DITA Task Force in order to ensure a good
synergy between the two groups. The HTA
Task Force advises EURORDIS on all aspects
regarding HTA policies and procedures. Its
role is to inform EURORDIS on how health
technologies are assessed at the national
level and how patients are involved in these
assessments, and to share views on the fu-
ture European Cooperation on HTA.
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DAG: Digital and Data Advisory Group.
The DAG included 11 volunteers in 2022.
The DAG advises EURORDIS on all aspects
regarding digital policies and procedures.

SPAG: Social Policy Action Group. The
SPAG is composed of 8 volunteers who
provide EURORDIS with their expertise to
support EURORDIS’ work in advocating for
holistic and integrated care for people liv-
ing with rare diseases and their families.

ePAGs - EURORDIS volunteers. In the
framework of the establishment of Europe-
an Reference Networks (ERNs) for rare and
complex diseases, EURORDIS launched in
parallel the establishment of European Pa-
tient Advocacy Groups. European Patient
Advocacy Groups’ advocates, also called
“ePAGs”, have an official permanent mandate
to ensure true and equitable representation
of the patient voice by participating in the
Board and sub-clinical committees of their
respective ERN. EURORDIS has established
a Steering Committee of ePAGs, composed
of two ePAGs for each of the 24 ERNs. In
2022, 20 members of this ePAGs Steering
Committee have expressed their interest to
be or remain a EURORDIS volunteer. The eP-
AGs-EURORDIS volunteers are coordinated
by four staff members. They are working to-
wards sharing experiences amongst ePAGs
across ERNs and diseases with the objective
of further strengthening patient advocates’
involvement and raising awareness of ERNs
amongst the wider rare disease community.

PRIVATE RESOURCE DEVELOPMENT

2022 saw continued growth in engagement and
revenue across resource development channels.

Our first of two annual EURORDIS Round
Table of Companies Workshops was held
online in April, following the successful vir-
tual model developed for this event during
the pandemic. Held over two afternoons,
the meeting was attended by 165 partici-
pants, including 95 representatives from
46 companies.

In October, we were thrilled to return to anin-
person meeting in Barcelona. The meeting
was attended by 146 participants, including
77 representatives from 46 companies.

On top of these meetings, two webinars
were held for corporate members on the
topics of Rare Disease Day and the crisis
in Ukraine.

In total, 77 different health sector corpo-
rations supported EURORDIS in 2022, in-
cluding five new corporate donors.

Diversified fundraising continued to move
in a positive direction, with individual do-
nations growing by 20% over 2022.

Foundation support decreased by 12%
from 2021, notably due to a one-year gap
in funding from a significant non-profit
contributor. Nonetheless, we were suc-
cessful in realising contributions from mul-
tiple first-time non-profit partners, laying
the groundwork for continued engage-
ment and support in subsequent years.

Corporate, non-profit, and individual sup-
porters alike responded with urgency and
generosity to our Ukraine Emergency Re-
sponse programme. In total, over €439,000
was raised to launch this new area of work.

FINANCE & SUPPORT SERVICES

Finance and support services’ activities in 2022
included:

Accounting and monthly financial report-
ing in a timely manner including cash flow
and risk analysis detailed report.

Monthly meetings with managers to up-
date the budget and the year-end financial
forecast.

Management of human resources activi-
ties, such as recruitment.

Management of office support: IT infra-
structure, contact database, office sup-
plies.

Management of legal and fiscal matters.

49 EURORDIS procedures were created or
updated (accounting, HR, administrative
and IT procedures).

Contract Grants

Ongoing

Advocacy and core activities, AFM-Téléthon,
2019-2022

Renewed

Specific Grant Agreement (Operating Grant) for
year 2022 (SGA 2022), single beneficiary, DG
SANTE, 12 months



PROJECT REFERENCE NO AND TITLE, PERIOD ROLE AMOUNT
FUNDING PROGRAMME (START — END DATE) (EUR)
European Joint Programme on Rare Diseases 01/01/2019 Partner, EURORDIS:
Grant Agreement N° 825575 - EJP RD 31/12/2023 beneficiary 930,665 €
Horizon 2020
Project:
100,362,308.32 €
Solving the unsolved rare di -Solve RD 01/01/2018 Partner, EURORDIS:
Grant Agreement N° 779257 - Solve-RD 30/06/2023 beneficiary 375,000 €
Horizon 2020
Project:
15,361,621 €
“Next Generation Health Technology 01/01/2019 Partner, EURORDIS:
A nent to support patient-centred, 31/12/2023 beneficiary 625,097.50 €
societally oriented, real time decision making
on access and reimbursement for health Project:
technologies throughout Europe” - “HTx” 9,640,775 €
Grant Agreement N° 825162 - HTX
Horizon 2020
FrAmework for Clinical trlal participants’ 01/01/2022 Partner, EURORDIS:
daTA reutilization for a fully Transparent and 31/12/2025 beneficiary 140,250 €
Ethical ecosystem: FACILITATE
Grant Agreement N° 101034366 - FACILITATE Project:
MI2 3,260,000 €
“Shortening the path to rare disease diagnosis 01/10/2021 Partner, EURORDIS:
by using newborn genetic screening and 30/09/2026 beneficiary 808,000 €
digital technologies”: SCREEN4ACARE
Grant Agreement N° 101034427 - Project:
SCREEN4CARE 11,938,568.75 €
IMI2
European Rare Disease research coordination 01/03/2021 Partner, EURORDIS:
and support action: ERICA 28/02/2025 beneficiary 143,675.00 €
Call reference - N° SC1-HC0-20-2020 -
ERICA Project:
Horizon 2020 2,313,808.75 €
Conect4Children: C4C 01/05/2018 Partner, EURORDIS:
Grant Agreement N° 777389 - C4C 01/04/2024 beneficiary 578 750,00 €
IMI2
Project:
182,018,216.00 €
REMEDI4ALL 01/09/2022 Partner, EURORDIS:
Call reference — HORIZON-HLTH- 31/08/2027 beneficiary 1,351187.50 €

