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Background 

    The Piedmont and Valle d'Aosta 
Interregional Registry of Rare Diseases 
is part of the National Network  for 
Rare Diseases of the Italian Institute of 
Health. 

Aim of the project: 
l  Collecting data on the prevalence of a 

wide deal of rare diseases 
l  Developing diagnostic and therapeutic 

protocols 
l  Providing  patients,  associations, and 

health workers with information about 
rare diseases. 

l  Allowing a rational distribution of funds 

Decentralized model 
Critical role of the network  
Reference centers only for diagnosis 
Promotion of working groups  
Elaboration of consensus statements 
Attempts to assure equal assistance  
 



Law about Rare Diseases in Italy, 
Piedmont and Valle d'Aosta 

DM 279/2001: the key national law about rare diseases.  

D.G.R. 22-11870: Piedmont regional law promulgated in 2004  
l  Regional Network for prevention, epidemiologic surveillance, diagnosis and therapy 

of rare diseases that includes each Public Health Facility of the region;  
l  Network coordinated by the “Centro Multidisciplinare di Ricerche di 

Immunopatologia e Documentazione su Malattie Rare (CMID)”, which holds the 
Regional Registry of Rare Diseases, promotes medical education and cooperates 
with the Italian Institute of Health and the official Italian institutions and patient 
associations. 

D.G.R. 38-15326: Piedmont regional law promulgated in 2005  
l  Extends to other 40 pathological disorders the benefits (diagnostic tests and best 

treatment) attributed to the diseases listed in DM 279-2001  
l  Institutes a committee of technical and medical experts to support the 

coordinating Centre    
D.G.R. 234-2008: Valle d'Aosta regional law promulgated in 2008  
D.G.R. 21-8414-2008 Piedmont regional law promulgated in 2008  
l  Create an interregional network for rare diseases  



Development of the Registry 

l  First phase:  
-  lasted 6 months 
-  6 Experimental Centers. 
-  Data dealing with 832 patients   

l  Second phase: 
-  started in January 2006 and currently ongoing 
-  Attempt  to involve every Public Health Facility in Piedmont and Valle 

d'Aosta in the collection of data 
-  Database for data collection and processing developed by the Regional 

Agency of Informatics (CSI)  
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Experimental phase Present organization 

During the experimental phase 832 cases 
were registered according to the data 
collection form suggested by the Italian 
National Institute of Health   



Data collected 
PATIENT PERSONAL DATA 
•  Vital statistic data 
•  Social data 
DISEASES RELATED DATA 
•  Onset  
•  Diagnosis 
•  Sign and symptoms 
DISEASE DIAGNOSTIC CRITERIA 
•  Clinical criteria 
•  Laboratory criteria 
•  Instrumental criteria 
THERAPEUTIC PRESCRIPTIONS 
•  Compelled link to registration form   
•  Extensive administration of innovative 

drugs, galenics for life-threatening 
conditions, off-label medications 

       



 Comparison with other pathological conditions 

l  Diabetes is a disease that 
impairs life expectance and is 
associated with chronic 
debilitation. It requires a 
peculiar joined effort to avoid 
a significative morbility and a 
premature death... 

l  CODE-2 study evaluated direct and indirect 
health costs and social costs for pts affected 
by type 2 diabetes in Italy → 3.079 € / year for 
each pts 

l  Turin inhabitants with social benefits 
because of diabetes1  →  31,700 

l  Estimated yearly cost for diabetes in Turin: 
97,813,672 € 

l  Piedmont inhabitants with social benefits for 
rare diseases  →  17,500 

l  Estimated yearly cost for rare diseases in 
Piedmont:   17,505.644€ 

 

1) Data at February 2007; Analysed population: 901.010 



Estimated prevalence of rare diseases 
in different areas of Piedmont region 
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Since DM 279/2001 until 
2008 about 22,400 pts 
recognized as being 
affected by rare 
diseases and provided 
with a certification for 
free access to medical 
assistance in Piedmont   
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  Dec 31th 2009 

l  A total of 6773 
cases have been 
recorded in the 
registry 

l  1037 cases waiting 
for confirmation   
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Patients Case divided by 
signaling health facility 



   Piedmont and Valle d'Aosta Consortia for Rare diseases 

l  Pulmonary hypertension 
l  APS 
l  Amyloidosis 
l  Prader Willi Syndrome 
l  Lysosomal diseases 
l  UCTD 
l  Systemic sclerosis 

l  Porphyria 
l  Bone dysplasia 
l  Huntington’s disease and 

related conditions 
l  Arnold-Chiari and 

syringomielia 
l  Autoimmune neurophaties 
l  Precocious puberty 

Rational use of resources   
Evaluation of the efficacy of different therapeutic algoritms     
Increase of direct drugs distribution by Public Health facilities 



www.malattierarepiemonte.it 



Website access 

l  56577 visitors in 
2007  and 70776 
in 2008 accessed 
the site   

l  Mean daily 
number in 2008:  
193 visitors 
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