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Survey on 

www.epirare.eu

Survey on 

“Activities and needs of RD registries in 

the EU”

Selected Results 



Geographical coverage and target population



Aims of the registry

 Frequency  Percent  Valid 
Percent 

Natural history of the disease 133 60,4 60,7 
Epidemiological research 155 70,4 70,8 
Clinical research (patient recruitment for clinical 
trials) 

134 60,9 61,2 

Disease surveillance 122 55,4 55,7 
Treatment evaluation (efficacy) 94 41,8 42,9 
Treatment monitoring (safety) 73 33,1 33,3 Treatment monitoring (safety) 73 33,1 33,3 
Mutation database 94 42,7 42,9 
Genotype-phenotype correlation 117 53,1 53,4 
Social planning 42 19 19,2 
Healthcare Services planning 74 33,6 33,8 
Other (specify): 18 8,1  
Total valid  219 99,5  
Missing 1 0,5  
Total  220   
 



Reason for establishment 



Informed consent
Informed Consent



Approval by a Research Ethics Committee (REC)
Approval by a Research Ethics Committee 



Main Governing Board



Data sharing:



Initial and current funding

 Initial funding Current funding 
 Frequency  Percent Frequency  Percent  

Valid No specific fund 46 20,9 57 25,9 
Regional Authority 27 12,2 28 12,7 

National Authority 55 25 55 25 
University/Research Institute 35 15,9 27 12,2 

Hospital 19 8,6 17 7,7 
Patients Association 36 16,3 28 12,7 

Foundation 22 10 23 10,4 Foundation 22 10 23 10,4 
Industry/Industrial Association 25 11,3 26 11,8 

EU Commission/EU Agency 33 15 13 5,9 
Information not available 6 1,3 4 1,8 

Other (specify) 14 6,3 15 6,8 
Total  valid 202 91,8 210 95,4 

Missing  18 8,1 10 4,5 

Total 220 100 220  
 



Policies for long term sustainability:



Registries main needs
 Frequenc

y  
Percent  Valid 

Percent  

Valid Gather financial support 119 54 59,8 
Update your data collection form  80 36,3 40,2 
Widen the geographical coverage of the register 51 23,2 25,6 
Motivate data providers 104 47,2 52,3 
Recruit new data providers 74 33,6 37,2 
Assess the quality of your data 92 41,8 46,2 
Improve training of the register's staff 26 11,8 13,1 
Revise the informed consent form 20 9,1 10,1 
Gather expert legal advice 16 7,2 8,0 
Establish a more robust system of governance 23 10,4 11,6 Establish a more robust system of governance 23 10,4 11,6 
Strengthen the relation with patients associations 40 18,2 20,1 
Hire new employees 35 15,9 17,6 
Gather technical help to refurbish your IT system 33 15 16,6 
Improve the data protection/security system 25 11,3 12,6 
Communicate and publicise your results 92 41,8 46,2 
Link your register with other registers 72 32,7 36,2 
Link your register with biobanks and 
bioinformatics 

49 22,2 24,6 

Other (specify): 11 5  
Total  199 90,4  

Missing System 21 9,5  
Total 220 100  
 





Global Rare Diseases Patient Registry Data Repository

GRDR

Existing
Registries

1. Patients provide
health information & test 
results using common 
data elements (CDEs)

7. Registry owners notify 
identified participants.  
Interested participants are 
directed to study PI

Patient Registries

6. Researchers identify 

New
Registries

Repository  
of Aggregated
De-identified  

Data

Registries

4. GRDR aggregates de-identified 
patient clinical information & 
biospecimen data

5. De-identified registry 
data available to 
researchers for biomedical 
studies & clinical trials

Assign
GUID

2. A Global Unique Patient 
ID (GUID) is assigned; 
patient data mapped to 
CDEs

3. Patient data linked to 
biospecimens via the GUID
interfacing  with RD-HUB

6. Researchers identify 
potential study 
participants; submit  
contact request to original 
registry owner

RD-HUB
Biospecimens



Submitting Registry data to GRDR

Medical 

Participants & 
Family 

Information

Clinical
Findings 

De-identified 

Biospecimens

Medical 
Images/

Uploaded Files 

De-identified 
Information 

Genetic Test 
Results 

GRDR 

Cross diseases
analyses by 
researchers



GUID

PII= personally identifiable information



Common Data Elements http://www.grdr.info

Common Data Common Data 

IdentifiersIdentifiers

Socio-DemographicsSocio-Demographics

Rare Disease DiagnosisRare Disease Diagnosis

Family HistoryFamily HistoryCommon Data 
Elements

Common Data 
Elements Birth & Reproductive HistoryBirth & Reproductive History

Medications & Dietary SupplementsMedications & Dietary Supplements

UtilizationUtilization

Research ParticipationResearch Participation



Electronic Health Record Study

Common 
Data 

Elements

Common 
Data 

Elements

IdentifiersIdentifiers

Socio-DemographicsSocio-Demographics

Rare Disease DiagnosisRare Disease Diagnosis

Family HistoryFamily History

Birth & Reproductive HistoryBirth & Reproductive History
ElementsElements

Birth & Reproductive HistoryBirth & Reproductive History

Medications & Dietary 
Supplements

Medications & Dietary 
Supplements

UtilizationUtilization

Ascertain whether a hybrid between the EHR and the organization's registry 
can be used to populate the GRDR repository