DISEASE-2021-04-02 - REMEDI4ALL
Horizon Europe

Project:
25,000,000.00 €
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https://www.ejprarediseases.org/
https://www.ejprarediseases.org/
https://www.ejprarediseases.org/
https://solve-rd.eu/
https://solve-rd.eu/
https://solve-rd.eu/
https://www.htx-h2020.eu/
https://www.htx-h2020.eu/
https://www.htx-h2020.eu/
https://www.htx-h2020.eu/
https://www.htx-h2020.eu/
https://www.htx-h2020.eu/
https://www.htx-h2020.eu/
https://www.facilitate-project.eu/
https://www.facilitate-project.eu/
https://www.facilitate-project.eu/
https://www.facilitate-project.eu/
https://screen4care.eu/
https://screen4care.eu/
https://screen4care.eu/
https://screen4care.eu/
https://screen4care.eu/
https://screen4care.eu/
https://erica-rd.eu/
https://erica-rd.eu/
https://erica-rd.eu/
https://erica-rd.eu/
https://erica-rd.eu/
https://conect4children.org/
https://conect4children.org/
https://conect4children.org/
https://remedi4all.org/
https://remedi4all.org/
https://remedi4all.org/
https://remedi4all.org/

EURORDIS REVENUE
AND EXPENSES 2022

Others @ @

~ Foundations

*  and NPOs

Patient

organisations

and volunteers TUTAI_

REVENUE 2022

6 467 k€

Health
Sector
Corporates

European
Commission

Others %
Services

. @ Logistics
@ Volunteers

TOTAL
EXPENSES 2022 |§%

6 483 k€

Staff costs




“My Faithful Companion”,
Pulmonary Arterial
Hypertension, Ukraine
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BOARD OF DIRECTORS
MAY 2022 — MAY 2023

PRESIDENT
MR TERKEL ANDERSEN MS AVRIL DALY 2
Danish Haemophilia Society Retina International
Denmark Ireland
DIRECTORS

MS ALBA ANCOCHEA 3

Spanish Federation of Rare
Diseases (FEDER)

Spain

MR ALAIN CORNET

Lupus Belgium
Belgium

Ay
MS DORICA DAN

Romanian Prader
Willi Association

Romania

MS GESKE WEHR

European Network for
Ichthyosis e.V

Germany

MS ANNA ARELLANESOVA

Rare Diseases Czech
Republic

Czechia

MR ALEXANDRE MEJAT
AFM - Téléthon

France

MS MARIA MONTEFUSCO

Rare Diseases
Sweden

Sweden

MS KIRSTEN JOHNSON

The Fragile X Society

UK

MS SIMONA BELLAGAMBI

UNIAMO - Rare Diseases
Italy

Italy

MS BIRTHE BYSKOV HOLM
Rare Diseases Denmark

Denmark

MS ELIZABETH VROOM

World Duchenne
Organisation

Netherlands

MS REBECCA TVEDT SKARBERG

Osteogenesis Imperfecta
Federation Europe (OIFE)

Norway

"Resigned as President in November 2022 for health reasons and remains in the Board of Directors
2 Acting President between June and November 2022, elected President as of November 2022
3Resigned in June 2022



BOARD OF OFFIGERS
MAY 2022 — NOVEMBER 2022

s

MR TERKEL ANDERSEN MS AVRIL DALY MS GESKE WEHR

PRESIDENT VICE-PRESIDENT GENERAL SECRETARY
Denmark Ireland Germany
_ [
| >
MR ALAIN CORNET MS DORICA DAN MS MARIA MONTEFUSCO
TREASURER OFFICER OFFICER
Belgium Romania Sweden

BOARD OF OFFIGERS
NOVEMBER 2022 — MAY 2023

: h
Y @

MS AVRIL DALY MS I][lRICA DAN MS MARIA MONTEFUSCO

PRESIDENT VICE-PRESIDENT VICE-PRESIDENT
Ireland Romania Sweden
MS GESKE WEHR MS SIMONA BELLAGAMBI MR ALAIN CORNET
GENERAL SECRETARY DEPUTY TREASURER
Germany GENERAL SECRETARY Belgium
Italy
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EURORDIS MEMBERS

DECEMBER 2022

k™

4

“Brave”
Cockayne Syndrome
Taken by Sarah

Matthews, Australia

ALBANIA
Shogata e Semundjeve te Rralla / Rare Disease Association Albania - Associate Member .

ALGERIA
Association Elamani pour venir en aide aux Malades souffrant de I'Anémie Héréditaire Associate Member .

ANDORRA
Full Member

AUSTRIA
Angelman Verein Osterreich



https://www.smith-magenis.at/
nttRy//w,

nttp://w, rope.
https://www.ctfeurope.org/

BENIN

https://npo.by/..........
http://www.phab,
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CHINA

FRANCE
ACO2 Gene Association https://aco2gene.wixsite.com/asso Associate Member




nttpy//w, o
http://www.fanconi.com

hitps://git
http://www.grandir.a

hitpy/w
http://www.albi

i/
http://www.assosed1plus.co

http Selle}
httpy//www.williams
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746-

Méntéies

GEORGIA
Georgian

GERMANY
/AHC-Deutschland e.V.

hi V.

