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European Rare Disease Research Coordination and Support Action
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European Rare Disease Research Coordination and Support Action

@) ERICA

ERN-Landscape: 24 ERNs covering all aspectsof human diseases + cancers

y Organs/systems (12)

Gateway to Uncommon And Rare
Diseases of the HEART - GUARD-HEART

ERN on Respiratory Diseases - ERN-LUNG

ERN on Rare Hepatological Diseases -
RARE-LIVER

European Rare Kidney Diseases RN —
ERKNet

ERN on Rare Multisystemic Vascular
Diseases— VASCER

Rare Endocrine Conditions - Endo-ERN
Rare Bone Disorders - ERN BOND

ERN on Rare and Undiagnosed Skin
Disorders - ERN-Skin

ERN on Rare Hematological Diseases -
EuroBloodNet

ERN on Rare Eye Diseases - ERN-EYE

Rare Immunodeficiency,
Autoinflammatory and Autoimmune
Diseases Network - RITA

Rare Connective Tissue and
Musculoskeletal Diseases Network —
ReCONNET

! Developmental anomalies

ERN on Rare Congenital Malformations
and Rare Intellectual Disability - ITHACA
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THE HUMAN BODY i

Courtesy of Dr. Alain \erloes

" Neurology (4)

ERN on Rare and Complex Epilepsies -
EpiCARE

ERN on Rare Neurological Diseases - ERN-
RND

ERN for Rare Neuromuscular Diseases -
EURO-NMD

ERN for Rare Hereditary Metabolic
Disorders - MetabERN

" Su rgery/mlxed (4)

Rare craniofacialanomaliesand ENT
disorders-ERN CRANIO

ERN on Rare inherited and congenital
anomalies - ERNICA

Rare Urogenital Diseases —eUROGEN

ERN on Transplantationin Children —
TransplantChild

" Oncology(3)

ERN on GENetic TUmour RIsk Syndromes -
ERN GENTURIS

ERN on Rare Adult Cancers (solid tumors)-
EURACAN

ERN foe Paediatric Cancer (exc. haemato-
oncology) - PaedCan-ERN
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European Rare Disease Research Coordination and Support Action

° ° :.3? E
Objectives & i ERICA [0
' s o Networks
1st March 2021 28th Februarv 2025

* The aimof ERICA, in which all 24 ERN’s take part, is to strengthening ERN's research
and innovation capacity of, through:

- facilitating inter-ERN collaboration
- increase the visibility and impact of ERNs

(outreach and collaboration with multiple stakeholders)

- To align the strategy of ERICA and to integrate the results into the new RD
Partnership to further stimulate the international collaboration and
interoperabilityin RD Research and Clinical Network.

Jan 2024

Apr 2021 . Prep phase Rare Diseases Partnership Dec 2030

Mar 2021 t\a__ ERICA Feb 2025

Jan 2019 Dec 2023



European Rare Disease Research Coordination and Support Action

Work Packages

The priorities set by ERNs have a home in the WPs:

WP2: Data Collection, Integration and Sharing = E?‘ ERIBA

wez
(support and boost Registry projects). R — penent
WP3: Patient Centred Research 1 o haring Research
(PCOM / PROMs Central repository (validated) for RDs)

WP4: Clinical Trial support L

(supporting Clinical trial engagement of ERNs) ;T::f';:”i;i

WP5: Translation and Innovation - anl Etiics

(increase translation and innovation capacity of ERNs) (e wea
WP6: Integration, Outreach& Dissemination .nmaﬁtim c":::;;tﬁﬂ

(incl.design of interactive ERN research web-platform) | \
Strong cooperation with Orphanet. | N


https://erica-rd.eu/work-packages/data-collection-integration-and-sharing/
https://erica-rd.eu/work-packages/patient-centred-research/
https://erica-rd.eu/work-packages/clinical-trial-support/
https://erica-rd.eu/work-packages/translation-and-innovation/
https://erica-rd.eu/work-packages/integration-outreach-dissemination/
https://erica-rd.eu/work-packages/integration-outreach-dissemination/

@ ERIGA European Rare Disease Research Coordination and Support Action

ERICA WP2 - Data collection, integration & sharing

* WP2 aims to support the ERNs with establishingand developing their registries via:

Organisation of EWG meetings and workshops
on topicsrelated to data collection, data usage and data sharing

Establishment of guidelines to harmonise processes

Development of an ERN-wide data management strategy

Promotion of the registries’ ‘FAIRness’

* Discussion topics are suggested by the ERNs based on their needs and encountered challenges



