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We, the Rare 2030 young citizens, represent the next generation of patients, advocates and
leaders in the rare disease community, safeguarding our future.

Our strength comes from our diversity: the different countries that we come from and from
the experences we draw upog as patients, students, young parents and young doctors.
Whilst we come from diverse backgrounds and hold different, complimentary experiences,
we share the same ambitions and hope, and are united in our vision of our future.

Many people living with a rare disease advocate, not
for themselves, but for the generation yet to come,
who will also suffer from the devastating impact living
with a rare diseaseNe call on the leaders of today,

to listen to the voices of the leaders otomorrow, so

we inherit the solution and not the problem.

We believe the European Reference Netwoaks the

solution that will, when fully realised, provide a better

future for the next generation: alleviating the suffering R G re 2 0 0
from rare diseases and offely our community a

future, when many of our generation have already lost Foresight in Rare Disease Policy
the fight to their rare disease. We choose life, we

choose to live.

We call today on policy makers, at national and European level, to commit to take
forward the vision presented inthis paper for us, and with us, to ensure it becomes a
reality.

As the leaders of today you can make a meaningful difference, to drive change for our
generation, and the generations of rare disease patients, carers, doctors and policy makers
to come.

Eumpean Reference Networks offer a once in a lifetime opportunigt. us not let this
opportunity slip from our fingers! The ERNs have grown as we have grown to become
networks that truly deliver for people living with rare diseases and complex condities.
cannot lose pace nowo

The Rare 2030 Young Citizens
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Our vision is for a matope8rReferendetwork (ERN)
system that leaves no person living with a rare diseas
uncertainty regarding their diagnosis, care and treatm:

ERNs promise tcdO E A O A

Knowledge sharing at scale will only succeed in an inclusive ecosystem, where ERNs
coordinate with the national healthcare systems and are fully integrated with local
servicesWe expect to see real collaboration between the right expertssuppoted by
effective tools andve want the ERNSs to be the firststop, go-to place for trusted
information on all rare diseases
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moment. Patients from any country should get referred to the best European experts to
get proper diagnosis and treatment. The signature of care under an ERN, shouldebe car
based on the leading knowledge and experience of a multidisciplinary team, empowering
patients in their careERNs may contribute to improve our quality of life by providing

good standards of care and guidelines, butealth authorities, hospital managersand
clinicians must ensure that these are implemented at local levelnd that people living

with a rare disease can access the right care.

%2. O POI i EOA

Our hope is thaERNs will allow rare disease patients to secure a diagnosis withirl2
months from coming to medical attention. At the same timewe expect the ERNs to
accelerate the development and uptake of treatment options for rare diseases, as they
integrate Europearwide clinical research and care settings, supported by registries.
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Introduction

European Reference NetworKERNs)romise toShare, Care and Cuietackle the public health
challengeghat therare diseaseommunity face To deliver on this promisexpertsmustunify within
the Networks and ERNsmust be integrated within healthcaresystemsacross theEuropean Union.
As the Networks move to providgreatergeographicaland diseaseoverage, under the second call
for full membersand as theyevolveto conform anew European health infrastructure, community
action isneededat anational level to mature the environmenthat Networkswill needto connect
with. The ERNmodel should be an extension ofhational healthcare systemsallowing them to
provide an additioral dimensionof EU-wide networkedcarethat supplements he multidisciplinary
care provided at national level

Whilstthe ideaof crossborderhealthcarecooperation for complex and rare conditiorowered by

European Reference Networkmok a decade to germinatand find its wayinto EUlegislation,the

consolidation of ths systemnow finds itself irafast-movingpolitical environmentIndeed,the need

- and willingness for moreEuropeancoordinationin healthis nowgrowingand is at the heart of the

#1 11 EOOET 1 &dbuil® & Euope@iA Health UnianThe next stage oOEA . AOxT OEO¢
developmentshouldharness tlis drive for greater crossborder cooperationon healthcareand be

guidedby a visionof a mature ERNystem in 203@hat will propel the Networks from good to great!