BSHV fiir Kinder, Jugendlic

n| nge!
pfschmerzen-Selbsthilfe-Gru
r PFFD, FFU,

inv@ﬁchs:iﬁe_Me

de/w
bs.de




Full Member
Full Member

XP .~ Freu(n)de ! 1€
ZNM - Zusammen Stark! e. V.

rq.gr.
yasthenia.qr

Togeth
VHLFA Alliance in Greec

HONG KONG, SAR OF CHINA

Joshua Hellmann

Associate Member

Full Member

CELAND
AHCF
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IRAN (ISLAMIC REPUBLIC OF)

Rare Disease Foundation of Iran

ISRAEL

CdLS Israeli Foundation

Ange an
Aniridia Italiana AP:




et/ gl is org
ttps://www.facebook.com/groups/italia.
...glioblastoma.multiforme,

http://w, ngl4.org
https://scn2a-italia.it/

K0sovo
Rare Diseases Kosovo (Shogata e Semundje te Rralla Kosove) https://www.facebook.com/Shogata-e- Associate Member
S%C3%ABmundjeve-t%C3%AB-Rralla-

LEBANON
Lebanese Association for Neuromuscular Diseases

WORK PROGRAMME 2023



MOROCCO
Association Marocaine de la Fievre Méditerranéenne Familiale et des autres Fiévres Associate Member
Récurrentes

NEW ZEALAND

RareDisorders NZ ... NHRY//WWWNZOMAOMGNZ Assaciate Member. ...
NORTH MACEDONIA

Association for help and support of patients and their caregivers with Haematological http://www.hema.org.mk Associate Member

DISBASES. | . et e e e e e e e e e eaa e

https://www.facebook.com/STOP-SMA- Associate Member
Macedonia-%D0%A1%D0%A2%D0%9E%D0%9F -



R://W,
https://www.ffo.no

POLAND
Debra Polska

PORTUGAL
andLINFA|Associagao Nacional de Doentes Linfaticos / National Association of Sufferers

Lt/ W, pce m
https://www.facebook.com/associacao.

REPUBLIC OF MOLDOVA

Copiii Ploii https://www.facebook.com/AO-Copiii- Full Member
................................................................................................................... Ploii-686485228086936/............oiiiiiiiiiieiee e
ROMANIA

Asociatia Copiilor Cu Boli Mitocondriale/Association of Children with Mitochondrial https://cure-echs1.com/ Associate Member
Diseases

http://w,
https://glicogenoza.ro/

hitps//Www.apa
http://www.asociat

rgan
rganisa
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SLOVAKIA
Debra SR http://www.debra-slovakia.org Full Member

a, te Progre
erranea Familiar




hitp
hite:/www.fnp.es

htte://w
https://

SAMS - Asociacion para la lucha contra los Sindromes Arritmicos Relaciona
Muerte Subita

hitp://w
https://www.svensl

SWITZERLAND
AGO2 Association

nLtR://W, g
https://www.fondation-sanfil
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UNITED KINGDOM OF GREAT BRITAIN AND NORTHERN IRELAND
Acrodysostosis Support and Research

europe.org/ . .
m



es, DI
iance

hitp
R

httpsi//
http:

hitt:/w rg...
https://project8p.org/..

VENEZUELA, BOLIVARIAN REPUBLIC OF
Fundacion Fura
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PARTICIPATION OF EURORDIS’ REPRESENTATIVES
IN PUBLIC EUROPEAN / INTERNATIONAL

2022

ROUND TABLE “TOWARDS A EUROPEAN HEALTH SYSTEM”,
12 JANUARY

Francois Houyez represented EURORDIS

10TH INTERNATIONAL CONFERENCE ON RARE AND UNDIAGNOSED
DISEASES (UDND, 31 JANUARY

Gulcin Gumus: Patient Engagement Plus

0D EXPERT GROUP WORKSHOP - A PROCESS FOR UNMET NEEDS,
1 FEBRUARY

Maria Cavaller represented EURORDIS

VIRTUAL HIGH-LEVEL EUROPEAN CONFERENCE: CITIZENSHIP,
ETHICS AND HEALTH DATA, 2 FEBRUARY

Yann Le Cam contributed to the discussion

CONFERENCES & WORKSHOPS

BEACON (FINDACURE) INTERNATIONAL RARE DISEASE
SHOWCASE, 2 FEBRUARY

Edith Gross: Harnessing the power of
technology to drive diagnosis and rare disease
understanding

ASSISES DE GENETIQUE HUMAINE ET MEDICALE, 2 FEBRUARY

Virginie Bros-Facer: Patients, Famille,
Chercheurs, Médecins: Travailler ensemble
grace aux réseaux & projets Européens

A CRUCIAL TIME FOR THE EUROPEAN RARE CANCER POLICY
LANDSCAPE: EUROPE’S BEATING CANCER PLAN AND CANCER
MISSION, 8 FEBRUARY

Ariane Weinman: Europe’s Beating Cancer Plan
and its implementation roadmap: what will this
change for rare cancers?

ONE SUSTAINABLE HEALTH FORUM, BUILDING EUROPEAN HEALTH
UNION, 8 FEBRUARY

Yann Le Cam contributed to the discussion

INNOVATION IN RARE DISEASE: HOW CAN EUROPE BE A GLOBAL
LEADER? 15 FEBRUARY

Yann Le Cam contributed to the discussion

CARE 2022, CENTRES DE REFERENCE ET DE COMPETENCE
MALADIES RARES : UNE EXCELLENCE FRANGAISE A DEFENDRE,
15 FEBRUARY

Yann Le Cam contributed to the discussion




SCIENTIFIC SYMPOSIUM ON RARE DISEASES, 28 FEBRUARY

Yann Le Cam contributed to the discussion

HIGH-LEVEL CONFERENCE: CARE AND INNOVATION PATHWAYS
FOR A EUROPEAN RARE DISEASES POLICY, 28 FEBRUARY

Avril Daly and Yann Le Cam contributed to the
discussion

C4C (VIRTUAL) MULTI-STAKEHOLDER MEETING ON ATOPIC
DERMATITIS IN CHILDREN AND ADOLESCENTS, 1 MARCH

Maria Cavaller contributed to the discussion

2ND INTERNATIONAL RARE DISEASES CONFERENCE 2022,
1 MARCH

Yann Le Cam, Anna Kole, Simona Bellagambi,
and Elizabeth Vroom contributed to the
discussion

COOPERATION OF HTA AGENCIES IN EUROPE: FROM SHARING
EXPERIENCE TO CARRYING OUT JOINT ASSESSMENTS, 7 MARCH

Francois Houyez contributed to the discussion

CENTRE FOR INNOVATION IN REGULATORY SCIENCE VIRTUAL
WORKSHOP (CIRS), 10 MARCH

Francois Houyez: What is the value of RWE from
the patient perspective and how should this be
factored into decision making?

