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JRC's Mission

ry

As the science and knowledge service
of the Commission our mission is to support
EU policies with independent evidence

throughout the whole policy cycle

ny

‘ . Policy on Rare Diseases
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European Commission’s Strategy for Rare
Diseases

Communication from the Commission to the European
Parliament, the Council, the European Economic and Social Committee
and the Committee of the Regions on "“Rare Diseases: Europe’s
challenges” (2008)

To improve recognition and visibility on "

rare diseases L

To develop European cooperation,
coordination and regulation for rare
diseases
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European Commission’s Strategy for Rare
Diseases

Implementation report

on the Commission * "This is why the European Commission's

Communication on JRC is currently developing a European

R : : Platform on Rare Diseases Registration.
are Diseases: The main obiecti -

. e main objectives for this platform are

Europe’s challenges to provide a central access point for

(2008) and Council information on rare diseases patients’

registries for all stakeholders, support

o . new and existing registries in view of their

an action in the field of interoperability, provide IT tools to

rare diseases (2009) maintain data collection and host

[COM(2014) 5438 final] activities of the surveillance networks."

Recommendation on
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European Platform on Rare Disease Registration
(EU RD Platform)

Searchable, findable rare disease registry data

-
European Rare Disease European standards
Registry Infrastructure for data collection
(ERDRI) and data sharing

Data repository

curd

European Surveillance

RD Registry of Congenital Anomalies
Data Warehouse in Europe

https://eu-rd-platform.jrc.ec.europa.eu

Trainings,
Resources
and Latest news

Surveillance
of Cerebral Palsy
in Europe
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European Platform on Rare Disease Registration

(EU RD Platform)

Searchable, findable rare disease registry data

P
European Rare Disease European standards Trainings,
Registry Infrastructure for data collection Resources
(ERDRI) and data sharing and Latest news

Data repository

curd

European Surveillance Surveillance

RD Registry of Congenital Anomalies of Cerebral Palsy
Data Warehouse in Europe in Europe

https://eu-rd-platform.jrc.ec.europa.eu “ European

Commission



EUROCAT and SCPE

eure

european surveillance of
congenital anomalies

Network of population-based
registries for the surveillance of congenital
anomalies in Europe

= 49 registries in 23 countries

= High quality multiple source registries,
ascertaining all types of births (live birth,
still birth, fetal death) and terminations of
pregnancy.

= Data collected twice a year, time delay: 2
years

https://eu-rd-platform.jrc.ec.europa.eu/eurocat en

¥ Network of population-based
registries for the epidemiological surveillance
of cerebral palsy in Europe

= 19 active registries in 18 countries

= Registries using multiple sources of
ascertainment

= Data updated annually, time delay: 9
years

https://eu-rd-platform.jrc.ec.europa.eu/scpe en
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https://eu-rd-platform.jrc.ec.europa.eu/eurocat_en
https://eu-rd-platform.jrc.ec.europa.eu/scpe_en

European Platform on Rare Disease Registration

(EU RD Platform)

Searchable, findable rare disease registry data

> | s !
European standards

for data collection
and data sharing

Trainings,
Resources
and Latest news

European Rare Disease
Registry Infrastructure
(ERDRI)

Data repository

curd

European Surveillance Surveillance
RD Registry of Congenital Anomalies of Cerebral Palsy
Data Warehouse in Europe in Europe

https://eu-rd-platform.jrc.ec.europa.eu H
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EU RD Platform: Common Data Elements
Tools for semantic interoperability

P
European standards
for data collection
and data sharing

Domain Specific Common
Data Elements (DsCDE)

Set of Common
Data Elements (CDE)
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2. Personal 1. Pseudanym

information

3. Patient

4, Care pathway

Status

SET OF COMMON DATA ELEMENTS FOR RARE DISEASES REGISTRATION

ELEMENT N°

ELEMENT NAME

ELEMENT DESCRIPTION

CODING

COMMENT

1.1 Pseudonym Patient's pseudonym s String https://eu-rd-
platform.jrc.ec.europa.eu/erdrifeu
pid-intro

2.1, Date of birth Patient's date of birth ¢ Date (dd/mmfyyyy)