EURORDISRare Diseases Europand the community of people living with a rare disease, want to
continue to helpshapethe future ERNsystemto ensure thatthe Networksrealise theirfull potential

to tackle the public health needs of rare diseases, once and foftal. paper is a summary of the
Recommendations to achieve a mature ERN

system by 2030This brief starts off with an
overview of he patient populationneeds that
the ERN systenshould aim to addresfpart J). It
then describesthe vision for a mature ERN s
system in 203phighlighting in particularwhat :
needs to be in place atational level (part 2),
howthe. A O x 1s@uEt@dshouldevolve(part
3) and a framework for what services and
functionsought to be in place in ten yeatime
(part 4). Our recommendations can also be
found at the end of the paper.

EURORDIS would like to sincerely thank the patient and clinical leads, wieblean instrumental
in the development of the vision for a Mature ERMstem drawing on their involvement in the
development of the Networks.
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Rare disease patient populatic

healthcare needs

With rare, comes rarity. Rarity of patients, of experts and of knowledge, with a limited evidence base
and lack of available treatmenté&s many diseases are progressive, degenerative, disabling and life
threatening, these factors have a significant impamt the quality of life antife expectancyof people

living with a rare diseas@nd bring with them avide spectrum of needs. Whilst each rare disease is
unique, there are commonalities that unite the individual, isolated and often invisible cases, to create
a critical mass of more than 6,000 rare diseases, affecting 30 million people in Europe. The latest
epidemiological estimate®n the prevalence and incidence of rare diseasieswa highly skewed
population profile. The vast majority of people living with a rare disease (>98%gffeeed by one

of the 390 most prevalent diseases (more common than 1 per 100,000), whereas the remaining 2%
have an extremely rare condition (prevalence less than 1 per 102,00

Patient population needs

The individual needsf eachpatient with a rareor complex conditiorcanvary significantly, requiring
specialised knowledge and complex healthcdrgerventions Healthcare forcomplex andrare
diseases benefits from drawing on the experience of a network of experts, investing their knowledge
and experience to enrich the evidence base that can be employed locdflyaithe patient.

Patients often report long delays to securing accurateldimely diagnosis, which can increase the
complexity and lifethreatening morbidities, as well as inflicting a huge psychological burden. In fact,
the consequences of living with a rare disease are far readsrere is oftera severe impact on
the ewryday professional and personal lived patients and families These needs increase
exponentiallyfor the people affected by extremely rare conditions, requirtpgater crossborder
healthcare collaboration to meet thenfFor these people,htere are greter health inequalities in
accessing caralack of adequate servicemdalimited number of available, effectivend accessible
treatments.

The role of the ERNs in addressing patieQGeeds

TheEuropean Reference Networks were specifically set upddress the needs of all patients living
with a rare diseaser complex conditionand not restrictedxclusivelyto the populations servedby
the individual centresthat conform these NetworksIn addition each Network shouldinderstand
the full impactof the conditions that it coverdgdentified through a needs assessment studyorder
to be able tceffectivelyaddress these needand monitor the impact of this needgd approachThe
Networks need to be guided by clear and ambitious strategic goalsahadriven by and aligned to
meet these needs.
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https://www.nature.com/articles/s41431-019-0508-0#citeas

Healthcare systems positione

meet the needs of the rare di
community

In preparation for the establishment of the European Reference Networks, 20@9 Council
Recommendation on an action in the field of rare diseasgwouraged Member States to identify
OADPDOI POEAOA # AT OO0A OGeirhaionah@rbtdnChQ thedeAd of2B13 brd Esid&é O OE
O0DPDPT OOET ¢ OEAEO AOAAOEIT 68 " OEIAEI ¢ OEA %5 AADPA
on Member Statesthat were called to organise expertise and capacity within their own healtcar

systens. Subsequently, the
European Commission Expert Group
for Rare DiseaseEUCERD3}et out
specific recommendations to
support Member States organising
healthcare systems for rare diseases
A aitical component of these
recommendationswasthe selection
process forCentres of Expertise
envisioned to be the pivotalructure
of the ERN system, connecting the
wider European network with the
national healthcare system.