EXPLORING POTENTIAL FOR COLLABORATION BETWEEN
EUROPEAN REFERENCE NETWORKS AND THE PHARMACEUTICAL
INDUSTRY, 15 MARCH

Yann Le Cam contributed to the discussion

POLITICO LIVE “THE SHAKE-UP OF ORPHAN AND PEDIATRIC
RULES”, 17 MARCH

Virginie Hivert contributed to the discussion

DIA EUROPE 2022, 29-31 MARCH

Yann Le Cam: How to Ensure that the Patient
Voice is Systematically Incorporated Throughout
Drug Development, Associated Evidence
Generation and Decision-Making?

Francgois Houyez: Addressing the Medicine
Shortages: A Multistakeholder Overview

WEBINARS OF THE EUROPEAN COMMISSION'S HPP NETWORK
“SUPPORTING UKRAINE, NEIGHBOURING EU MEMBER STATES AND
MOLDOVA", 3 APRIL

Anastasiia Saliuk: co-chair of the Network;
a series of presentations on the needs of
Ukrainians living with a rare disease

RARE CONVERSATION, 6 APRIL

Francois Houyez: Game-changing opportunities
for the R&D community to address existing
challenges in rare diseases

CHALLENGES OF HEALTH DATA IN EUROPE — ARE WE PREPARING?
BUILDING TRUST - ENABLING SCIENCE, 6 APRIL

Edith Gross represented EURORDIS

CAC WEBINAR FOR PATIENTS, 28 APRIL

Maria Cavaller contributed to the discussion

UNDIAGNOSED DAY, 29 AVRIL

Gulcin Gumus: EURORDIS’ involvement in
Newborn Screening

ISPOR CONFERENCE, 18 MAY

Frangois Houyez: HTA in a Public Crisis:
Communication Challenges

EAPM EXPERT PANEL SECURING EUROPEAN CITIZENS  TRUST IN
THE EUROPEAN HEALTH DATA SPACE AS AN AID TO HEALTHCARE,
7JUNE

Edith Gross: Patient Engagement and Data
Sharing

3RD ANNUAL CONGRESS OF THE FRENCH ALLIANCE OF RARE
DISEASES, 10 JUNE

Francois Houyez: Gene therapy: what
opportunities for patients and their
organisations?

EUROPEAN SOCIETY FOR HUMAN GENETICS, 10-12 JUNE

Edith Gross and Gulcin Gumus represented
EURORDIS
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DIGITALEUROPE SUMMER SUMMIT, 20 JUNE
Yann Le Cam represented EURORDIS

EUROPEAN CONFERENCE ON HTA, EUROPEAN COMMISSION,
22 JUNE

Frangois Houyez: Patients and healthcare
professionals as external experts in HTA

2022 HTAI ANNUAL MEETING, 27 JUNE

Frangois Houyez contributed to the discussion

ESTRATEGIA FARMACEUTICA EUROPEA: NUEVOS HORIZONTES
PARA LOS MEDICAMENTOS HUERFANOS, 28 JUNE

Maria Cavaller contributed to the discussion

11TH EUROPEAN CONFERENCE ON RARE DISEASES & ORPHAN
PRODUCTS (ECRD), 29 JUNE

Anastasiia Saliuk, Michael Wilbur, Sandra
Courbier, Matt Bolz-Johnson, Edith Gross,
Jelena Malinina, Francgois Houyez, Yann Le
Cam contributed to the discussion

EURORDIS Board Members Elizabeth Vroom,
Maria Montefusco, Dorica Dan also actively
participated in the debates

11TH EUROPEAN CONFERENCE ON RARE DISEASES & ORPHAN
PRODUCTS (ECRD), 30 JUNE

Jelena Malinina: Building a seamless health
data ecosystem: patient perspective

WORLD ORPHAN DRUG CONGRESS, BOSTON, 11-14 JULY

Edith Gross: Public-Private-Patient
Partnerships, Virginie Hivert represented
EURORDIS

THE TECHNICAL MEETING “EARLY DIAGNOSIS OF PATIENTS WITH
RARE DISORDERS IN THE EU: CRUCIAL ROLE OF THE NEWBORN
SCREENING”, 23 JULY

Gulcin Gumus: Newborn Screening (NBS): a
Gateway to Early Diagnosis

HARMONISING NBS APPROACHES IN THE EU, 4 AUGUST

Gulcin Gumus contributed to the discussion

SSIEM ANNUAL SYMPOSIUM 2022, 31 AUGUST

Gulcin Gumus: A Snapshot of RD Patient
Organizations’ Involvement in Research & Rare
Disease Policies

Edith Gross: Plenary panel on ethical and social
issues in newborn screening

Edith Gross: (talk) Patient Engagement and
Partnership in IMI project Screen4Care

DIA DIRECT WEBINAR: PROTOCOLS, RESEARCH PARTICIPANTS,
AND SAFETY IN THE CONTEXT OF WAR, 31 AUGUST

Anastasiia Saliuk: Working together to support
Ukrainians living with a rare disease’

14TH CROATIAN COCHRANE SYMPOSIUM, 1 SEPTEMBER

Francois Houyez: Appropriate patient
involvement in HTA

EJP RD - EUROPEAN JOINT PROGRAMME ON RARE DISEASES
GENERAL ASSEMBLY AND CONSORTIUM MEETING,
13-15 SEPTEMBER

Roseline Favresse contributed to the discussion

STUDY VISITS: LIGHT IN THE DARK - CIVIL SOCIETY STANDS WITH
UKRAINE (ORGANIZED BY SOCIAL PLATFORM), 22 SEPTEMBER

Anastasiia Saliuk: Presentation on the
EURORDIS’ project in Poland “Razem z Ukraing”