European Rare Disease Research Coordination and Support Action

ERICA WP2 - Support documentation developed

* Series of customisable template documents

for use by the ERNs:
- @Generic informed consent form

- Data Access Policy:
to establish governance structure

- Data Sharing Agreement:
legal contract for data from an HCP
to a central registry

- Data Transfer Agreement:
legal contract for data transfer from a registry
to an external stakeholder

- Guidelines on Key performance indicators

All templates available at
https://erica-rd.eu/work-packages/data-

collection-integration-and-sharing/generated-

documents/

[
Data Transfer Agreement

This Data Transfer Agreement (“Agreement”), effective as of the date of last signature below
(the “Effective date”) is entered into by and between:

<Name of the ERN registry=, represented by:

Head of Registry: <Name, contact details of the registry coordinator>

(in the following called ,the Provider”)

And

<Name, contact details of the stakeholder requesting access to the data>

(in the following called ,the Recipient”)

The Provider and the Recipient maybe be referred to herein individually as a “Party” and
collectively as the “Parties”.

WHEREAS:

a) The Provider is the coordinator of the <Name of the ERN registry>, a consortium of
adult and paediatric <fill what applies> working on rare diseases in Europe. Detailed
information about the Provider is available at <Enter the URL of the registry
website>;

b) Provider will share with Recipient <Fill what applies: e.g. pseudonymised individual
patient level data, anonymised aggregated patient data, etc.> collected by Provider
using a Secure Transfer Method and in accordance with the terms and conditions of
this Data Transfer Agreement;

¢} Recipient and Provider intend to establish this Data Transfer Agreement with respect
to the transfer of Shared Data to Recipient;

Definition

"Data Protection
Legislation”

means: (a) any law, statute, declaration, decree, directive,
legislative enactment, order, ordinance, regulation, rule or
other binding restriction (as amended, consolidated or re-

/


https://erica-rd.eu/work-packages/data-collection-integration-and-sharing/generated-documents/
https://erica-rd.eu/work-packages/data-collection-integration-and-sharing/generated-documents/
https://erica-rd.eu/work-packages/data-collection-integration-and-sharing/generated-documents/

European Rare Disease Research Coordination and Support Action

The ERICA research wall: a match-making tool to announce
any new project and search for collaborators

MEMBERS NEWSLETTER EVENTS WEBINARS

@; ERI CA Home About ~ Work Packages ~ ERNs News

# * Research Wall

Overview of Research Studies

This is the preview version for the ERICA (WP2' research wall. NOTE: this page does not have valid data for now (only the first row).

Filter list of Research Studies

Topic Study Name
Domain ERNs
Orphacode Date
Status Info
Contact
Column Visibility ¥ Column Reset Reset
Q Showing 70 Studies
Topic Name of the study Domain ERNs Orphacode Date Status Info Contact
Joint transnational call Development of new analytic tools and pathways to accelerate diagnosis and facilitate All All All 2021-10-01  Opened @.Info & Ignacio Baanante
2022 diagnostic monitoring of rare diseases calls Balastegui
Example Multiple fields Domain 1 Endo-ERN Codet1 2022-03-01 Opened @.Info ?)Ohn'] Doe
Domain 12 ERN LUNG Code12 calls 0.Info nly Name
Domain 31 ERN Skin Code13 0 Info B email@test.nl
Codel14

https://erica-rd.eu/research-wall 8



https://erica-rd.eu/research-wall

European Rare Disease Research Coordination and Support Action

Survey J

ObjECtives Launched March 2022

WP3: Patient centered research

- To create a central repository of validated J PROQOLID

common and domain specific RD J
PCOMs/PROMs for ERNs
Central D3.1 Central Repository of
H . entral kepository o
- To define priority areas for future Repositor i ated) PCOMs for RDS
PCOMs/PROMs development August 2022

* To support ERNs in the implementation of
validated instruments for PCOMs/PROMs J
SoA&Gap report
D3.2 Report on the State of the Priority areas x

art of available PCOMs/PROMs development
and overlap/gap analysis

August 2022

Kick-off March 2022 PCEWG (3.1)

D3.3. Report on priority areas
for future PCOMs/PROMs
development
(M28 — June 2023)

. Report on at least 3 use-
cases scenarios for
PCOMs/PROMs
implementation
48 — Dec 2024)

Implementation

use cases (3.3)