Variation in the readiness of healthcare systems

The maturing of the nabnal healthcareecosystemfor rare diseases and the implementation of the
EUCERD recommendationstill remains to berealisedacross the EU27. Whilst some national
systems now have a selection and accreditation system in place,which they buildthe
endorsement of centres tgoin the Networks, other countriesystens are more informal. The
variation in the endorsement processf healthcare providerdas created an imbalance in the
application proces$o join the ERNs and has also causedriation inthe numberof membersfrom
different Member States

The lack of a common, standardised endorsement by Member States of their respective Centres of
Expertise to join an ERN h&sd as a consequendbe lack of a clearly defined role and mandate
nationally for the majority of OE A %2 . O & This Alired} ilhPacts the ability of these
healthcare providersto formally act and take the necessary steps that wouldonnect the ERNs

into the national healthcare system.

;;;.‘;.'*; 6/21

F & EURORDIS

MREDSEASESERIPE  Policy brief: for a mature European Reference Network System in 203 EURORDIS.ORG


https://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF
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The EUCERD recommendatidhsrrespectiveof the maturity of the different national healthcare
systems, remairasrelevanttoday as the day they were publishedt is worth reminding that lhe
strength, responsivenesand potential of the ERN system is directed linked to

i. the quality of the selection and endorsement of centres within their respective healthcare
systems and

ii. the level ofinvestmert and suppot" provided byMember Statesneeded for Centres of
Expertise tofulfil the EUCERDecommendedfor the Quality of Centres of Expertise
Investment in the Centres of Expertise, will both strengthen national healthcare systems
offering valuableresources tofrontline servicesas well as the ERN system as a whole.

Shifting the focus to the national level

At this stage, it is row critical to shift some of the political, financial and administrative focus to the
national level, ando increasethe support to the Expert Centreso that they carcontribute to the
work of the ERNsbut also to work on their behalf at national level.

Community action, supported by the European Commission, similar to BEklROPLAN national
conferences ideally in the framework of an Elbint Action for Iegration, would be instrumental

to stimulate the national debate on how the ERNs can complement and enhance the national
healthcare systemAs well aslefining the roleof %2 . Gefnbefsin their ownnational healthcare
systens in orderfor themto connectthe national health serviceso the ERNsHospital managers

and national health authorities should agree on thpportthat these centres require enable them

to fulfil the mission and mandate set out in the EUCERD Recommendations and the Council
Recommendation. In this way, he clinical units that have joinesh ERNwill be equipped talraw on

the capacities and expertise of the whole ERNimprove carefor their patientsand build the
competenciesof their national clinical communies, thus enabling local populations to benefit from
improved outcomes that are associated with centralisation of knowledge under an£ERN

7121
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Structure and scope

of the ERNSs

The original vision for the structure and extension of ERMs based on astep-wise approach to
ensure all rare diseases had a hofheThe Networks were founded on the principle mwiulti-

disciplinarityat a Network levelthat would allow different medical expertso collaborate andaccess
the. A O x Tkapwléofeassets to treathese multisystemrare diseasesAlthough the ERNshave

started to develop intetERN working groug for individual multisystem rare diseaseshis

collaborationmustbe extended.

Optimal Structure for the ERNSs

The 24 ERNSs set out the strategic ambition to pool and disseminate knowledge, as teefiraside
speciali$ advice for all rare diseasesid complex conditionsncludedwithin the. A O x 1 s€pged
However, three important gapgemain - rare gyneceobstetrics, benign tumours and highly
specialised mental health. In addition, the Networks have initially focused their operational activities
on around 1000 rare diseaseand complex condition§ Whilst the Networks have committed to
cover all rarand complexconditions today many diseases ar@nlyformallyin the Networks without

any specificcollaborativeactivities being undertaken to tackle the healthcare needs of these rare
diseases.

The inclusion of my givendisease in the scope of the Networks shoulat be an empty promise
Instead, itshould provide assurandbat thisisbased orclearly defined criteria for the selection and
inclusion of experts for each rare diseasecomplex conditionas a quality and safetsafeguard Any
disease expansioshould be sustained with@mmitment for concretecollaborative activitiesinder
the Network for examplethe development of consensus statements or clinical practice guidelines
specialist advice, research and educatibactivities. The Networks are eouraged to develop a
step-wise roadmap of activities that outlines thapecific collaborativectivities for each of disease
undertheir strategic(formal) scope, including revisionsf existingand developmentof new specific
criteria. In addition adequate funding shouldbe made available tonatch the. A O x T a@IitiOrS
captured in their roadmapsand the EU commitment to tackle all rare diseasmsd complex
conditions leaving no one behind.