2.2 Sex Patient's sex at birth * Female

* Male
s Undetermined
# Foetus (Unknown)
3.1. Patient's status Patient alive or dead s Alive If dead then answer question 3.2
* [Dead
* Lostin follow-up
s Opted-out
3.2 Date of death Patient's date of death ¢ Date (dd/mmfyyyy)
a1 First contact with Date of first contact with [ « Date (dd/mmSyvwy)

specialised centre

specialised centre

H European
Commission




6 Diagnosis 5. Disease history

7. Research

Apge at onset Age at which symptoms/signs | » Antenatal
first appeared » At birth
»  Date (dd/mmfyyyy)
» Undetermined
Ape at diagnosis Age at which diagnosis was | » Antenatal
made » At birth
s Date (dd/mm vy
» Undetermined
Diagnosis of the rare | Diagnosis  retained by the | Orpha code (strongly http:/fwww.orphadata.org/cgi-

disease

specialised centre

recommended — see link) /
Alpha code/ ICD-9 code/ ICD-2-
CM code f ICD-10 code

bin/inc/productl.inc.php

Genetic diagnosis

Genetic diagnosis retained by
the specialised centre

International classification of
mutations (HGWVS) (strongly
recommended — see link) /
HGMC f OMIM code

http:/fwww.hgvs.org

Undiagnosed case

How the undiagnosed case is
defined

® Phenotype (HPO)
» Genotype (HGVS)

Agreement to be Patient's permission exists for | = YES

contacted for being contacted for research MO

research purposes purposes

Consent to the reuse | Patient's consent exists for YES

of data his/her data to be reused for | « NO
other research purposes

Biological sample Patient's bioclogical sample | » YES If YES answer question 7.4
available for research s NO

Link to a biobank

Biological sample stored in a
biobank

® YES (if appropriate use link)
« MO

https://directory.bbmri-eric.eu

Classification of
functioning/disability

Patient's dizability profile
according to  International
Classification of Functioning
and Disability (ICF)

Disability profile / Score

http:/fwww who.int/classifications

ficffwhodasiifen/
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EU RD Platform: Common Data Elements
Tools for semantic interoperability

Set of Common

Data Elements (CDE) European standard
e A Data Elements (DsCDE)
and data sharing

Domain Specific Common

Work in progress

n European English @) Search
Commission

European Commission > EU Science Hub > European Platform on Rare Disease Registration > Set of common data elements

> Extension of the CDE to increase semantic interoperability.

> Research needs of the ERNs

Set of Common Data Elements

> Joint initiative of the JRC / EU RD Platform, the ERN Registries Task
Force, and the EJP-RD registry interoperability Work Focus Group.
The "Set of common data elements for Rare Diseases Registration® Is
?::,2:;:;aﬁiffo‘;li:mrrs.;a'ie;s:fc;"eEURDPIWWWga: > Identification of domains / data element curation teams /standardise
feedback (specific questions /scoring systems, prioritisation)

It contains 16 data elements to be registered by each rare disease
registry across Europe, which are considered to be essential for further

research. They refer to patient's personal data, diagnosis, disease » Consultations with wider medical expert community
history and care pathway, information for research purposes and about
disability.
The "Set of common data elements for Rare Diseases Registration® was " _ e . . .
Domain-specific Common Data Elements for Rare Disease Registration: A Conceptual Approach of a

produced by a Working Group coordinated by the JRC and composed of - P . P . .
European Joint Initiative towards Semantic Interoperability in Rare Disease Research"

experts from EU projects which worked on common data sets: EUCERD ! !
Accepted, JMIR Journal for Medical Informatics.

Joint Action, EPIRARE and RD-Connect.

