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Global approach 

• National 

– SpainRDR 

– Australia, France, Italy 

–… 

• Supranational 

– TREAT-NMD 

– RD-CONNECT 

– GRDR 

– JRC European Platform 



Registries are not 

• Databases 

• A collection of cases 

• A proof of concepts 

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

Registries are 

• Information systems 

• Based on observational study designs 

• Several aims and rules 

• Long-term perspectives 



What do we consider if we want to 

build a patient registry? 

• Full Cooperation (NHS & SS; Researchers; 

Industry and Patient Organizations) 

• Main challeging topics 

– Case ascertainment /sources of information 

– Reliabble data & completeness 

– Validity  

– Sustainability 

SpainRDR: A Spanish national experience and also an 

IRDiRC project 
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NHS Rare Diseases Strategy  2014 

1. Rare Diseases 

Information 

2. Prevention 

3. Health Care 

4. Therapies 

5. Social care 

6. Research 

7. Training 
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Data 
• Reliable and interoperable 

• Common data elements 

• Phenotype – Ontologies: HPO & ORDO 

• Classifications – SNOMED-CT; ICD10-

CM 

• Clinical terminology- UMLS 

• GUID/PUID 

• Completeness – To have data is costly 

 

 

 



Defining a quality assessment framework 

Define Purpose 
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Create tools for analyses vs to 

use standard tools 

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



Training on-line 

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



Sustainability  

• ELSI framework 

• Full Cooperation 

• Full stakeholders engagement  



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

 Pediatric interstitial lung diseases 

 Lymphangioleiomyomatosis 

 Alveolar proteinosis 

 Alpha-1 antitrypsin deficiency 

 Traqueal stenosis 

 Sarcoidosis 

 Pulmonary histiocytosis 

 Epidermolysis bullosa 

 Disorders of sex development 

 Congenital suprarenal hyperplasia 

 Bradikinin mediated angioedema 

 Wolfram syndrome 

 Cystinosis 

 Congenital anemias 

 Duchenne disease 

 Hereditary ataxias 

 Hereditary spastic paraplegia 

Spanish National Rare 
Diseases Registry 
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Patient registries: current collaborations 



French registry approach 





RD-CONNECT 



 





Summary 

• RD Data sharing is challenging but also it is 

the future 

• Recognize different approaches 

– To assess the best convenient  

• Considering challeging topics 

– Case ascertainment/sources of information 

– Quality plan: reliability data & completeness 

– Interoperable 

– Validity 

– ELSI - PUID 

– Sustainability 
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