Achieving Equitable Coverage

The Networksare moving towards greater geographical coverage, increasitige number of
countriesrepresented ineach Networkby afull memberor an Affiliated Partnefrthat increased in
2019from 44% to 74% coveragmd from 3 tdl0 Member Statewith at least one healthcare pwider
in all 24 Network¥. Further expansion in terms of geographic covezag expected when the new
full members join the ERNs in 2021.

8/21
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However, he existing forms of affiliatiorwill not ensure enough inclusivity. Wkila full member

might hold expertise in one or several conditions that fall under the scope of a single Network, it will
very seldom have the expertise to cover all the conditions grouped under that ERN. However, the
current rules prevent Member States to designate Associated Centrgeibh a Network if there is
already a full member from that country participating in the ERN. Member States should be able to
designate Associated Centres when a country has a full member in a given Network, as long as these
centres bring in complementargxpertise to that of the full members established in their country.

Investing to establish a sustainable system

The Network®size and scope should be defined based on the specific needs of each thematic
grouping of rare diseaseand complex conditionsanddrivenby patientprofessionapartnership.

The Networks are heterogeneous in size and scope, and the current funding model based on a
OOAT AAOA A1 T AE COAT O AZAEI O O1 OAOPIT A OThe OEA OE
Court of Auditorsalsohighlighted last year the difficulties around sustainable funding and called on

the Commission to define a sustainable and lelegm funding framework for the ER§' by 2022.

The public funds to sustain the ERBdperations shold have a direct link ante proportionate to

therOEUA AT A OAAT A 1T &£ Ai AEOGEI T Al A A#&ododceddEs Oh OEO
a fixed payment for all Networks of the same amount regardless of 8zsp{/ercore structural costs,

including administrative and management support, translation, )etcThis funding should be
complemented with an additional payment proportionate to the size of the Networtks dover

networking activities and logistics).

Additionally, ERNSs lack the policiaad mechanisms to channel funding from other sources (industry,

private donations, CSR, et@he longterm funding framework for the ERNs should that take into
consideration all possible sources of funding and define any central functionalities and gdticie

O00PPT 00 %2. 06 £ET AT AEAT [T AT ACAi AT O AT A ¢i OAOT A
meaningful patient engagement.

Valuing Patient Involvement

Patientrepresentativesinvolvement within the Networkis growing in strength and valuelowever,

there is significant variatiom howmeaningfultheir involvementis. Patient representatives work on

a voluntary basis for the Networks, are not compensated for their work nor the time invested in ERN
activities, and the large majority of the ERNSs lable resources to support patient engagement.
Patient involvement in theNetworks must be fully legitimised and supportetdy clear and
transparent rules for patient engagement, adequately support andyfaiompensated

International Partnerships

ERN legisdtion requires that the Networks forge international partnerships and collaboration.
However, this has not yet been operationalised. The European Commissi@mber States andhe
ERNsshould explorewith the WHO European Office the possibility of estabiigy collaborations
with the 59countries in the WHO European regitmpool knowledge, data and effort® tacklethe
public health needs afomplex andareconditionsandexplore collaboration with other international
clinicalnetworks.

TR 9/ 21
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Visioof a MatuegRN SYSTEM

The hallmark of rare diseasemd complex conditiongs that expertise and knowledgare scarce,

evidence is limitedand care is often fragmented. Together these factors diminish healthcare
OAOOEAAOG AADAAEOU Of-syadindeedsagsoclated wittiheseisebsbd, dhwh 1 O
result in poor acces® adequate cardor many people. The information and knosdge sharing

linked to the activities developed by the Networks turn each ERN into a learning system, each with

an emphasis on different areaglifgnosis, researchfreatment options, surgical procedures,

therapies, quality of life, etc.) depending on thkaracteristics of the conditions that faldlithin their

scope.A mature ERN systenshould be made up of networks that are fully equipped gerform

collaborative activities ogare, knowledge sharing, training and reseaeshdescribed in this section

4.1 Care

%2. O AOA EEOOO AT A A OAI 1T O@A RAQIT 15 @AIdppAGER®MIESAIA OA 8 4
diagnosis, treatment and to provide highuality healthcare for patients who have a condition that

requires a particular concentration of resources or expeftiseThis central philosophy is
encapsulated in the Networks signatureshare, Care and Cure. The rare disease commenipects

the ERNs to provide a home fall rare diseases s, where experts aeeognised visible and
accessible, and where expertise travels, not the patient.