EU RD Platform CDS Download (&,
English (386 k8 - PDF - 2 pages) el H European
Commission

Available languages (21) v




The main components of ERDRI

European Rare Disease Registry Infrastructure (ERDRI)

European Directory of Central Metadata Repository
Registries (ERDRI.dor) (ERDRI.mdr)

Overview of rare disease registries in Database containing the data elements
Europe including their characteristics used by rare disease regisiries

$

EUCERD-JA Workpackage "Registries"
Univ. Frankfurt/Mainz

Pseudonymisation
tool

Service offering registries at local level

the solution for patient pseudonymisation

¥

In-house development

European
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ERDRI characteristics

Ensures DISCOVERABILITY of

DATA from participating RD
registries via the ERDRI Search
‘ropean Rare Disease tO O I

‘<try Infrastructure

Cal
=

their data and decide about use

' Registries remain owners of
] 3y of the data

European
Commission



European Rare Disease Registry Infrastructure (ERDRI)

The European Directory of Registries (ERDRI.dor)

I
“ “ ‘ List of participating RD registries with their main

IMIIPJ‘ m M “‘N\l MWH |“‘m[f/ characteristics and description

‘ ‘HM’.I w ‘Iﬂ Descriptive metadata - eight sections with 38 data
. i ields related to a registry of which 23 are obligatory
( ’I ‘“ n\. H fll fl lil" AT, specific rare disease addressed
" ; scope
| | ‘ il I‘ A operating institution
ltﬂ lﬂ contact information

European Directory of
Registries (ERDRI.dor)

Overview of rare disease registries in let Df the data elements colle::te::l by the registries

Europe including their characteristics

Elbtr-bE‘LlfIC data scheme

- European
Commission



Central Metadata Repository
ERDRI.mdr

;A Metadata = Data about data

Semantic

Interoperability

Machine
readability

common
definitions for Human readability

data elements Semantic web

technologies

“ European
Commission




Interoperability through the
ERDRI Pseudonymisation tool «()

« Offered to all registries joining the EU RD Platform.

« Secure Privacy-preserving Identity management in Distributed
Environments for Research

Pseudonym generation Generate unique pseudonyms depending on the registry's context

Link different pseudonyms belonging to the same patient and bring together

Data linkage hisiher data from different sources
Pseudonymisation
tool
Service offering registries at local level Data transfer Share pseudonymized data belonging to one or more patients with one or

the solution for patient pseudonymisation more target registries

“ European
Commission



European Platform on
Rare Disease Registration

Central Metadata
Repository

European ]
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Accessing ERDRI

ERDRI - User Cases workflow

UNIDENTIFIED USER READER/USER

« User accesses ERDRL.dor

and ERDRLmdr (with __ Authentication through

restriction on registries EU login

details) i e
« User wishes to see full * User accessesto ERDRI.dor

and ERDRL.mdr {with full
registries details)

m » User wishes to insert data

into ERDRI.dor/ERDRL. mdr

registries details in
ERDRI.dor and ERDRL mdr

o o

USER INSERTING DATA

Authentication through
EU login

l

= User fills verification form

= User receives confirmation e-
mail.

= Info transmitted to FMB

|

* Authorisation by ERDRI
managers

= Confirmation email and link to
ERDRI.dor sent to user

= Check of ERDRI.dor input

- New context is mapped to the
user-id

European
Commission



Acce SS i n g E R D RI https://eu-rd-platform.jrc.ec.europa.eu/erdri-description en

European Rare Disease Registry Infrastructure (ERDRI)

PAGE CONTENTS : 1
The European Rare Disease Registry Infrastructure (ERDRI) renders

European Directory of rare disease registries’ data searchable and findable. This is achieved
Regisiries (ERDRI.dor) through the provision of following components: European Directory of
Central Metadata Repository Reqgistries (ERDRI.dor), Central Metadata Repository (ERDRL.mdr) and
(ERDRI.mdr} Pseudonymisation Tool (EUPID).

Pseudonymisation Tool (EUPID)
Search broker (ERDRI.sebro) ERDRI

Frequently asked questions
oq y 9 European Directory of
Registries

Central Metadata
Repository

Registries

ERDRI supports existing registries in view of their interoperability and
the creation of new registries.

