Outcome of genetic counselling: the experience of a single centre in Italy
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We re-evaluated 1020 sessions held by the same team of clinical geneticists through a homogeneous procedure, in an attempt to provide some insight into quality assessment of the genetic counselling service.

We assessed the genetic counselling sessions held in the CSS-Mendel Institute in Rome, by the same team of clinical geneticists, using a homogeneous procedure including collection and storage of genetic data with the SHIRE® software. Topics and questions discussed with the consultants during genetic counselling have been widely debated and the information provided was incorporated in a conclusive letter. We have re-evaluated 1020 cases consecutively referred throughout a period of 30 months, in three different settings: 254 prenatal, 463 postnatal and 303 reproductive. The 70% of cases were concluded at the end of the first session and the 30% after two or more sessions. “New” information was provided in 85% of cases. In 220 cases the counselling was integrated with a genetic test, including 10% of them sent to external laboratories. In addition, in 7% of cases, external expert advice was requested to support a clinical hypothesis. 30% of patients referred were from an outside region, witnessing the Institute’s attractive power. In the 254 prenatal cases referred for a foetal risk of pathology, a questionnaire was administered to the couples, following genetic counselling, to weigh the impact of received information onto family planning and reproductive choices. 52% of couples returned the filled-in questionnaire. The percentage of pregnancies reaching the term was lower in couples with more than 15% of risk, but was not related to counselling efficacy as measured according to the consultants’ perception. Aged mothers (over 35 years) with no children had less propensity to terminate pregnancies in respect to those with one or more children. This study should provide some insight into quality assessment of the genetic counselling service.
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