For the ERNs to improve access to higlrality care, thee needsto be:
1 asecure and efficient system toanage, sharand store health data

1 clearly defined crosborder referral and patient pathways that connect each Network with
the EU27 healthcare systenasd;

1 the provision ofspecialistadviceunder a robust clinical governance that assures the public
of its quality.

This infrastructureis still under development. The Clinical Patient Management Sys{@RMS)
provides the platform foO E A . A éxpdrtxdcadrinect and conduct virtual pangiowever, the

referral systems from local services have not yet been defined. The Networks need to extend their
reach, beyond the +1000 cases that have been reviewed on the CPMS system, to connect with local
services and support the rare disease communitgécure specialigtdviceunder the Networks.

The ERNsgovernance framework needs to be watight to safeguardquality and patient safety.
For this to happen,ite Networkgspecific criteriamustbe continuously reviewed, to ensuresimilar
level ofgranularity andequalvalidation across attonditions In addition,Network members should
be able todemonstrae on an ongoing basis thalhey upholdthe required level o€Eompetencies

.**;.-:*:*"* 10/ 2 1
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The ERN model of crodsorder healthcare needs to be rolled ouwtrass all Member States, through
1 the agreement and implementation of a common referral pathway;
1 clearly designated hospitals as referral management centres into the ERNS;
91 the development of a suite of digital tools and servicasl
)l

a clear and transparent fapricing and reimbursement model for creg®rder virtual care.

4.2 Knowledge Sharing

The initial phase of the Networkdevelopment has beefocusedon forming partnership of experts
from across the EU and buildingfaundation of trustbetween them and also with the patient
representatives Trust is a fundamental element to establish an effective collabordtion
Collaboration and learning togethelead to successful, effective network$ while ollaborative
working ard knowledge sharing haalsoshownto improve healthcare outcomé,

The Networks have not yet fully drawn on their true potential in sharing their experiences and
expertise in a structured way within and outside each Network.réhemains the need for a common
methodology to support the developmemaf both clinical guidelines (and clinical decision support
tools)as well aglinical pathways. ERNs need a common methodology that goes beyond the value of
GRADEmethodology™ and is adated to the specificities of rar@nd complex conditionsA
methodology that balances the weight of both published evidence and the wealth of eRp@rt
experience and knowledge within the Networki®o support the Networks to generate new evidence,
best pradice and knowledge, additional direct funding is urgently neededthe development of

new guidelines and consensus statements.

In addition, the Networks need toontinue developing theiregistriesand collect clinicaind other
outcomemeasureghat canbe used to support experts to identify emerging best practice.

AEA #7111 EOOEI T80 | OOAOOI Al OQuality infpév@redte Sygdm %OAT ¢
(AMEQUIS) will becritical to shape the ERN system as a continuous quality improvement and

learning system. dwever, further resources are needed ¢arate andsafeguard the quality and
integrity of the ERKDdata and knowledge.

Further action isalso requiredto determine how the knowledgeassetsfrom the ERNs are
disseminated and implemented locally, thereby supporting the development of competencies in
national healthcare systemsThe Board of Member States ERN members and ERN hospital
managers should agree on how to facilitatiee uptake and inplementation ofthese knowledge
assetsat local level.

4.3 Training & Education

Facilitating the mobility of expertise and delivering training within and outside the Networks are two
of the core objectives of the ERN% The Commission and the Networks helvegun to take concrete
action to enhance and share their knowledge and expertise outside the Networks, through the Expert
Educational Webinars Programmes, as welldthin the Networks through the Shorterm Mobility

and Exchanges of Healthcare Professils. However, the ambition (and potential) for the Networks

to promote and deliver medical training and education activities in all Member States remains yet to

TR 11 21
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be fulfilled. Significant increased support, resources anttlagning tools are needed to uotk this
potential and support the development of local healthcare systems competencies in rare disease

The Networks should expand their educational and teaching activities, jointly with Member States,
professional societies, rare disease pati@mmunitiesand medical training institutes to support
the development of local healthcare systems competencies in aagkcomplex conditions This is a
crucial step talevelop the next generation of experts, specifically to raise awareness of raresdisea
and their redflag symptoms amongmedical students. In additionthere should bea mutual
exchange oknowledgebetweenfull members and Affiliated Partners.