WP3

WP3: Patient centred research

https:///patient-centred-research/proms-repository/

Filters list of PCOMs/PROMS PRO VIS RepOSitO ry S

PCOM/PROM Name 1) PCOM/PROM Type 2 \)(\

Target Age ¥ Domains Q
Disease (OrphaName) ® OrphaCode # O

Group of Diseases ¥ ERNs ¥
(O
O Legend &\(

Search Reset Column Visibility ¥ Column Reset
Q Showing 811 PCOMs/PROMs
Disease PROQOLID™
PCOM/PROM Name Type PROQOLID™ Age Domains (OrphaName) OrphaCode Group of Diseases ERNs Link
Adult Sickle Cell Quality of Life PRO + Full Adult - Emotional impact Sickle cell anemia ORPHA:232 Rare anemia ERN EuroBloodMet 9% Link
Measurement Information - Social functioning o7 eem
System® (ASCQ-Me®) -Painn
- Stiffness nzm

- Sleep functioning =

EORTC - Chronic Myeloid PRO v Basic Adult Non-Hedgkin ORPHA:347 Tumor of ERN EuroBloodMet % Link
Leukaemia (EORTC QLQ-CML24) lymphoma hematopoietic and ERN PasdCan
lymphoid tissues ERN EURACAN
- Satisfaction with Care and
Satisfaction with Social Life
EORTC - Non Hodgkin Lymphoma PRO v Full Adult - Symptom burden due to Non-Hodgkin ORPHA:547 Tumor of ERN EuroBloodMet % Link
Low Grade Module (EORTC- QLQ- dizease and/or treatment 4 lymphoma hematopoietic and ERN PasdCan
NHL-LG20) zom: lymphoid tissues ERN EURACAN
- Physical condition/Fatigue
- Emotional impacts i rem
- Wi 'Fears health and
functioning e re~ _l O
Haemophilia Quality of Life PRO or v Full Pediatric - Physical healt Hemaphilia ORPHA:448 Rare hemorrhagic ERN EuroBloodMet % Link



https://patient-centred-research/proms-repository/

European Rare Disease Research Coordination and Support Action

WPA4: Clinical trial support

1
1
@ ER I CA European Rare Disease Research Coordination and Support Action

WP4

Essential requirements
before thinking about a
clinical trial

@ ER | GA European Rare Disease Research Coordination and Support Action

Definition of orphan
drug by the EMA

Webinars / Youtube videos:

* Essential requirements before thinking
about a clinical trial

* Definition of orphan drug by the EMA

Activities with EMA & IRDiRC

Collaboration with WP2 on biobanking
activities and WP3 on Patient Engagement
for Clinical Trial development

11



@ ERIGA European Rare Disease Research Coordination and Support Action

Webinars, Factsheets and Youtube Videos

Feasibility for clinical trial - what Pharma Companies expect
and what they require as indispensable

Diego Ardigo, Chiesi (IRDiRC member)

REMEDI4ALL and expected impact for rare diseases clinical
trial

Anton Ussi, EATRIS

The impact of PROMs and PREMs in the preparatory phase of
a clinical trial

Ana Rath, INSERM — Mar Manu Pereira, VHIR

Framework for Patient Engagement in clinical trials
Maria Cavalier, Virginie Hivert
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European Rare Disease Research Coordination and Support Action

Current research services

available for the rare
diseases community

://erica-rd.eu/event/educational-webinar-1-current-research-services-available-for-the-rare-diseases-communit



https://erica-rd.eu/event/educational-webinar-1-current-research-services-available-for-the-rare-diseases-community/

W PS European Rare Disease Research Coordination and Support Action

ERICA WP5 Educational Webinar 2 24 October 2022

European Rare Disease Research Coordination and Support Actid

Practical advice on how to use

the Catalogue of Services and

the IMT

https://erica-rd.eu/event/wp5educational-webinar-2-practical-guide-on-how-to-use-the-
catalogue-of-services-and-the-imt/



https://erica-rd.eu/event/wp5educational-webinar-2-practical-guide-on-how-to-use-the-catalogue-of-services-and-the-imt/
https://erica-rd.eu/event/wp5educational-webinar-2-practical-guide-on-how-to-use-the-catalogue-of-services-and-the-imt/

European Rare Disease Research Coordination and Support Action

Success stories to be shared

Clinical trial

Preclinical
research

Drug

repurposing Drug

development
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WP6: Integration, Outreach & Dissemination

SOP for the collection, verification and validation of completeness of all clinical research Co"eCting and validating data for
projects and trials belonging to an EAN Orphanet Database

Ad|usts and checks the data in the
Orphanet DB accordingy. -> annotation for ERICA platform:
OrPNONCY | oot P

added ERM P1 directly for the

Provdes Exal il v Ot regiiraton andforthe * ERN HCP Expert centres
potential ERNS’ clinical studies mnotation.
identified wia a manual quality
e — * Clinical Practice Guidelines
Collects all validated data from [ ] CIinicaI Tria Is

ERNs and forwards to Orphanet,

Distributes the respective flles
among ERN Coordinating
Offices for verification,
completion, correction, and
validation.

