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JRC's Mission

As the science and knowledge service 

of the Commission our mission is to support 

EU policies with independent evidence 

throughout the whole policy cycle

"

"

Policy on Rare Diseases



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

To support policies on rare diseases in 
the EU Member States

To develop European cooperation, 
coordination and regulation for rare 

diseases



European Commission’s Strategy for Rare 
Diseases



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



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



EUROCAT and SCPE

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

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


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



Set of Common 

Data Elements (CDE)

Domain Specific Common 

Data Elements (DsCDE)

EU RD Platform: Common Data Elements
Tools for semantic interoperability







Set of Common 

Data Elements (CDE)
Domain Specific Common 

Data Elements (DsCDE)

Work in progress

EU RD Platform: Common Data Elements
Tools for semantic interoperability

 Extension of the CDE to increase semantic interoperability.

 Research needs of the ERNs

 Joint initiative of the JRC / EU RD Platform, the ERN Registries Task
Force, and the EJP-RD registry interoperability Work Focus Group.

 Identification of domains / data element curation teams /standardise
feedback (specific questions /scoring systems, prioritisation)

 Consultations with wider medical expert community

"Domain-specific Common Data Elements for Rare Disease Registration: A Conceptual Approach of a
European Joint Initiative towards Semantic Interoperability in Rare Disease Research"
Accepted, JMIR Journal for Medical Informatics.



The main components of ERDRI

EUCERD-JA Workpackage "Registries"
Univ. Frankfurt/Mainz In-house development



ERDRI characteristics

Ensures DISCOVERABILITY of 
DATA from participating RD 

registries via the ERDRI Search 
tool

Registries remain owners of 
their data and decide about use 

of the data



The European Directory of Registries (ERDRI.dor)



Central Metadata Repository
ERDRI.mdr

Semantic 
Interoperability

common 
definitions for 
data elements

Human readability 

Machine 
readability

Semantic web 
technologies  

Metadata = Data about data

Key:value pairs

Designation / Definition /Measurement unit + range 

Collection of metadata on all data elements collected by 
participating registries



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



European Platform on 
Rare Disease Registration



Accessing ERDRI



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

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


Accessing data input –
Verified user in ERDRI.dor



Accessing ERDRI



Identified Users - Authentication



Verified Users - Contributors 













The European Directory of RD registries - ERDRI.dor

 Ongoing campaign in recruiting new
registries

 ERN network registries

 Clickable map

 “List all” function

 Search function











Role of ERDRI.mdr in building a 
registry

 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 



The main components of ERDRI



EU RD Platform
Central Metadata Repository
ERDRI.mdr

Tutorial session

JRC.F.1



• Data that describes data

• Not the raw data itself

• Set of key:value pairs

What is Metadata?

Metadata = Data about data (μετα = beyond)

19.45

Name Weight

Unit Kg

Type Decimal

Key Value



Why do we need a Metadata Repository?

Describe Search/Retrieve Know

• Who has this data?

• What data does this 

center collect?

• Which data do we have? • Encrypted pseudonymized

data transfer



How can we upload data to the MDR?

1
• Fill the MS Excel template

2

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

3

• 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

Variable name as 

in your information 

system

dateOfBirth

Human Readable 

Variable name

Human Readable 

Variable 

description

Date of Birth

Variable 

type

Patient’s date of birth

Date

Human Readable 

variable group name

Human Readable 

variable group 

description

Personal information

My Variable Group Description
Type constraints

dd/mm/yyyy

prerequisites

If otherVar = 1 Other key:value

pairs

ELEMENT_NO = 2.1

Measurement rate

One time
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