ERDRI User access guide PDF

) o oo

European Directory of Registries (ERDRI.dor)



https://eu-rd-platform.jrc.ec.europa.eu/erdri-description_en

Accessing data input -
Verified user in ERDRI.dor

European Commission » EU Science Hub > European Platform on Rare Disease Registration > ERDRI > DOR

ERDRI.dor - European Directory of Registries

Home Search Show disabled registriels Add registry elp v

o Please take note of the privacy statement. In case the data you provide in ERDRI.dor concern a person other than yourself please make sure that this
person has taken note of the privacy statement

| accept the privacy statement

General information

“ European
Commission



Accessing ERDRI

<« > C O @ https://eu-rd-platform jrc.ec.europa.eu/erdri-terms-conditions

European English @ Search
Commission

European Commission > EU Science Hub > European Platform on Rare Disease Registration > ERDRI terms conditions

ERDRI terms and conditions

BY USING THE EU RD PLATFORM, YOU ("THE USER") AGREE TO
BE BOUND TO THESE TERMS AND CONDITIONS. IF YOU DO NOT
AGREE TO ANY OF THE TERMS OR CONDITIONS PROVIDED
HEREIN, PLEASE DO NOT USE THIS WEBSITE OR ANY
INFORMATION OR TOOLS HEREIN.

< | accept the terms of use >
Access to limited information (read-only)
< | accept the privacy statement >

Proceed to log in

European
Commission




Identified Users - Authentication

Sign in to continue

Welcome back
I -

(European Commission)

Sign in with a different e-mai address?

Password

4 r word?

Choose your verification method

l Password

oxm
A

Lost vour passwerd?

Choose your verification method

oo
Easy, fast and secure: downioad the EU Login app

EU Login

One account, many EU services

| Abautew Login
Conies
Privacy Stalamani
Conlact

Haly

Introduction to EU Login.

EU Lagh I5 the £
Commisson wab services, wsing a single smai address and password

Wy
ECas™

0 Lngish (e} !

Crealy an account

beation service, Ealows ssthonsed users b access a wids rangs of

European
Commission



Verified Users - Contributors

Registration form

Become a verified user

T Bt dsie 2 Uttt ERDR il with ol enclions enabisd you Rardt 12 be verfied Pease BB form with e requesied dats and cick on B "Subel” BuSon

gL N2 P

et code | n P mape?

Enter thi Charesers shawn in M L =

—]p“"‘lh m

Ewropean Platiorm ca Rare Diseases.
Regisiraton

“ European
Commission



General information

Name of the registry *

Acronym

Medical area

*

Type of Registry

If other type of registry, please
explain

Registry is member of

Registry is member of a
European Reference Network

Description

Website

Sponsors

Epidemiology
Clinical Registry
Basic Research

Pharmacological
Research

Patient Registry
Healthcare planning
Economic evaluation
Other type

Eurocat

Please input your ERM here

A0S TSl Y

(500 characters remaining)




Rare disease *

Search

Enter a list of orphacodes in the textbox below. Separate codes by either a new line,

Input by orphacode
P yorp blanks, commas or semicolons and then press "Add to process the list.

+ Add

Name of the disease

n European
Commission



Structure

Inclusion and exclusion criteria

Recruitment area

Name of the recruitment area

{Country, state or region

Recruitment start/end date
DOV Y Y Y

Current number of cases

Data source

If other data source, please
explain

Number of Data Elements
collected by the registry

Technical solution (software)
used

Data management

Link to the privacy policy

Ethical review committee

Availability for future
collaborations/studies

£

to

at

University hospital
Non university hospital
Physician

Other

Patient/test person
Family of patient

Research Institution

ean
lission



Reqgistry information

Institution

Facility

Department

Street & number

Postcode City

Country

Country (please specify)

Responsible for the registry

First name

Last name

Title

Academic title/degree

Position

E-Mail address

Phone number

*




Biobanks

Biobank name Registry of biobanks Biobank identifier +
Additional components

Name of the component Component described in Relationship component- +
registry

“ European
Commission



The European Directory of RD registries - ERDRI.dor

ERDRI.dor - European Directory of Registries

» Clickable map

> “List all” function

» Search function

ERDRI.dor - European Directory of Registries

Home Search Show disabled registries Add registry Help v

W Search

Type of Reqgistry

Registry's Name, ‘ | ] ;
Webtools | Leaflet | Gredit: EC-GISCC, ® UN-FAC for the administrative boundaries | Disclaimer Registry's Subject Epidemiology

| Clinical Registry

Darietms MamaFlas e n e Responsible for the ‘ )
Registry Mame/Descriptio Search \ registry Basic Research

