From European Policy to ERN-EuroBloodNet Action

SESSION 1: EU ACTION PLAN FOR RARE DISEASES

PRIORITY ACTION 5: Comprehensive rare disease infrastructure cluster (CoRDIC)

EUROPEAN PRIORITY FOR RARE CHALLENGES

DISEASES ERN-EUROBLOODNET RESPONSE

» Rare disease research, innovation,

HLM4RARE WG5: Create, in each diagnostics, care and clinical trial capacity
Member State, at least one remain dispersed across Member States
comprehensive rare disease and health systems.
infrastructure cluster (CoRDIC) for  Patients often lack clear access points to
research, innovation and care navigate diagnostic, care and research Cross-border health Best Practices
pathways.
 Biobanks, registries, genomic initiatives, Al
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WORKING GROUP 5 (WG5) ASPIRATION

Creation of at least 1 Comprehensive Rare-Disease
Infrastructure Clusters (CoRDIC) in each EU Member State

« CoRDICs should embrace and bundle the needed
resources for research, innovation and care for rare disease
patients: translational research facilities, advanced
diagnostic laboratories, the necessary human resources to
facilitate early access to diagnosis and state-of-the-art care,
Infrastructure for clinical trials, with capacity to run Phase|
to IV trials should be included.

« CoRDICS should be conceived as lighthouse nodes with an
easily identifiable access point for rare disease patients to
facilitate their diagnostic and care pathways as needed.

. HLM
‘QARE

The Declaration on the European
Innovation and Care Ecosystem
for Rare and Complex Diseases

Cepp, Jmpe 22
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CORDIC: NATIONAL INTEGRATION
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ERNs roadmap
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ERNs impact
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Professionalizati ERNs Actions Delivering

2019 call for membership to the existing on of ERNs

European Reference Networks (ERNS) Statement of the ERN Board of Member States on Integration

of the European Reference Networks to the healthcare
systems of Member States
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Joint Action on Rare Diseases and ERN INtegration into National Healthcare Systems JAR

To integrate the European Reference Networks (ERNS) into national healthcare systems

WP1 - Coordination & Management

WP2 - JA Dissemination & ERN Dissemination

WP3 - Evaluation

WP4 - Sustainability & National Plan Capacity

WP5 — National Governance and Quality Assurance
WP6 — National Care Pathways and ERN Referral Systems

WP7 — National Reference Networks & Undiagnosed Disease Programmes

WP8 — Data Management

WP9 — National Support Options for ERN-HCP

Duration:

« 36 month (01.02.2024 - 31.01.2027; all
other participants)

Participants:
« 58 partner institutions
« 29 Member States
« 28 Competent authorities (CA)
« 29 Affiliated Entities (AE)
« 1 Associated partner
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Current situation in EU Member States and Norway

Table 2: Categorisation of country by the responses of both stakeholders

Existence of NRNs Existence of similar national No national structure
(Category A¥) structures (Category B**) (Category C***)
National Reference Networks (NRNSs), crﬂa:_a (PO) SR L
suited to integrate ERNs activities. i ) H"n_gaw Luxembourg
Denmark® Latvia (PO) Malta
As part of WP7 of the JARDIN project, an Estonia (PO) Norway Poland
analysis was carried out to obtain an SR Slovenia Portugal
overview of the current situation of the SEIEE Sweden
NRNs and similar national structures in all Germany
MS and Norway. Greece
Ireland (NPS)
Italy
Netherlands (NPS)
Romania (NPS)
Slovakia
Spain (PO)

PO: Patient organization
NPS: national policy stakeholder
Source: JARDIN D7.1 State-of-play report, national reference networks, 12th February 2025
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ERN EuroBloodNet

12th June 2026 - EHA Congress

Integration of the ERN
iInto the National care

and research system:

Belgium

Béatrice GULBIS, M.D., PhD B i

Co-coordinator ERN-EuroBloodNet
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Contributing to the new Belgian Rare Disease Plan 2026-2030:
‘ Perspectives to share - Ecosystem
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Contributing to the new Belgian Rare Disease Plan 2026-2030:
Perspectives to share - European label - examples
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‘ Belgian Rare Disease plan outside rare cancers q
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RARE DISEASE PLAN

European Union Belgium
Since 2017 Since2018

European Belgian Health
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Did you say “Administrative burden”?