ERN Coordinating office returns -

the final file to ERICA Office or Literature ERNs Coo

enters the data directly in the ( Suwi\l’ ) consultation '
monthly

a -

ERICA SharePaint

-
#,*, European

%eoit Reference

oga8' Networks

Orphanet
DB
ERN adds/corects |if necessary) the
reported and or missing data in the
respective ERN file on behalf of its
members™

NEXT: Webpage to be
developed




@ ERIGA European Rare Disease Research Coordination and Support Action

Added benefit of this task to ERNs and their patients:

A central platform resource for clinicians (ERN and non-ERN), to find in one
place relevant ongoing RD CTs that that their patient could benefit from/ they
can contribute research or participate to

A resource for researchers to keep track of ongoing ERN research

A single place for rare disease patients to source information on relevant
research/ Clinical trials pertaining to ERNs;

Advertising & increased awareness of ERNs via the Orphanet website — ERN
trials will be marked as such in the Orphanet database ;



@ ERl BA Home  About~  Work Packages ~ ERNs  News

Welcome at the ERICA website

The aim of the European Rare Disease Research Coordination and Support Action consortium (ERICA), in which all
24 European Reference Networks (ERNs) take part, is to build on the strength of the individual ERNs and create a
platform that integrates all ERNs research and innovation capacity.

Through knowledge sharing, engagement with stakeholders in the rare disease domain and assembly of
transdisciplinary research groups working across the global health spectrum, ERICA strives to reach the following
goals:

¢ new intra- and inter-ERN rare disease competitive networks

s effective data collection strategies

s better patient involvement

¢ enhanced quality and impact of clinical trials

s increased awareness of ERNs innovation potential.

ERICA will strengthen research and innovation capacity by integration of ERN research activities, outreach to
European research infrastructures to synergistically increase impact, and innovation. This will result in efficient access
and safe therapies for the benefit of patients suffering from rare diseases and complex conditions.

Definition of orphan

drug by the EMA

\/

Welcome to the Smart Guidance RD Wizard!

The Smart Guidance tool for the
FAIRification of rare disease registries

ERICA WP4 Webinar: Definition of orphan
drug by the EMA

ERICA WP4 Clinical Trial Support webinar “Definition of
orphan drug by the EMA” Armando Magrelli, Istituto
Superiore di Sanita (ISS) Roma, Italy 28th March 2023

The Smart Guidance tool for the FAIRIfication of rare
disease registries was released on the 18th of July. This is
a questionnaire-based tool built on the Data Stewardship

European
Reference
Networks

Overview of ERNs

PROMs Reposito

-y
®,° >N\ European
: L L1 Reference
U k ra i n e Rare Diseases Doctors MNetworks

https://erica-rd.eu/

Other News

EJP RD: ERN Workshop: Genetics and
Precision Medicine in Rare Diseases

Aim: Learning from monogenic diabetes as a model of precision
medicine by genetic diagnosis and elaborating a proposal of a
study [...]

ERICA WP4 Webinar: Designing and
conducting clinical trials in rare diseases —
what industries expect for partnering with
clinical sites

ERICA WP4 Clinical Trial Support webinar “Designing and
conducting clinical trials in rare diseases - what industries expect
for partnering with [...]

ERICA WP4 Webinar: Essential requirements
before thinking about a clinical trial



https://erica-rd.eu/

European Rare Disease Research Coordination and Support Action

How to get involved/Benefit from ERICA

* ERICA website https://erica-rd.eu/
increasingly interactive a central platform for ERN Research

ERNs Research Wall ; ERICA PROMs Repository; Catalogue of current translational research
services ; Educational Webinars

- ’4 ¥ @crica_RD_EU

Subcribe to Newsletter

7) ERICA


https://erica-rd.eu/
https://erica-rd.eu/research-wall/
https://erica-rd.eu/work-packages/patient-centred-research/proms-repository/
https://erica-rd.eu/work-packages/translation-and-innovation/expert-working-groups-ewgs/
https://erica-rd.eu/work-packages/translation-and-innovation/expert-working-groups-ewgs/
https://erica-rd.eu/events/webinars/
https://erica-rd.eu/newsletter/
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