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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)

1. To improve recognition and 
visibility on rare diseases

2. To support policies on rare 
diseases in the EU Member 
States

3. To develop European 
cooperation, coordination and 
regulation for rare diseases



 To cope with the extreme fragmentation 

of data sources across EU Member States

Source: EURORDIS

Hundreds of RD registries exist, but 

- no standardised data collection for most RDs

- the lack of interoperability severely limits 
the registries' potential

Why an EU Platform on RD Registration?



 To reach interoperability between registries

 Standardised data collection and exchange

 Semantic interoperability

 Make data FAIR

 Data linkage

 Data transfer

Why an EU Platform on RD Registration?

- Findable
- Accessible
- Interoperable
- Reusable



 To reach the critical number of patients for

 Studies 

 Research

Why an EU Platform on RD Registration?

 Use of data 
for all possible purposes, advancing knowledge on RD

- clinical aspects - evaluation of prognosis 
- natural history - epidemiology
- therapy - basic research
- quality of care - policy - health policy 

etc. 



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



EU RD Platform 

DATA availability

DATA use



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

ERDRI
European
Rare Disease
Registry 
Infrastructure



European Platform on Rare Disease Registration

(EU RD Platform)

- Unified source of information about  RD 
registries and their data 

- The Platform for RD REGISTRIES, bringing 

them together 

- Overview of RD registries 

European Directory of Registries



European Directory of Registries
ERDRI.dor

RD registries/ERNs:

- overview of registries
with characteristics

- searchable catalogue
- contact details













European Platform on Rare Disease Registration

(EU RD Platform)

- The Platform for RD METADATA

(all data elements collected by RD registries)

- Basis for semantic interoperability between RD    

registries  

Central Metadata Repository



Central Metadata Repository 
ERDRI.mdr

Collection of metadata 
on all data elements collected 
by participating registries

=



Central Metadata Repository 
ERDRI.mdr

Pseudonym Name Surname DOB Disease RBC

10001Dave Doe 14/01/1975 12345 5.34

10002Jane Doe 17/10/1975 12234 4.56

10003Martin Trump 28/02/1981 12345 5.01

10004Sue Walker 13/12/1990 12345 5.76

10005Harry Doyle … …

10006Jonny Walker … …

10007Bart Simpson … …

Designations of data elements

+ Definition
+ Measurement unit 



Central Metadata Repository 
ERDRI.mdr

- repository of
metadata

- data dictionnaries
- ontologies
- semantic interoperability



FAIRification of the MDR

Auto gen of XML 
Schemas

• Speed up MDR RDF 
representation 
(JRC side)

• Generate and 
validate standardized 
record-level data 
(Registry side)

• Achieve syntactic 
interoperability

Gen RDF from 
XML Schemas

• Express MDR data in 
RDF form (JRC side)

• Generate RDF 
version of record-
level data 
(Registry side)

Select ontologies

• Enrich element 
description with 
ontologies terms

• Achieve semantic 
interoperability

<Pseudonym>1234</Pseudonym>

<Pseudo>567</Pseudo>

<registry_123> a              mdr:Registry ;

mdr:hasRecord [

a                 mdr:Record ;

<has_Pseudonym_>  [

a                 <Pseudonym_> ;

<hasPseudonnym>   

"1234"^^xs:string

] ;

<registry_1:Pseudonym> = <registry_2:Pseudo>



European Platform on Rare Disease Registration

(EU RD Platform)

- The Platform for EU-wide unified 
PSEUDONYMISATION system for RD 
patients

SPIDER pseudonymisation services



Pseudonym LINKAGE

Pseudonym GENERATION

Encrypted pseudonymised data 
TRANSFER

SPIDER pseudonymisation services

Data sharing policy enforcementSpider Share Network



European Platform on Rare Disease Registration

(EU RD Platform)

- Ensures DISCOVERABILITY of DATA from 
participating RD registries

- Registries remain owners of their data and 
decide about use of the data

ERDRI Search tool



Search broker  
ERDRI.sebro

Registries

European Directory of 
Registries

Central Metadata 
Repository Search 

Broker

ERDRI



1. Researcher inserts 
keywords

• metadata elements 
name, rare disease, 
type of registry..

2. DOR and MDR are queried

3. Registries matching the 
request are identified

4. The EU RD Platform 
contacts the registries

5. Feedback from registries 
to the EU RD Platform

6. Researcher contacted by 
the EU RD Platform

./sebro

Search
Broker

./erdridor

DOR

./mdr

MDR

1
2

3

4

6 5

Search broker  
ERDRI.sebro



ERDRI.sebro
central-level and record-level,

distributed (“federated”)

Search
Broker

Human

Machine

SPIDER
Server

SPIDER
Client

SPIDER
Client

SPIDER
Client

e.g. Count the number of female patients 
where disease = Brugada syndrome and year of diagnosis = 2021 

1. Query reaches the SPIDER clients
2. SPIDER clients compute the results 
3. Results are merged and provided as a result

Merged
Results Results

DOR MDR

ok

ok

ok

Distributed,
Record-level

Central-level



EU RD Platform - search function

Registries

European Directory 
of Registries

Central Metadata 
Repository

Pseudonymisation
tool

Search 
Broker

Data 
Warehouse

Reporting 
Data Set

Common Data Set

ERDRI

Search 
Broker



European Platform on Rare Disease Registration

(EU RD Platform)

- Provides STANDARDS FOR DATA 
COLLECTION

- Set of common data elements for RD 
registration

In collaboration with ERNs/EJP-RD

- Domain-specific common data elements 
for ERNs







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



Local
Registries

ERN Central
Registry

ERDRI.
mdr

Metadata

Metadata

Building the ERN central registry 
based on pre-existing registries

ERDRI.dor
Transfer



EU RD 
Platform

Registries ERNs

Orphanet EJP-RD

Biobanks
omics

Databases

EU RD Platform - interactions



Join the EU RD Platform

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

knowledge generation centre for rare diseases