Clinical Value of GRDR

Integrating patient-reported 
& clinical data from 

supporting research, 
healthcare 

Accelerating knowledge to 
improve the health  & & clinical data from 

multiple sources into single 
repository  

healthcare 
improvement, and 

patient engagement.

improve the health  & 
quality of life for patients 

with rare diseases



Scientific Value of GRDR

Using open-science model 
for distribution of GRDR 

Enhancing data mining 
and facilitating biomedical Leading new scientific 

discoveries & insights into 
Using open-science model 
for distribution of GRDR 

resources

and facilitating biomedical 
studies within & across 

diseases

discoveries & insights into 
rare diseases



Basic Basic DocumentsDocuments

http://orpha.net/EUCERD/upload/file/RDTFReg
istriesrev2011.pdf



• Richesson R, Vehik K. Patient 
registries: utility, validity and 
inference . In: Rare Diseases 
Epidemiology. Manuel Posada and 
Stephen C. Groft . Adv Exp Med Biol
2010, 686:87-104



Registry Definition 
and Processesand Processes



• Organized information system

• Observational study design

• Collect uniform data

• Evaluate specified outcomes

WhatWhat is a is a RegistryRegistry ??

• Population defined 

• Predetermined purposes
– Scientific
– Clinical
– Policy

Registry vs database



•Research promotion
•Health resources 

ObjectivesObjectives

•Health resources 
Planning



Typesof registries

Population -Population -
based
Surveillance

Planning
Etiology

Patients
Participation

Autonomy
Access

Patients
registry

Therapeutic
Bioamrkers
Outcomes



Quality terms

• The term "quality " refers to the degree of 
excellence, as in, "a quality product". Yet, one could 
also define this term as fitness for the purpose

• Other terms related/surnames• Other terms related/surnames
– Quality Assurance (QA )
– Quality Control (QC )
– Quality Indicators (QInd)
– Quality Assessment (QAss)
– Quality Results (QR )

• Quality and Health Care Systems



International Rare Diseases 
Research Consortium (IRDiRC )

• Worldwide action
• Europe and USA initiative
• Cooperation (2020)

– Governance– Governance
– Common data interchange

• Aims
– All diseases can have diagnosis tools
– 200 new RD will have therapies

– http://ec.europa.eu/research/health/medical-researc h/rare-diseases/documents_en.html



European Projects





Governance Structure





SpanishSpanish RareRare DiseasesDiseases RegistriesRegistries ResearchResearch

Network Network -- SpainRDRSpainRDR

httpshttps://spainrdr.isciii.es://spainrdr.isciii.es
InstituteInstitute of of RareRare DiseasesDiseases ResearchResearch (IIER)(IIER)

Instituto de Salud Carlos IIIInstituto de Salud Carlos III

PI: Manuel Posada. Director. IIERPI: Manuel Posada. Director. IIER

An initiative of the International Rare Diseases Research Consortium-IRDiRC



SpainRDR : General Objective
• To set up a National Rare Disease Registry based 

on patient- and population-based registries 
strategies

• IIER, ISCIII; MSSSI & CREER; 

• Regional Health Authorities (Autonomous 
Communities)Communities)

• Several Stakeholders

• Medical societies

• Research Networks

• Industry

• Patient organizations

• Foundations
SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   

An initiative of the International Rare Diseases Research Consortium-IRDiRC



SpainRDR : General Objective (cont)

• The overall aim is to improve 
prevention, diagnosis, prognosis (at 
different levels), treatment and quality different levels), treatment and quality 
of life for RD patients and their 
families using high quality information 
provided by the RD registry

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



SpainRDR : General Objective (cont)

• To share common data
• To provide the necessary 

information to the NHS
• To facilitate the implementation of • To facilitate the implementation of 

RD-oriented health and social 
policies

• To promote the translational 
research

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



Specific Objectives
1. To align actions and procedures with the internat ional RD 

registry strategy to be implemented by the IRDiRC
2. To develop an epidemiological rare-disease inform ation 

system to support Spain’s official Rare Disease Str ategy and 
health-policy decision making

3. To generate standardised criteria, including a mi nimum data 
set (MDS), common definitions of their components ( common 
data elements-CDE), a list of standard operating pr ocedures 
(SOPs) and quality assessment indicators and proced ures