Table 2. Number of Belgian centres recognized as full members in the 24 existing ERNs, by hospital (as of
December 2023)

Contributing to the new Belgian Rare Disease Plan 2026-2030:

Approval of application as full ERN member
« Same material as the one for EC/DG Santé

Cartography of expertise (new RD Belgian plan)
» Largely inspired by ERN material
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‘ Contributing to the new Belgian Rare Disease Plan 2026-2030
Where can I find the expertise?

ERN Full Members S pese
Leuven University ;Iaspila\
BOND 43 i
Ghent University Hospital
CRANIO 35 (V2 Gent
Endo-ERN 92 Ay
EpiCARE 38 U""ws"wu::::z]&"m‘s
ERKNet 64
AZ Sint-Maarten (Mechelen)
ERN-EYE 51 - —
ERN | CA 39 B Luc (UCLouvain)
ERN-LUNG 78 e |7
ERN-RND 63 H.U.B - Jules Bordet Institute
ERN‘SK' N 52 H.UB - Hopital Universitaire
des Enfants Reine Fabiola
EURACAN 90 [MUDERF)
Ligge University Hospital
EuroBloodNet 89 unestaese e
eUROGEN 51 i
EURO-NMD 73 Table 2. Number of Belgian centres recognized as full members in the 24 existing ERNs, by hospital (as of
GENTURIS 44 December 2023)
GUARD-HEART 44 1
Diseases groups
ITHACA 65
MetabERN 85 Select the diseases groups of each subnetwork and discover the ERN-EuroBloodNet actions that are devoted to them!
PaedCAN 79
RARE-LIVER 52
ReCONNET 54 N @ @ @ @ @
Red blood cell Bone marrow Hemochromatos Bleeding - Lymphoid Myeloid
RITA 61 defects failure is and other iron Coagulation malignancies malignancies
TRANSPLANTCHILD 33 disorders disorders
VASCERN 40
TOTAL 1415

European | Hematological Funded by

Reference

" Network Diseases (ERN EuroBloodNet) the European Union



Contributing to the new Belgian Rare Disease Plan 2026-2030:
How can I ask for an expert opinion about a complex, rare case?
AND avoid administrative burden...
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Contributing to the new Belgian Rare Disease Plan 2026-2030:
How can I participate into registries ?
AND avoid administrative burden...
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& Belgian central rare disease registry
Q) - 16 common data elements (EU)
I ORPHA codes (but SNOMED in medical records)
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Contributing to the new Belgian Rare Disease Plan 2026-2030:
Do we forget several aspects?
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Common, national and EU,
perspectives

Observations

¢ We are still a young community

¢ The new Belgian national plan on
RD shares EC strategy on rare
diseases
Fragmentation across all levels
represents a major barrier to the
appropriate care of patients

Rare diseases function team

Perspectives

Accelerate visibility of expertise
Adoption of dedicated, common
tools

ORPHA codes
CPMS 2.0

Include all level of care
General practitioners

Hematological .**. | Funded by
Diseases (ERN EuroBloodNet) *,..* | the European Union




ERN EuroBloodNet

12th June 2026 - EHA Congress

Integration of the ERN
iInto the National care

and research system:

Italy

Raffaella Colombatti
Azienda Ospedale — Universita di Padova, ltaly




Background -Italy Rare Disease (RD) scenario

The N-bis decentralized

The central government is responsible for defining
health palicy strategies, the national benefits package
and the per capita budget (in collaboration with
regions)

Regional level of governance: in charge of health
service provision (monitored)

Laws & Sate-regions agreements
[adapted from Kaly- Health Systerrs review, 2027]

Veneto region

4 DGR 204/2022

Individuazione da dati di attivita di
Centri per le MR in regione per gruppi
di patologie rare

Avvio sistema informatizzato
Registro MR regionale

Accordo Area Vasta
(Veneto-PA Trento e PA
Bolzano)

Rete interregionale
comune di Centri MR

.

Sistema informativo

Percorsi

o Q

DM 279/2001

Creazione di una rete di assistenza
per i pazienti affetti basata su

presidi accreditati, sede di Centri di
riferimento, individuati dalle regioni

Documentata esperienza in attivita dg o
terapeutica Idon ione di strutture
di supporto e ser ymplementari
(es.urgenza, dg genetica, etc.)