Pharmacological Res:

Rare disease ‘

Patient Registry

] ) . L Country Healthcare planning
u OngOII"]g Campalgn |n reCFUItlng neW Economic evaluation
registries Year ofthe | | .
recruitment Has a biobank

= ERN network registries Last edit before

European
Commission




Logged in as Andri PAPADOPOULOU @ Log out

Commission

European Commission # EU Science Hub 2 European Platform on Rare Disease Registration » ERDRI > MDR

ERDRI.mdr - Central Metadata Repository

i HOME ERDRI.mdr serves to ease the integration of heterogeneous data from different rare disease

— registries. For this purpose, it contains a collection of metadata which specifies the used data

Q VIEW glements of a registry including the designation of the used data elements, their definiticn and units
of measurement. The more registries define their data elements in a comprehensible way and use
identical data definitions, the easier it is to use these data for overarching studies and research

LF ADMIN questions.

In the long term the harmonisation of used data elements and data structures in existing and
upcoming registries is aimed at. The use of the "Set of common data elements for rare diseases
registration” by each registry is a first step towards this objective and the interoperability of rare
dizsease registries.

Before entering data you are strongly advizsed to make yourself familiar with the ERDRI.mdr
environment. You can do so at the ERDRL.mdr demo instance, which can be accessed with the
zame credentialz as the production ERDRILmdr.

European Platform on Rare LRSS E%m:m%
Disease Registration =

“ European
Commission



European Commission # EU Science Hub # European Platform on Rare Disease Registration » ERDRI # MDR

ERDRI.mdr - Central Metadata Repository

0 All registries '3:3' Hide empty registries
i HOME
Q. wviEw AIDA BD
Autoinflammatory Disease Alliance Registry of Behcet's Disease
£} ADMIN

AIDA mAlDs

Autolnflammatory Disease Alliance Registry of Monogenic Autoinflammatory Diseases

AIDA PFAPA
Autolnflammatory Disease Alliance Registry of Periodic Fever, Aphthous stomatitis, Pharyngitis, Adenopathy (PFAPA) syndrome

AlDA STILL
Autelnflammatory Disease Alliance Registry of Stil Disease

Reglstny | lash ypdated at 13/1/2022

BHDMR
Banque Maticnale de Donnees Maladies Rares

Feglsiry | last ypdaled af 134172022

CDS

Set of Common Data Elements for Rare Dizseases Registration

“ European
Commission



European Commission # EU Science Hub # European Platform on Rare Disease Registration » ERDRI 2 MDR

ERDRI.mdr - Central Metadata Repository

Excel upload

You can change the metadata of the registry COS by uploading an Excel file.
You can download the template here and, as an example, the Set of Commen Data Elements (CDS).

Using the dedicated XL5X template

Upload your registry's metadata
Onhy Excel XLSX files

Choose file

Using the data scheme output file from Redcap software

Upload redcap file
Onhy Excel XLSX files

Choose file

Using data scheme output files from other registry software solutions

Please contact the ERDRI team to dizcuss this possibilty at EU-RD-PLATFORM@ec.europa.eu

European Platform on Rare BEEEHINE Ew
- = - ntsct
Disease Registration -

“ European
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EUROPEAN COMMISSION
JCINT RESEARCH CENTRE
- Diectorate F - Heath, Consumers and Reference Materiss

.1 Masith i Soclety

European Platform on Rare Disease
Registration (EU RD Platform)

The European Rare Disease Registry Infrastructure
(ERDRI)

ERDRI.mdr User Guide

FURGPEAN PLATFORM ON RARE DISEASES REGISTRATION - Senmen

User Documentation 2.0

Campasn Commiaaior. - JAC - 424037 ars (VAL taly 1
e e Sockey

SLRCFSAN COWASS TN
SIAT RAIRCRI SRR

mf;::&.CMINM\N
European Platform on Rare Disease
Registration (EU RD Platform)
The European Rare Disease Registry Infrastructure