BIOTECH ATELIER 2022, “ALL FOR ONE, ONE FOR ALL: PATIENT
ADVOCACY IN DIFFERENT DISEASE AREAS™, 29 SEPTEMBER

Edith Gross: Patient Engagement in Research
Partnerships

DUKE-NUS CENTRE OF REGULATORY EXCELLENCE (CORE)
SCIENTIFIC CONFERENCE ON PATIENT ENGAGEMENT, 5 OCTOBER

Frangois Houyez: Patient involvement in the
R&D, regulation and safe use of medicines

DIA PHARMACOVIGILANCE STRATEGIES WORKSHOP
12-13 OCTOBER

Virginie Hivert: The role of a patient
representative in PRAC



EUROPE BIOBANK WEEK 2022, 13-14 OCTOBER

Roseline Favresse: Paediatric Biobanking and
Minor Engagement

2022 WORLD HEALTH SUMMIT, 17 OCTOBER
Yann Le Cam represented EURORDIS

OPERATIONALISE EARLY ACCESS PROGRAMMES EUROPE SUMMIT,
18-19 OCTOBER

Francois Houyez: Planning a Compassionate
use programme and/or an early Access
programme ahead

DIA CLINICAL TRIALS AND DATA SCIENCE CONFERENCE,
20 0CTOBER

Frangois Houyez contributed to the discussion

WHAT SHOULD THE NEW REGULATION ON ORPHAN AND
PAEDIATRIC MEDICINES LOOK LIKE, 21 OCTOBER

Yann Le Cam represented EURORDIS

REGIONAL CONFERENCE ON RARE DISEASES, SERBIA, 25 0CTOBER

Francois Houyez: Clinical trials for rare
diseases, from the perspective of EURORDIS

CZECH PRESIDENCY EXPERT CONFERENCE ON RARE DISEASES
“TOWARDS A NEW EUROPEAN POLICY FRAMEWORK: BUILDING
THE FUTURE TOGETHER FOR RARE DISEASES”, 25-26 OCTOBER

Virginie Hivert and Yann Le Cam contributed to
the discussion

POLITICO'S HEALTHCARE SUMMIT, 27-28 OCTOBER

Jelena Malinina: Digital Health - examining
Europe’s next steps in unleashing a health data
economy

Yann Le Cam contributed to the discussion

TOGETHER FOR RARE DISEASES (TOGETHER4RD) POLICY ASKS
LAUNCH, 10 NOVEMBER

Yann Le Cam represented EURORDIS

WORLD ORPHAN DRUG CONGRESS EUROPE, 14-17 NOVEMBER

Gulcin Gumus, Yann Le Cam, Maria Cavaller
represented EURORDIS

COLLOQUE SCIENTIFIQUE : 10 ANS DE CONTRIBUTION DE LANR AU
DOMAINE DES MALADIES RARES, 24 NOVEMBER

Roseline Favresse contributed to the discussion

EUROPEAN HEALTH POLICY SUMMIT, REIMAGINING HEALTH
SYSTEMS: GREEN, AGILE, AND CITIZEN-CENTRED, 29 NOVEMBER

Yann Le Cam contributed to the discussion

DIA/EUCOPE INNQVATIVE THERAPIES IN EUROPE WORKSHOP,
30 NOVEMBER

Francgois Houyez: More than 10 Years of ATMPs
in Europe

CLINICAL RESEARCH NETWORKS FOR RARE DISEASES,
1-2 DECEMBER

Virginie Hivert contributed to the discussion

INTERNET GOVERNANCE FORUM 2022,
28 NOVEMBER-2 DECEMBER

Jelena Malinina: Reducing Disparate Outcomes
with Digital Health Tools

9TH EUROPEAN TAY-SACHS AND SANDHOFF FAMILY CONFERENCE,
1 DECEMBER

Maria Cavaller: Patient Engagement in
regulatory activities; Maria also contributed to
the panel discussion

CENTRES OF EXCELLENCE SYMPOSIUM “IMPACT OF RARE
DISEASE PATIENT ORGANISATIONS IN DRIVING RESEARCH",
22 DECEMBER

Gulcin Gumus contributed to the discussion
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JOURNAL PUBLICATIONS

2022

We count the years in children
recovered, Leukemia, Italy

MONITORING AND EVALUATION OF PATIENT ENGAGEMENT IN
HEALTH PRODUCT RESEARCH AND DEVELOPMENT: CO-CREATING
A FRAMEWORK FOR COMMUNITY ADVISORY BOARDS

REPURPOSING OF MEDICINES IN THE EU: LAUNCH OF A PILOT JANUARY 2022

FRAMEWORK, JANUARY 2022 Contributing authors: Rob Camp, Francois

I . . Houyez
Contributing author: Francois Houyez

THE ADDED VALUE OF PATIENT ENGAGEMENT IN EARLY DIALOGUE JT;II‘IIEU‘TRSYC ggg; VROPEAN REFERENCE NETORK: AN OVERVIEW
AT EMA: SCIENTIFIC ADVICE AS A CASE STUDY, JANUARY 2022

o . . Contributing author: Marine Hurard (in her
Contributing author: Maria Mavris capacity as part of the AP-HP / VASCERN team)


https://doi.org/10.3389/fmed.2021.817663
https://doi.org/10.3389/fmed.2021.817663
The Added Value of Patient Engagement in Early Dialogue at EMA: Scientific Advice as a Case Study, J
The Added Value of Patient Engagement in Early Dialogue at EMA: Scientific Advice as a Case Study, J
https://institutionalrepository.aah.org/jpcrr/vol9/iss1/6/
https://institutionalrepository.aah.org/jpcrr/vol9/iss1/6/
https://institutionalrepository.aah.org/jpcrr/vol9/iss1/6/
https://institutionalrepository.aah.org/jpcrr/vol9/iss1/6/
https://doi.org/10.1016/j.ejmg.2022.104420
https://doi.org/10.1016/j.ejmg.2022.104420

