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ÅNatural history of the disease 

ÅEpidemiological research  

ÅClinical research (patient recruitment for clinical trials) 

ÅDisease surveillance  

ÅTreatment evaluation (efficacy) 

ÅTreatment monitoring (safety) 

ÅGenotype-phenotype correlation 

ÅSocial planning 

ÅHealthcare Services planning 

ÅΧΧΧΧΧΧΦΦ 

Registries are important tools for research and public health:  
why? health 



Definition of a patient registry 

A patient registry is an organized system 
that uses observational  study methods  

to collect uniform data (clinical and other)  

to evaluate specified outcomes  

for a population defined  

by a particular disease, condition, or 
exposure,  

and that serves one or more predetermined 
scientific, clinical, or policy purposes.  

 
Richard E Gliklich  &  Nancy A Dreyer, 2014 



Specific objectives of rare disease registries  

To connect patients, families, and clinicians. 
 
To describe and study the natural history, evolution, risk, and 
outcomes of specific diseases. 
 
To support  research on genetic, molecular, and physiological basis of 
rare diseases. 
  
To establish a patient base for evaluating drugs, medical devices, and 
orphan products.  
 
To determine clinical effectiveness or cost-effectiveness of health care 
products and services 
 
To measure or monitor safety and harm, and/or to measure quality of 
care. 
     Richard E Gliklich  &  Nancy A Dreyer, 2014 
 







https://ec.europa.eu/health/rare_diseases/policy_en 

National Centre for Rare Diseases ς Istituto Superiore di Sanità (Rome, Italy)                      www.iss.it/cnmr 
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AREAS OF THE COUNCIL RECOMMENDATION 
 

7.   SUSTAINABILITY 

6.   EMPOWERMENT OF PATIENT ORGANISATIONS 

5.   GATHERING THE EXPERTISE ON RARE DISEASES AT EUROPEAN LEVEL 

4.   CENTRES OF EXPERTISE AND EUROPEAN  REFERENCE NETWORKS FOR RARE DISEASES 

3.   RESEARCH ON RARE DISEASES 

2.   ADEQUATE DEFINITION, CODIFICATION AND INVENTORYING 

1.   PLANS AND STRATEGIES IN THE FIELD OF RARE DISEASES 

www.europlanproject.eu 