Creazione di registri
regionali/interregionali

ltaly

DGR 2046 /2007
ndividuazione da dati di attivita d
Centri per le MR per gruppi

di patologie rare con PA Trento e PA
Bolzano

DGR 763/2015

Centri per le MR per gruppi
di patologie rare
con PA Trento & PA Bolzano

Accordo Stato-regioni
Definizione compiti

Coordinamento
regionale MR
(DGR 2169/2008)

L 4

Aggiornamento rete MR da dati di anivitd

DGR 491/2018
DGR 1522/2017 .
Cooordinamento MR

Aggiornameanto rete MR da dati @
attivita

Centri per le MR per gruppi

di patologie rare con

PA Trento e PA Bolzano

b

Supporto Centri ERN
Sistema screening
nnovazioni gestionali rete MR

1a Call ERN 2a Call ERN

DGR 1460/2023
Recepimento PNMR2 e doc
riordino

Revisione rete interregionale

MR (s processo revisione)
4

5 years monitoring

Legge Quadro 175
dPCM 12.01.2017 Compiti Centri MR
nuovi LEA

L Decreti attuativi
revisione elenco MR L
\ Riordino rete

Centri/Coordinament

1 Piano Nazionale MR

2013-2016

$a European
v Reference

Network

Hematological
Diseases (ERN EuroBloodNet)

o ] 20t | 2021 N 2023

Comitato nazionale MR
2 Piano Nazionale MR

Decreto attuativo
Riordino rete

compiti e funzioni
. Coordinamenti regionali MR

. Centri rete MR
1.Centri di eccellenza ERN
2. Centri di riferimento

Funded by
the European Union
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Mnistere it Sntit //./ s 7 '/ X » HCPs
[ I S .' b RS T data
PIANO NAZIONALE o Regjonal Coordinating Centres
MALATTIE RARE (H'p)
2023-2026 Financing To Regions according
- o data provision l
Requirenrents for provision .
1) Forml implementation of the National Rare Disease Plan (PNVR) and the Reorganization Document, National level
2) Formel approval of the Centers of Excellence (ERN), Reference and Coordination that perfamthe tasks and
functions established by the Rearganization Docurrent of the National Rare DOisease Network Data evaluated by the
3) Ainal sunmrery report, acconpanied by data, of the activities carried out by the Centers of Bxcellence (ERN), National RD Conmittee
Reference and Coordination belonging to the National Rare Oisease Network
RDReference Centre  RDGroup (national List) Nnewcasesdiagnosed Nnewcases NRD patients NRD patients Ntherapeutic plans Ntherapeutic
name per group diagnosed resident NON-resident in the per RDgroup plans
16 groups year 2023 per group per group at region per group at year 2023 per RDgroup
i.e. Neurological diseases year 2024 31122023 31122023 year 2024

Each region sent the requested data to the MoHand received the 1st part of the NRDPlan2 financing
Data evaluation is ongaing at the national level far the 2nd tranche transfer to regions
Allocation at the regional level has occurred based on the Nof pts dg and fallow-up + ERNactivities

e}, European Hematologica] :‘ * ‘: Funded by
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Background -ltaly RDscenario

Since 2001 national legidlative framework

«  RDList (ICDlogic-nat a nosological one)

*  RDcare network

. Regidries

Interregional/regional RD population-based Registries

Registration [T-based linked to benefits for patients (high coverage)

Established data Row (HOPs——Regional level-—-National level)
Core Dataset annually sent to RNMR-ISS (National Institute of Health)

2 National RDPlan - State-regions agreement on the RDnational network
RDRe Centres
ROHPful-members BFN\s
Coordiinating Centre (regional)

At the local level (regional-interregional) the information supportsthe patients care pathways
RD centres (hospital hubs)-local health services (pharmservices-health districts-homecare)

2 National RDPlan RD cading through ORPHAcodes
Already inplemented in some areas

the National RD Plan envisages expanded ORPHAcode use
(i.e. starting with selected pilat groups of RDy)

73 European | Hemagtological
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Monitored population: 5.9 million inhabitants

H (with RD Centres)

