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To the Editor: Medical genetics and genetic counseling repre-
sent vital tools for communicating with patients about genetic 
risk, reproductive options, prenatal testing, and novel therapies. 
Medical geneticists and genetic counselors are the professionals 
in charge of genetic diagnosis and risk evaluation, representing 
the most important resource for communicating to patients all 
issues related to genetic diseases (both rare and common). There 
is a general consensus, promoted by the Eurogentest Network 
of Excellence (http://www.eurogentest.org), that genetic coun-
seling should be a mandatory accompaniment to all medical 
genetics interventions. This becomes particularly relevant with 
the advent of high-throughput diagnosis, including noninva-
sive prenatal testing. Indeed, despite the potential for rapid 
results, the need for counseling delivered by expert geneticists 
must not be overlooked, and the issues surrounding data filter-
ing and validation need to be addressed. This entails provid-
ing access to genetic counseling at various points within the 
health-care system, which will inevitably impact both national 
and local policy making. In the current economic climate, the 
medical geneticist is a relatively marginal figure, often restricted 
to a few specialist centers, even in countries of the European 
Union. Patients who are affected by rare diseases have the right 
to benefit from expert assistance in their clinical management, 
diagnosis, and care, no matter where they are or the rareness of 
their disease. Through the adoption of telemedical technology 
in genetics (telegenetics), as encouraged by various EU initia-
tives, the gap between specialists and patients may more easily 
be bridged. Multimedia telegenetics tools will enable us to pro-
vide interactive genetic consultations from a distance—feasibly 
to people in other countries—thereby increasing the accessibil-
ity of this invaluable service and helping to meet the needs of 
centers of excellence for rare diseases.

According to the World Health Organization, telemedicine is 
“the delivery of health-care services, where distance is a critical 
factor, by all health-care professionals using information and 
communication technologies for the exchange of valid infor-
mation for diagnosis, treatment and prevention of disease and 
injuries, research and evaluation, and for the continuing educa-
tion of health care providers, all in the interests of advancing 
the health of individuals and their communities.”1 With this in 
mind, we produced a short digital film on telegenetic counseling 
for pregnant women of advanced maternal age. Reasoning that 
the increasing number of women and couples requiring genetic 

testing, many of whom will not have easy access to counseling 
centers, need a standardized, reliable approach, we explain the 
genetic risks associated with advanced maternal age, as well as 
possible preventive measures, prenatal testing procedures (both 
invasive and noninvasive), laboratory assessment methods 
(stating the specificity and accuracy of the available tests), and 
best-practice communication of results. We also explain any 
possible causes of test failure and stress the role of the medi-
cal geneticist and the importance of effective communication 
during genetic counseling. This video is freely available in both 
English and Italian (www.ospfe.it/geneticamedica). It is our 
hope that this initiative will facilitate communication among 
geneticists, obstetricians, pregnant women, and all stakehold-
ers involved in prenatal care and diagnosis.
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