The RiropeanCommissionshould provideadditionalfunding to develop innovative training modes
and interactive tools for the ERNSs. It should aim to establish an integrated educational strategy for
the development of cros®order supraspecialised training

4.4 Research

For people living with a rare diseagdinical researchs perceiveds a natiral extension of healthcare,
as the majority of these diseases lack a c@knical Research Networks embedded in the ERNs will
allow cliniciansaindscientistsin their multi-disciplinary teamsas well apatient representativesto:

1 work together to advance high quality clinical research on rare diseases

1 ensure compliance with regulatory anceBlth TechnologyAssessmenstandards

1 facilitate the systematic collection of outcome measures that are useful for clinicians and
relevant fa patients and simplify study enrolment and data sharing.

The expectation is that ERNs will facilitate the translataimew therapiesand new approachesuch
as repurposinginto innovations in routine clinical practicklowever, b realise this potentl, the
Networks needirst to consolidatetheir researchcapacitiesand establish partnershipsith national
and internationalrare disease clinical research networ&s well as withthe wider rare disease
research ecosystem

To support these effortsthe 24 ERNs will work togetheunder aSupport and Coordinated Action
funded by the Horizon 2020 programmty deliver in2025the foundations ofa canmon research
infrastructure that willprovideresearchrelated services to all ERNsoveringfour domains: clinical
research, data management, engagement and dissemination, and administratigport Inparalle|
each ERMshouldagreeto conductat least five newnatural history studie®ver the next two years,
which will provide insight into the causes and progression of the diseaages wayto preparefor
clinical testing and improve their chances to securedimg to develop clinical trials.

Significant alditional funding from different sources, and a-fitr-purpose funding governance
model, will be required tdully deploy this common research infrastructure and its servicesallas
to delivercollaborativeclinical trials.
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Conclusion

The time is right, for th&uopeanR&erenceNetwork community to seize the dynamic, fashoving
political and policy environmentThe time is right tdake affirmative action in the development of
the Network®d O U160 éndute itis bold and fareaching. The needs of the rare disease community
demanddecisiveaction now, to propel the Networks into a powerful, impadtmodelthat the rare
disease community deserve§he vision ofa Mature ERN system sgtbut the direction and the
destination we, as a community, need to reach, if we are to succeadnimg the tide of suffering
andshortenedlives many of us face. We cannot let the opportunity ERNs offer us to be noséat
short of its mark.

We must praise the dedication, solidarity and drive shown by the clinicians and patient
representativeghat have been involved in the Networks in théormative years.

However, we now call on all of the EUnstitutions and its Member Statesh O AAT EOAO 11 O
promiseto share, to care and to curgfor all not just the few. We must now grasp the opportunity

that the ERNSs offer, draw on the commitment from the European Union to invest in the ERN

systemand make it a permanent structureand make a gear change in order to movihe system

from good to great!
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What needs fopea to

iy fulfil the vision of a mature
ERN System by 2030

These are ourecommendationgo deliver on the ERNs promise to share, care, cure
Further details on each of these recommendations can be fanralrfull vision paper

W

Rare disease patient population healthca

The European Commissioshould fundaneeds assessment studyo capture the current 1
1 needs and expectations of the rare disease population amap the ERNs evaluatior deadline
framework against the rare disease population needs 2021

Healthcare systems positioned to meet th

the rare diseasenmunity

Target
deadline

202

Member Statesshould definecommon guiding core principles for the endorsemenof
their national centres of expertise to participate as HCPs members in the ERNSs.

Member States must define a process tadentify and designate national Centres of
Expertise where there is none, with a quality improvement approach, ultimately
progress towards a model based on benchmarked health outcomes of clinical ser
integrating the opinion and needs of the patiecommunity.

Target
deadline

205

The European Commission could advance the integration of ERNs into national healt 1;¢et
2 systems, by funding national multistakeholder workshops to facilitate discussions a deadline
actions on integration into each of the EU27 national health systems. 2021

Member States should invest to strengthen the capacities o€entres of Expertiseso ~ Target
3 they can fulfil the vision set out in the EUCERD Recommendations on Quality of Cen ¢eadiine
of Expertise 2025

Member States should enable and strengthen networking at national level by
4 establishing national rare disease reference networksupdating national RD Natione gg;%ﬁtne
Plans or Strategies and engaging with clinicians and patients to set them up and drive 2025

implementation.

