
Predictive genetic testing in hereditary cardiac diseases: Evaluation of psycho-social 

impact and multidisciplinary management  

Background:  

Hereditary heart diseases are rare disorders but represent a major cause of sudden death 

and heart failure in young patients less than 40 years. Cardiac expression is often delayed in 

adulthood. Predictive, or pre-symptomatic, genetic testing is proposed in asymptomatic 

relatives to identify those who are not at risk of developing the disease and identify those 

who should receive targeted medical management and early implementation of therapy. 

The psycho-social impact of predictive genetic test is poorly known and the precise 

modalities of the support during genetic counseling are very heterogeneous across teams 

and centers. 

Objective: 

-The first objective is to evaluate the psychological and socio -professional impact of the 

revelation of the genetic status of individuals at risk of developing a hereditary heart disease 

and who have achieved a predictive genetic testing. 

-The second objective is to identify modalities of organizing consultations for predictive 

testing in France (consultation pre-test and post-test, the presence or absence of the 

cardiologist, the presence or absence of the psychologist, a delay / waiting period or not 

before sampling blood) and to assess the influence of this medical organization on the 

psychological and socio-professional impact of genetic testing. 

Methods: 

The project is about adult relatives performing or having performed a predictive genetic 

testing in the context of hereditary heart diseases. There are three separate studies. 

1 / prospective multicenter study. The study will be conducted in selected centers using self 

administered questionnaires (quantitative and qualitative scales) completed by consultants 

(100-150subjects) at three different times (before consultation before giving result after 

giving results). The impact of genetic results will be analyzed by weighting according to 

various parameters. Further consultation with semi-structured interview with a clinical 

psychologist will also be given to a subgroup of consultants. 

2 / national retrospective study. The study will be conducted using self-administered 

questionnaires (quantitative and qualitative scales) sent by all the French voluntary centers 

to consultants seen in the past for predictive testing (400 subjects). Self-questionnaires are 

given once and several months after genetic result was given. 

3 / national study of genetic services in France. The organization methods of genetic 

counseling will be analyzed by sending questionnaires to all practitioners involved in genetic 

counseling in France. The information will then be used to weight the interpretation of 

questionnaires completed by consultants. 

Impact: 

The results are expected to provide innovative information on the practice of predictive 

genetic testing in France and its psychosocial impact. Lessons will be drawn to revise the 

terms of support and implementation of predictive genetic consultations in hereditary heart 



disease, with the new definition of optimal procedures to be proposed to the French centers 

to harmonize practices and improve care of these diseases in France. Our project is based on 

strong interactions between teams with complementary expertise (national referral center 

for these diseases, clinical psychology expertise as well as biostatistics expertise). The teams 

of the present network have already worked in the past and have recently reported 

preliminary data in the area of hereditary heart disease (oral communication at meetings). 