ENHANCING THE VALUE OF CLINICAL NETWORKS FOR RARE
DISEASES, APRIL 2022

Contributing author: Matthew Bolz-Johnson

DESIGNING RARE DISEASE CARE PATHWAYS IN THE REPUBLIC OF
IRELAND: A CO-OPERATIVE MODEL, APRIL 2022

Contributing author: Matthew Bolz-Johnson

THE IMPORTANCE OF PSYCHOLOGICAL SUPPORT FOR PARENTS
AND CAREGIVERS OF CHILDREN WITH A RARE DISEASE AT
DIAGNOSIS

Contributing author: Matthew Bolz-Johnson

VALUING THE “BURDEN" AND IMPACT OF RARE DISEASES: A
SCOPING REVIEW. JUNE 2022

Contributing authors: Julien Delaye, Anna Kole

TOWARDS ACHIEVING EQUITY AND INNOVATION IN NEWBORN
SCREENING ACROSS EUROPE, INTERNATIONAL JOURNAL OF
NEONATAL SCREENING, MAY 2022

Contributing authors: Yann Le Cam, Guicin
Gumus, Valentina Bottarelli

REAL-WORLD EVIDENCE (RWE): A CHALLENGE FOR REGULATORY
AGENCIES DISCUSSION OF THE RWE CONFERENCE WITH THE
NETWORK OF THE EUROPEAN MEDICINE AGENCIES, PATIENTS,
AND EXPERTS, JULY 2022

Contributing author: Virginie Hivert

CONTRIBUTION OF PATIENT REGISTRIES TO REGULATORY DECISION

MAKING ON RARE DISEASES MEDICINAL PRODUCTS IN EUROPE,
AUGUST 2022

Editor: Virginie Hivert

PAEDIATRIC INFLAMMATORY BOWEL DISEASE: A MULTI-
STAKEHOLDER PERSPECTIVE TO IMPROVE DEVELOPMENT OF
DRUGS FOR CHILDREN AND ADOLESCENTS, JOURNAL OF CROHN'S
AND COLITIS, SEPTEMBER 2022

Contributing author: Maria Cavaller-Bellaubi

IDENTIFYING OBSTACLES HINDERING THE CONDUCT OF
ACADEMIC-SPONSORED TRIALS FOR DRUG REPURPOSING ON
RARE-DISEASES: AN ANALYSIS OF SIX USE CASES, SEPTEMBER
2022

Contributing author: Virginie Hivert

EDITORIAL: THE USE OF REAL WORLD DATA FOR REGULATORY
PURPOSES IN THE RARE DISEASES SETTING, NOVEMBER 2022

Contributing author: Virginie Hivert

PATIENT JOURNEY EXPERIENCES MAY CONTRIBUTE T0 IMPROVE
HEALTHCARE FOR PATIENTS WITH RARE ENDOCRINE DISEASES
DECEMBER 2022

Contributing authors: Matthew Bolz-Johnson,
Lenja Katharina Wiehe

RARE DISEASE EDUCATION IN EUROPE AND BEYOND: TIME T0 ACT,
DECEMBER 2022

Contributing author: Sharon Ashton
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https://doi.org/10.20517/rdodj.2022.01
https://doi.org/10.20517/rdodj.2022.01
https://doi.org/10.1186/s13023-022-02309-6
https://doi.org/10.1186/s13023-022-02309-6
http://dx.doi.org/10.20517/rdodj.2022.04
http://dx.doi.org/10.20517/rdodj.2022.04
http://dx.doi.org/10.20517/rdodj.2022.04
https://www.frontiersin.org/articles/10.3389/fphar.2022.914338/full
https://www.frontiersin.org/articles/10.3389/fphar.2022.914338/full
https://doi.org/10.3390/ijns8020031
https://doi.org/10.3390/ijns8020031
https://doi.org/10.3390/ijns8020031
https://doi.org/10.3389/fphar.2022.969091
https://doi.org/10.3389/fphar.2022.969091
https://doi.org/10.3389/fphar.2022.969091
https://doi.org/10.3389/fphar.2022.969091
https://www.frontiersin.org/articles/10.3389/fphar.2022.924648/full
https://www.frontiersin.org/articles/10.3389/fphar.2022.924648/full
https://www.frontiersin.org/articles/10.3389/fphar.2022.924648/full
https://doi.org/10.1093/ecco-jcc/jjac135
https://doi.org/10.1093/ecco-jcc/jjac135
https://doi.org/10.1093/ecco-jcc/jjac135
https://doi.org/10.1093/ecco-jcc/jjac135
https://doi.org/10.1186/s13063-022-06713-y
https://doi.org/10.1186/s13063-022-06713-y
https://doi.org/10.1186/s13063-022-06713-y
https://doi.org/10.1186/s13063-022-06713-y
https://doi.org/10.3389/fphar.2022.1089033
https://doi.org/10.3389/fphar.2022.1089033
http://dx.doi.org/10.1530/EC-22-0385
http://dx.doi.org/10.1530/EC-22-0385
http://dx.doi.org/10.1530/EC-22-0385
https://ojrd.biomedcentral.com/articles/10.1186/s13023-022-02527-y
https://ojrd.biomedcentral.com/articles/10.1186/s13023-022-02527-y
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“CRINZ2Bunderthe Sea”
GRIN2B
JakenbysSandra Silva, Spain

EURORDIS WOULD LIKE TO THANK THE FOLLOWING ORGANISATIONS AND COMPANIES FOR THEIR FINANCIAL SUPPORT IN 2022:

PATIENT ORGANISATIONS AND PUBLIC ENTITIES

AFM - TELETHON The “Association Francaise contre les Myopathies”, N
for the annual core activities grant and the office AFMTELETHON
space they make available to the organisation free CURETHROUGH INNOVATION 8 §
of charge.