Member States and ERNs should collaborate to develop referral pathways to the ERM Target
5 and care pathwaysthat support the smooth transition of affected individuals to adu 9eadine
services and to the ERNs, providing continuity of care

'*t;*;' *t* 14/ 2 1
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Structure and scope of the ERNs

Each ERN should agree on a detailed action plan to extend the ERN operational disee 7aget
1 coverage and develop gradually the specific criteria for each new disease to achie deadiine
comprehensive disease coverage in their respective thematic groupings by 2025 2022

Each ERN should match the formal inclusion of a disease with specific networkin Target
2 activities linked to that disease. This would need to be supported by an adequate leve ¢eadine

funding to ensure the imgimentation of these activities. 202
.. . .. Target

3 The European Commission should launch a call for new Networks to cover the existing g qjine
disease gaps 2023

The Networks should establish crossERN working groups for benigrtumorsand for all  Target
4 the diseases that formally fall under the scope of several ERNwijth a clear annual work deadline
plan andmeasures to assess their work. 2021

The Networks should enable and consolidate diagonal networking and to integrate

health professionals from other disciplines in their collaborative activities on a regular Target
S basis.They should establish a cro&RN working group on integrated care in partriggs ~ deadine

with European Resources centres for rare diseases to build joint guidance on the prov 2023

integrated care

All Networks should develop a framework for patient engagement in the ERNs, Target
6 adequately support the involvement of patient organisations and their representative “¢2/ne
the different ERN activities and fairly cgpansate patient representatives 2021

. . Target
7 The ERN Board of Member States should develop strategic guidelines international d:;%ine

collaboratiol AT A AAZET A OEA Oi 1 A AT A QAI EO 1 2022
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OWWsion of a Mature ERN SYSTEM

Care

The European Commission, the ERNs and their respective patient advocateshould e
1 OAOEAx OEA . AOxi OEO8 ODPAAEAEA AOEOAOEA: deadine
framework and maintain continuous cycle of independent assessment of full members 2()21

The European Commission, the ERN BoMS, ERN hospitainagers and the ERNs IT WC 1
2 should agree on a digital roadmapto develop the suite of digital tools and services deadline
support the expansion of crogsorder clinical services. 2025

The European Commission should supporthe Member States to develop a fair, Target
3 transparent reimbursement model and establish a funding mechanisnfior the virtual deadline
expert advice consultations and other ERN services under a Networked care model. 2030

Target

4 AllERNSs should agree and publish a common referraathway into the Network deadline
describing the different referral alternatives and develop information materials 2022
. . . . Target

5 Al Member Statesshould endorse a hospital as a National Coordination Huds the deadline
central referral management centri® enable access to ERNs specialist advice 2025

Knowledge sharing

The European Commission should allocate additional direct funding to support the Taraet

1 development of new guidelines and other clinical decision support tools (CDSTsp that dea%“ne
by 2025 ERNs will have developed guidance for all rare diseases under their oper: 2021
scope.

All the Networks should collect and publish outcome measureshat are relevant for Target
2 patients, for all rare diseases under their operational scdiRNs must ensure open acces deadline

to all peer-reviewed scientific publicationsrelated to their results and achievements 2022
. . . .. Target

3 All Networks should hold annual multiprofessional andmulti -stakeholder clinical deadline
summit conferences, to present their outcomes 2025
. - Target

The BoMs, ERNs members and hospital managesbould agree on how to facilitate d:;%ﬁne
uptake of clinical practice guidelines, CDSTs and clinical pathways at lodaVel. 2020

Member States after engaging with the ERNs and professional societies, shoulc Target
validate methodologies for developing clinical practice guidelines, CDSTs and clinics deadliine
pathways O1 @A D O D Thénfad reddly for implementation at local level. 2025

A 16/ 21
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Training and education

The Networks should expand their educational and teaching activitiesjointly with
Member States, professional societies, rare disease patient community and me
training institutes, to support the development of local healthcare systems 29
competencies in rare diseases and develop the next generation of expertspecificaly deadine

1 to raise the awareness of rare diseases in medical students of thagdymptoms of 2025
rare diseases.

