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Summary :
The study estimates the impact of RD on population’s health comparing two independent sources of data monitoring the same population. ICD-based current statistics can be used to roughly estimate the number of affected patients in a defined area.

Text :
To estimate the impact of RD on population’s health we have compared two independent sources of data monitoring the same population: Veneto Region Register for Rare Disorders (VRRRD) and Hospital Discharge Records Register. 
VRRRD, established in 2002, covers a population of 4,5 million inhabitants and is based on an informative system connecting all the Reference Centers, all the Health Districts and Pharmaceutical Services. 11.000 patients are enrolled: the most represented rare diseases are haematological ones (16%), followed by congenital malformations (15%) and neurological disorders. 
To analyze HDR database, both ICD9-CM and ICD-10 codes were assigned to each disease included in the Italian reference list, issued in 2001. The list includes 581 names, corresponding to 2138 diseases. A total amount of 344 ICD9-CM and 490 ICD-10 corresponding codes were identified. Congenital malformations and rare metabolic diseases are better described in the ICD-10, if compared to ICD-9 CM. Specific codes, coding single entities or different diseases, still rare, represent 74% of all the selected codes. Hospital Discharge Records of Veneto Region for the 4-year period 2002-2005 were analyzed. All the records containing at least one of the identified codes were selected. We obtained 114,000 discharges corresponding to 81,000 patients. Among these, those with a specific RD code are nearly 22,000, leading to an estimated overall crude prevalence of RD calculated for the specific codes of 5 per 1,000 inhabitants.
Comparing the two data sources, nearly 70% of the patients enrolled in the Register can be traced by HDR. No bias in the distribution of diseases groups among registered and non-registered patients was observed.
ICD-based current statistics can be used to roughly estimate the number of affected patients, but show some limits in tracing patients affected by rare disorders described by non univocal and non-specific codes in the classification systems.
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