ERDRI User Access Guide

T Iy T rFr I rC ey
}

AUMOSTAN FUATRO M W alS 13504 5% ¥5 M1 TRANOY -

User Documentation 2.0

European
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Role of ERDRI.mdr in building a

registry

Import of metadata
into ERDRI.mdr

(software)

Implementation of the Set of CDE by each
registry

Domain Specific CDEs (work in progress) will
also be included in ERDRI.mdr for registries
to use

ERDRI.mdr

SNOW/ HIDS NamSspacss

[Freame rote e s Vst s crdered mgneencany)

EURDCAT
~ | Baby and Mother s s e E
EURoCAT
1y ramesgzczs | Diagnosis R e T
bname : BNDMR = EUROCAT
[~] Exposure e
Exnsure
CAMA_UA - CSMA_UA =
EuROCAT
Degos Disesse - Mabignant. ASSCONCEFT umeurocat dataslement £2-1
AITOprG PEPUIGES, L‘{?‘ = ~ | ASSISTED CONCERTION IF = mutro rtization GIFT =
‘esdes msignant Atropnic =
Papuiosis ames i falloplan trangfe ICS| = rracoplae
rpoten
sfie1eg  ERK-Reg = EUROCAT

surocat : EUROCAT

RED : Enders-Danios $ndroms

spicars : ERICARE centrallssd
registry

‘sumses | EURRECE

‘surobipodnst : Euroblopahst

EurocatNNL : Eurocat NNL =

EUrOTawar : ELTOTsvSr =

VASCA : Europsan Rars Vasculsr
Anomaiies Regletry

EUroCHI - El o
SRS

umEuTCat a3k S5 1

DIGITS MAXIMUM Recard any drug teken by e

MO DUrIng M st rimesiar of pragrancy (om me 16t a2y af
et mensial period up 1 e 128 week of gesiation). Drugs

150 D reconoe (=g ASMENN, stretinas stn)
whih irimesier T2 drug was faken, and Bl IfomEtion camnt
D= cotzined, code F u wrle I e £pace T comments MEt R I
0 BT WASTIST D O Was taken I e At mester Use
ATC-ooding and use 26 many dighs 35 possibie (from 3 7)
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OTVESING O MINSIIE (2. VRSN A Mega 00625). The ATC
5OING Sy 6055 ot AR 3 GO0 T RSN OUS OF
herts Mhese are used. ghe e maln oode Z. ATC eampie:
NO3A: anilepliegil drug NOSAFOI carbamazepine Defalls on
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The main components of ERDRI

European Rare Disease Registry Infrastructure (ERDRI)

European Directory of
Registries (ERDRI.dor)

Overview of rare disease registries in
Europe including their characteristics

Central Metadata Repository
(ERDRI.mdr)

Database containing the data elements
used by rare disease registries

Pseudonymisation
tool

Service offering registries at local level
the solution for patient pseudonymisation

“ European
Commission



Commission

EU RD Platform
Central Metadata Repository
ERDRI.mdr

Tutorial session

JRC.F.1




What Is Metadata?

Metadata = Data about data (peTa = beyond) Key Value

* Data that describes data

« Not the raw data itself l m Kg

» Set of key:value pairs I

Decimal

European
Commission




Why do we need a Metadata Repository?

* Which data do we have? * Who has this data? * Encrypted pseudonymized
* What data does this data transfer

center collect?

European
Commission




How can we upload data to the MDR?

* Fill the MS Excel template

« Upload directly in your registry’s space or
send the file to the functional mailbox
EU-RD-PLATFORM@ec.europa.eu

* |If needed, update the Excel file and send it
again



mailto:EU-RD-PLATFORM@ec.europa.eu

(Meta) Data to insert in the Excel file

Human Readable

Human Readable

: Variable name
variable group name

. . Date of Birth
Personal information .
Variable name as
in your information

system

Human Readable
Variable
description

Human Readable
variable group
description

Patient’s date of birth

Type constraints

dd/mm/yyyy

dateofBirth

My Variable Group Description
prerequisites

If othervar = 1 Other key:value
pairs

Measurement rate

One time
ELEMENT _NO=2.1

European
Commission
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