Target
Full Members and Affiliated Partnersshould establish formal twining partnershipsto ds;%ine
develop the specific knowledge and expertise of the Affiliated Partners 2021
The European Commission should provide more funding to develop innovative Target

2 training modules and interactive tools to support the ERNdraining and education deadline
activities. It should aim to establish an integrated educational strategy for the 2025
development of crosorder supraspecialised training.

The ERN Board of Member States should agree on the ERNs strategy to establis Target
3 education and training agreements with international partners and other clinical deadline

networks. 2025
. - - Target

4 The ERNs should conduct extensive internal training and exchange odlinical ds;%ine
governance 2025

Research

The ERNs Board of member States should agree on the mechanisms to provide
sustainable funding to support the operations of the Clinical Research Networks '#9¢!

1 embedded in the ERNs Any funding mechanisrmust ensure the independence of th deadline
ERNSs to establish their own strategic research agenda. 2021
. . . Target

2 The ERNs should build a common framework for patient engagement into the deadline
operations and governance of the individual Clinical Researdtetworks. 2023
Each ERN should commit to study 80% of the diseases under their operational Target

3 coverage within a given timeframe Over the next two years, each should develop a  deadiine
minimum of 5 new natural history studies 202

ERNs should develop a comprehensive data strategy and implementation plan

envisaging the necessary activities across 6 action lines: architecture; data collection 14rget
4 protocols; data curation services, data management todista analytics tools antlealth  deadline

datagovernance 2022

;:—;*:t‘ *.* 17/ 21

¥ EURORDIS

RAREDISEASESEUROPE — Policy brief: for a mature European Reference Network System in 203 EURORDIS.ORG



'Nguengang Wakap, S., Lambert, D.M., Olrgt Al. Estimating cumulative point prevalence of rare
diseases: analysis of the Orphanet datab&ke. J Hum Gen8,165¢173 (2020).
https://doi.org/10.1038/s41431019-05080

" EUCERD Recommendations on the Quality of Centres of Expertise, Recommendation 14:
Identification of Centres of Expertise

g dzNR LISFY 'yA2Yy [ 2YYAGGSS 2F 9ELISNIA 2y wkNB 5A4
CRITERIA FOR CENTRES OF EXPERTISE FOR RARE DISEASES IN MEMBER STATES EUCERD
Recommendations on Quality Criteria for Centres of Expertise for Rare Diseases in Member States

HZE HAMMOD

v EUCERD Recommendations on the Quality of Centres of Expertise, Recationehd, 19, 21, 23

and 24: investment in the designated Centres of Expertise to enhance their capacity to deliver these
core functions and increase their ability to meet the local population needs and strengthen the
foundation of ERNs.

vV EUCERD Recommexibns on the Quality of Centres of Expertise, coordination of a specialised
multidisciplinary team (EUCERD Q. CoE Rec. 4); building healthcare pathways from primary care
(EUCERD Q. CoE Rec. 5); elaborating and disseminating good practice guidelinés (E\QGERRec.

8); providing education and training (EUCERD Q. CoE Rec. 9); developing information adapted to the
specific needs of patients and their families, of health and social professionals (EUCERD Q. CoE Rec.
10); contributing to research (EUCERDGQE Rec. 13); liaising with other CoEs at national and
European level (EUCERD Q. CoE Rec. 15).
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alb1Sa t SNFSOGzZ¢ 1S UK 4FNRMB.WSAaDT F2f{ D poX y20
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a8aldSYIFLGAO NBGASYe 2F adadSYFLGAO NBOASgaze {eado
Vi dzZNR LISTHY ' YA2Y [/ 2YYAGGSS 2F 9 Edddsddations?ty thewl NB 5
9dzNR LISIY [/ 2YYA&aaAirzy FyR GKS aSYoSNI {GFIGdSa 2y 9dz
2013. Recommendation 1.

% The Networks have defined the specific criteria for experts to join and are actively developing
collaborative activies for c. 1000 rare diseases.

*ERN Board of Member Stat&tatement on Strategic view on ERN Affiliated Partrz96.
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“ Our vision is for a mature ERN system that leaves
no person living with a rare disease in uncerfainty
reqaraing their diagnosis, care and frealment
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