Network nodel -
1. RDRef Centres BN

2 RDHPfull-menrbers of 23 ERNs
3.Coordiinating Centre (regional)

7™ Local Health Digtricts

il ‘/“ PO Bolzano
e APSS Trento

[T shared infarmation system
Collecting data on residents and non-resident RDpts
Data collection at hospital and termtonial level

Linked to benefits provision
Registries ongoing since 2002 ar— OB
Monitored disease entities | ICD | Onim| ORPHAcodes in use since 2007 in soe _ coesn B 04 e
r'egld‘\al F[)l%glstﬂes : 5:5-‘ . AULSS 8 .1.1\,\ di O

N . . . ;ulﬂ:‘(\ auu;;; . |_:_| © E .\
Interoperability with the regional AdminHealthDB st C i, s

e wsss O >

Bhaustive population coverage (RD Centres primary source of data +ocal health Ry

services for RD patients followed outside the nonitored area)
Since 2020 (RDltalian list +Orphanet-ER

2533 Buropean | Hematological -*"*. | Funded by
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ERNSs in the National Health Care System- RD scenario

®* ERN officially recognized in the Italian RD Legislative framework
®* -Law 175 speaks about ERN
* -RD reorder document — 3 levels of centers: Ecxcellence (ERN); hub and spoke

®* National Rare Disease Plan (PNMR) 2

®* New National Rare disease Committee created, building the new PNMR3

® ERN in the National Committee on RD which includes all relevant stakeholders
(Regions, AlIFA, Eurordis, National allinace..)

* coordinated by the MoH

* ERN in the Decree and National Table for Thalassemias and Hemoglobinopathies with MoH,
Regions, Experts and patients’ associations

g3 European | Hemgtological »**. | Funded by
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ORPHAcodes use for the coding of rare diseases:
comparison of the accuracy and cross country

comparability RESEARCH Open Access

. B
This study tested the use of ORPHAcodes, a codification system for rare diseases, in ORPHAcodes use for the coding of rare e
five European countries/regions across different data sources from January 2019 to diseases: comparison of the accuracy
September 2021. ORPHAcodes were found to be a versatile resource for coding RDs and cross country comparability _
which assure easiness of use and inter-country comparability across population and ClrsCover Cobonelt Vi Cotochancs, ot Hanusovs Kur ee,Debora Lambert,
hospital databases, L{»ﬁ:;;:i é'i;il:?;igfnnaap;s Monica Panzaru™, Cristina Rusu '™, Stefanie Weber’, Oscar Zurriaga®,
3,133 ORPHAcodes collected
o 9 83.4%
Anglnfra:'. Crp:".'aﬂ.erio.:;rnc.'o(ﬁ‘ars Dlieafei (2024) 19:28 Orphanet Journal of
o hittps//doi.ong/10.1 186/513023-024-03030-2 Rare D|seases

of ORPHAcodes described very of ORPHAcodes described

low prevalence diseases (<1 case disease entities more RESEARCH Open Access

© Malta ) = Weivsto Ragion per million) precisely than corresponding . ) . ®
B Italy ICD-10 codes Coding undiagnosed rare disease

patients in health information systems:

31.6% rare developmental defects during of ORPHACodes were recommend atio.ns from the RD-CODE project

embryogenesis 8 2 . 2 - ] Group

of the disease Di d
17.6% rare neurological diseases aggregation level of e o sorder

0/0 the Orphanet o000 Subtype

classification

» Czech Republic « Spain

9.2% inborn errors of metabolism
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Network of Hospitalsin 26SM
24 BRNMirtual consultation, research
and training

. LY

F ) JARDIN

" ® Jaint Action JARDIN
i > @ ERNintegration into national health care systens

wospira
-
e
/S HF
!
i
.

Veneto region (AE) representing Interregional RD Board
The ltalian Rare Diseases Netwark at the intersection of the WP Govermance
regional, national and ELropean dimension: a descriptive and coardinated by (RCSSIOR(NCA) & A0UFisa
regression analysis (subnitted) Taskdl

Snapshat of the Italian RD network following the rearganization required by the second
National Plan for Rare DOiseases (PNVIR?).

Data was analysed from 275 hospitals and 18 regional networks, multivariate logistic
regression nodels to identify the structural and organizational predictors of
participation in RDnetworks,
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