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Cystic Fibrosis (CF) is the most common lethal autosomic recessive genetic disorder among Caucasians.

Its incidence varies between and within different countries. In most of Western Europe it ranges between 1:2000 and 1:5000.

The natural history of CF is well defined, and a resolutive therapy has not been found yet, but the lifespan has steadily increased from a mean of 1-2 years in the 1940’s to more than 30 years in  countries where a well developed treatment program is established. There are evidences that early diagnosis and management of CF patients in specialized centres improve survival.

According to Italian CF registry, mean age at diagnosis in Italy is 4.6 years, 75% of patients being diagnosed by the age of 6. 

Since 1982 CF Tuscan Regional Center at Meyer Hospital has performed a neonatal screening program for CF. Until 1991a SQRID method was used.  In 1991 a protocol based on a two-step Immunoreactive Trypsin (IRT) dosing, coupled with meconium lactase activity measurement, was adopted. 

The babies who result positive to screening are evaluated  by the Regional CF Center for diagnostic confirmation by sweat test.
Table 1 shows the results of our screening program. Up to December 31, 2002, 424,238 newborn children were screened. From 1992 the Screening program covered 99.9% of the Region’s neonatal population

The median time from birth to confirmation of diagnosis was 45 days. All patients diagnosed by screening are currently followed by the Regional Center. They represent 53.5% of all Tuscan CF patients. 

Genetic counselling was performed in parents of diagnosed children, and CF carrier test was offered to other relatives and to the extended family. Thus, couples at risk have been identified and given advice.

CF neonatal screening is a good example in the field of preventive medicine.

In our  experience it has provided a very early diagnosis and initiation of treatment to infants with this disease.  Moreover, early diagnosis and genetic counselling has allowed informed reproductive decision, preventing birth of new affected babies 
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