4. To improve knowledge of RD classification and cod ing 
systems at a the Spanish national health and social  services 
level

5. To define criteria for selecting a priority RD li st for promoting 
the inclusion of rare disease patient registries wi thin the 
National RD Registry structure

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



Scientific Researchers
and CliniciansPatients

Regional Health Authorities
(Autonomous Communities)

Patients registry

RESEARCH

Population-based registry

HEALTH PLANNING AND POLICIES

Natural history of
the disease

Follow-up

Clinical Trials
(recruitment)

Biological samples

Prevalence

Incidence

Mortality

Natural history
of the disease

SPANISH NATIONAL REGISTRY 
OF RARE DISEASES

IIER - ISCIII

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC





INSTITUTO DE SALUD CARLOS IIIINSTITUTO DE SALUD CARLOS III

REGISTRO DE 
PACIENTES CON 

ENFERMEDADES RARAS

SOLICITUD ACEPTADA

CIUDADANO

Consentimiento 
informado

Informe 
diagnóstico

PROFESIONAL

ADMINISTRACIONES

SpanishNational RD Registry

SOLICITUDES ENTRADA

REGISTRO DE 
ENFERMEDADES 

RARAS

B.D.

CUESTIONARIOS

B.D.

BIOBANCO NACIONAL DE ER

informado diagnóstico

ADMINISTRADOR
ENFERMEDAD RARA

B.D.

B.D.

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



MSSSI & Autonomous 
Communities

• Comunidad Autónoma de Galicia
• Gobierno del Principado de 

Asturias
• Comunidad Autónoma de 

Cantabria
• Comunidad Autónoma del País 

• Comunidad de Madrid
• Comunitat Valenciana
• Región de Murcia
• Junta de Comunidades de Castilla-

La Mancha
• Comunidad Autónoma de • Comunidad Autónoma del País 

Vasco
• Comunidad Foral de Navarra
• Comunidad Autónoma de Cataluña
• Comunidad de Aragón
• Comunidad Autónoma de La Rioja
• Comunidad Autónoma de Castilla-

León

• Comunidad Autónoma de 
Extremadura

• Comunidad Autónoma de 
Andalucía

• Illes Balears
• Comunidad Autónoma de Canarias

MSSSI (Some units)
INGESA- MSSSI
CREER-IMSERSO-MSSSI

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



Organizations/Patient Registers 

• Patient Organizations
– FEDER.

– Fundación Teletón FEDER para la Investigación en 
Enfermedades Raras

Industry• Industry
– Spanish Association of Biotechnology Companies 

ASEBIO 

– Farmaindustria

– Spanish Association of Orphan and Ultra-orphan Drugs 
Laboratories. AELMHU 

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



Medical Societies
Spanish Society of Allergy and Clinical Immunology (SEAIC)
Spanish Society of Pneumology and Thoracic Surgery ( SEPAR) 
Spanish Association of Neonatal Screening (AECNE). 
Spanish Society of Family and Community Medicine (S EMFYC)
Spanish Society of Pediatric Pneumology (SENP)
Spanish Society of Neurology (SEN)
Spanish Society of Pediatric Endocrinology (SEEP) 
Spanish Association of Professionals of Autism (AET API)Spanish Association of Professionals of Autism (AET API)
Under negotiation
Spanish Association of Human Genetic (AEGH)
Spanish Society of Pediatric Neurology (SENEP)
Spanish Association of Neurodevelopmental Sciences (ANDA)
Spanish Society of Ophthalmology (SEO)
Pediatric Spanish Association- Their associations
Spanish Association of Neonatal Screening (AECNE) 
Spanish Society of Hospital Pharmacy (SEFH)

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



Research Networks
• Iberoamerican multidisciplinary network for the movem ent

disorders study: Parkinson’s Disease and Spinocerebell ar Ataxias
(RIBERMOV). 

• European Reference Network for Rare and Congenital Anemias
(ENERCA)

• Head of Regenerative Medicine Unit, CIEMAT
• Estudio Colaborativo Español de Malformaciones Cong énitas • Estudio Colaborativo Español de Malformaciones Cong énitas 

(ECEMC) Spanish Collaborative Study of Congenital 
Malformations

Agreement not signed yet
• The Spanish Research Group of Genetic Mental Retard ation 

(GIRMOGEN)
• CIBERNED, Neuromuscular diseases
• European Project about McArdle’s disease

SpainRDR - Spanish Rare Diseases Registries Research Network – https://spainrdr.isciii.es                                                   
An initiative of the International Rare Diseases Research Consortium-IRDiRC



https://spainrdr.isciii.es

https://registroraras.isciii.es



Institute of Rare Diseases Research (IIER)

Instituto de Salud Carlos III

Thank you Thank you 

very very 

much!much!

Manuel Posada

mposada@isciii.es