EUROPEAN COMMISSION e The Operating Grant for year 2022

Co-funded by the
Health Programme
of the European
Union

DG Health and Food Safety

EUROPEAN COMMISSION e The European Joint Programme on Rare
DG Research and Innovation Diseases (EJP RD)
o ERICA: European Rare Disease Research
Coordination and Support Action consortium
o The Next Generation Health Technology

Co-funded by the
Horizon 2020
Framework
Programme of the

Assessment (HTx) European Union

» Solve-RD - Solving the Unsolved Rare Diseases

« More-EUROPA — More Effectively Using /‘ \ | innovative
Registries to suppOrt PAtient-centered l ) medmmes
Regulatory and HTA decision-making N\ ./ Initiative

e Remedi4All

* The Innovative Medicines Initiative Joint
Undertaking (IMI JU) projects:
e conect4children (c4c)
o ScreendCare
o FACILITATE - FrAmework for ClinicaL trlal
participants’ daTA reutilization for a fully
Transparent and Ethical ecosystem




HEALTH SECTOR CORPORATES

EURORDIS appreciates the contributions received from health sector companies. Ensuring a sus-
tained variety of funding is key to minimise potential conflicts of interest. EURORDIS had 77 differ-
ent corporate donors in 2022. These companies have supported EURORDIS through the EURORDIS
Round Table of Companies, the European Conference on Rare Diseases and Orphan Products, the
EURORDIS Black Pearl Awards, as well as International Initiatives such as Rare Disease Day, Rare Ba-
rometer, Rare Diseases International, EURORDIS Open Academy, and multi-lingual communications,
as well as through contributions supporting project development, the EURORDIS Ukraine Response
programme and unsolicited donations. The breakdown of each company’s contributions by project
is detailed on the EURORDIS website on the “Corporate revenue” tab of the “Our Funding” section.
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OTHER PHARMACEUTICAL & BIOTECHNOLOGY COMPANIES & HEALTH SECTOR CORPORATES MAKING DONATIONS TO EURORDIS
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FOUNDATIONS AND NON-FOR-PROFIT CONTRIBUTORS

Bertarelli Fondation

Agrenska

@ MM fondation
) I ) bertarelli
AGRENSKA

i Boston Scientific Foundation Europe

Be your Possible

Boston
Scientific
Foundation Europe

@ BE YOUR POSSIBLE

Everylife Fondation

Chan Zuckerberg Initiative

Chan v
Zuckerberg EVERYLIFE
Initiative @ PO A

Global Genes

Fondation Ipsen, under the aegis
of Fondation de France

’

o IPSEy, N
7 \ Global

gV'

£ .
0 Genes
\ Allies in Rare Disease

The Marigold Fondation

International Federation of Pharmaceutical
Manufacturers & Associations
THE MARIGOLD FOUNDATION

BOV IN THE COMMUNITY

Singapore Red Cross Special Mention
We also would like to sincerely thank all the

generous individuals, organisations and
companies from across many countries who
made a gift to EURORDIS in 2022.
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AGCRONYMS AND DEFINITION

EURORDIS INTERNAL AND TASKFORCES

BoD Board of Directors (of EURORDIS)

BoO Board of Officers (of EURORDIS)

NA National Alliance (of Rare Disease Patient Associations)

CEF Council of European Federations of Rare Diseases

CNA Council of National Alliances (of Rare Disease Patient Associations)

DITA Drug, Information, Transparency & Access (Task Force of EURORDIS)

EPAC European Public Affairs Committee (includes current and some former Board members, and
EURORDIS managers involved in advocacy)

SPAG Social Policy Action Group (Task Force of EURORDIS)

TAG Therapeutic Action Group (of EURORDIS) - Brings together EURORDIS' representatives

(mainly volunteers) in EMA scientific committees

EURORDIS PROJECTS/INITIATIVES OR IN WHICH EURORDIS IS INVOLVED

ERTC EURORDIS Round Table of Companies (with pharma & biotech developing Orphan Medicinal
Products)

OA EURORDIS Open Academy

ePAG European Patient Advocacy Group

ECRD European Conference on Rare Diseases and Orphan Products

NGO Committee for Rare The NGO Committee for Rare Diseases engages at the UN level to elevate rare diseases to a

Diseases priority within global public health.

RDD Rare Disease Day

RDI Rare Diseases International

EMM EURORDIS Membership Meeting

AGA Annual General Assembly

BPA Black Pearl Awards

RDW Rare Disease Week

RareConnect A safe, easy to use platform where rare disease patients, families and patient organizations

can develop online communities and conversations across continents and languages.

Rare Barometer Rare Barometer is a community of people living with a rare disease who are willing to
participate in EURORDIS-Rare Diseases Europe surveys and studies.

Rare 2030 Rare 2030 was a foresight study that gathered the input of a large group of patients,
practitioners and key opinion leaders to propose policy recommendations that would lead us
to improved policy and a better future for people living with a rare disease in Europe.

Network of ten partners — public bodies, ministries and research management organisations
— from eight countries, responsible for the development and management of national/
regional research programs on rare diseases




Support effective HTA collaboration in Europe that brings added value at the European,
national and regional levels

European Network of DNA, cell and tissue banks for rare diseases — EU project 2003 - 2006
for which EURORDIS was administrative coordinator. It is now the biobank network of RD-
Connect

Innovative Medicines Initiatives Joint Undertaking “Fostering Patient Awareness on
Pharmaceutical Innovation”

"Joint Action on Rare Diseases of the EU Committee of Experts on Rare Diseases: Funded by
EC and by Member States, divided in work packages corresponding to specific activities, e.g.
continuity of Europlan (Work Package 4); developing guidelines for social services dedicated
to RDs (Work Package 6)"

The project is focused on GDPR compliance in the context of clinical trials, and will look to
find a way referencing previously completed trials to facilitate data sharing in a way that
respects the needs and wishes of patients and adds value to all stakeholders.

The Global Commission To End The Diagnostic Odyssey For Children With A Rare Disease
is a group of multidisciplinary experts with the goal of achieving timely diagnosis for all rare
diseases, especially those affecting children.

GCOF Genetic Clinics of the Future: To map the opportunities and challenges that surround the
clinical implementation of next generation sequencing technologies, Horizon 2020, 2015-
2017

HTx Project HTx is a project funded by the European Union which aims to take this to the next level.

InnovCare Innovative Patient-Centred Approach for Social Care Provision to Complex Conditions, DG
Employment and Social Innovation (EaSl), 2015-2018

IMI Innovative Medicines Initiative

IRDIRC International Rare Disease Research Consortium

PARADIGM PARADIGM's mission is to provide a unique framework that enables structured, effective,
meaningful, ethical, innovative, and sustainable patient engagement (PE).

SCOPE The Strengthening Collaboration for Operating Pharmacovigilance in Europe (SCOPE) Joint
Action

SCREEN4CARE Its goal is to shorten the time to diagnosis and treatment for patients with a rare disease
using a dual strategy based on NBS and Al tools.

SOLVE-RD "Solve-RD - solving the unsolved rare diseases" is a research project funded by the
European Commission for five years (2018-2022)

TREAT-NMD Translational Research in Europe — Assessment and Treatment of Neuromuscular diseases

Web-RADR Development of tools for patients and healthcare professionals to report suspected adverse
drug reactions to national EU regulators, Innovative Medicines Initiative (IMl), 2014-2017

RD-Action Joint Action to expand and consolidate the achievements of the former EUCERD JA, DG
Sanco, 2015-2018

EJP RD European Joint Programme for Rare Diseases

EURORDIS & EUROPEAN REGULATORY NETWORK
CAT Committee for Advanced Therapies
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EUROPEAN COMMISSION

EP European Parliament

EC European Commission

MEP Member of European Parliament

HaDEA European Health and Digital Executive Agency

DG GROW Directorate General for Internal Market, Industry, Entrepreneurship and SMEs

DG SANTE Directorate General for Health and Food Safety

DGRTD Directorate General for Research and Innovation

JRC Joint Research Centre of the European Commission (based in Ispra, Italy)

CEGCC Commission Expert Group on Cancer Control

CEGRD Commission Experts Group on Rare Diseases — 8 patients' representatives included 2

representatives of EURORDIS and 2 Observers

NON GOVERNMENTAL PARTNERS

AFM-Téléthon French Muscular Dystrophy Association

DIA Drug Information Association

CORD Canadian Organization for Rare Disorders / Chinese Organization for Rare Disorders
EFPIA European Federation of Pharmaceutical Industries and Associations

EPF European Patients' Forum




San Pau Fundacid de Gestio Sanitaria de I'Hospital de la Santa Creu i Sant Pau (Health Management

Foundation of the Hospital de la Santa Creu & Sant Pau)
MISCELLANEQUS

PLWRD Persons living with a rare disease

CoE/CE Centre of Expertise / Excellence

ERN European Reference Network

EU MS Member State (of the European Union)

EUNRDHL EU Network for Rare Diseases Helplines

NP (RD) National Plan / Programme (for Rare Diseases)

HTA Health Technology Assessment

MAPPS Medicine Adaptive Pathways to Patients

MEP Member of the European Parliament

MoCA Mechanism of Coordinated Access to orphan medicinal products

PACE-ERN Partnership for Assessment of Clinical Excellence in European Reference Network (PACE-
ERN) Consortium

PE Patient Engagement

PLWRD Persons Living with a Rare Disease

TRP Therapeutic Recreation Programme

CAVOD Clinical Added Value of Orphan Drugs

OMP Orphan Medical Product

Orphan drug "Orphan drugs" are medicinal products intended for diagnosis, prevention or treatment of
life-threatening or very serious diseases or disorders that are rare.

MA Marketing Authorisation (for a medical product)

Pharmacovigilance

EudraVigilance is a system designed for collecting reports of suspected side effects
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CoNGO Conference of Non-Governmental Organizations in Consultative Relationship with the United
Nations

#Resolution4Rare #Resolution4Rare is a campaign to support the call for a UN Resolution on Addressing the
Challenges of Persons Living with a Rare Disease (PLWRD) and their Families.







()

EURORDIS -RARE DISEASES EUROPE

Plateforme Maladies Rares
96 rue Didot

75014 Paris
France

®

EURORDIS BRUSSELS OFFICE

Fondation Universitaire
Rue d’Egmont 11

1000 Brussels
Belgium

EURORDIS has received funding under an
operating grant from the European Union’s
Health Programme (2021-2027) for this
publication. Views and opinions expressed on
this website are however those of the author(s)
only and do not necessarily reflect those of the
European Union or HaDEA. Neither the European
Union nor the granting authority can be held

responsible for them.

Funded by

the European Union

\

EURORDIS

"‘E DISEASES EUROPE

©

EURORDIS BARCELONA OFFICE

Recite Modernista Sant Pau
Pabellén de Santa Apolonia
Calle Sant Antoni Me Claret 167
08025 Barcelona

Spain

ELE

[=]

EURORDIS.ORG




	ACTIVITY REPORT 2022
	TABLE OF CONTENTS
	EURORDIS IN BRIEF
	FOREWORD
	HIGHLIGHTS
	STRATEGY & IMPACT 2021-2030
	1. ADVOCATE
	2. EMPOWER
	3. PARTNER
	4. CROSS-CUTTING PRIORITIES
	REVENUE AND EXPENSES 2022
	BOARD OF DIRECTORS
	BOARD OF OFFICERS
	EURORDIS MEMBERS
	CONFERENCES & WORKSHOPS 2022
	JOURNAL PUBLICATIONS 2022
	ACKNOWLEDGEMENTS
	ACRONYMS AND DEFINITION

