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From extended metabolic
to genomic screening:

is it time to update health policies
for newborn screening?

BARI, Villa Romanazzi Carducci - Via G. Capruzzi, 326

April 2026
8-9th

 

https://maps.app.goo.gl/6jkjzF7CmoRRf6eW9


Since the first successful program, introduced at the beginning of the 1960s for 
Phenylketonuria by Robert Guthrie, newborn screening (NBS) has increasingly 
expanded to include several disorders.
Technological advances in biochemical technologies and, more recently, in genomic 
sequencing have also greatly expanded the number of conditions that can be 
screened for at birth using a drop of dried blood.

This meeting represents the first attempt to understand how best to integrate two 
programmes that appear different but actually pursue the same goal: improving 
morbidity and mortality rates for a growing number of diseases through early diagnosis. 
A seemingly simple goal, but in reality, a very complex one, because when we talk 
about NBS, we are talking about medicine, but not only medicine. We are talking about 
screening and diagnosis, but also about care and treatment. Universal NBS is first and 
foremost a public health program. 

Our region, Apulia, has positioned itself as a pioneer, having implemented metabolic 
screening for 61 diseases and, through Genoma Puglia, genomic screening in all maternity 
wards and for all newborns. On the one hand it is certainly useful to improve our 
knowledge, on the other hand we must also remember that patients are waiting for us 
and we cannot keep them waiting too long. It's a challenge. It's a challenge for all of us.
We are sincerely grateful to all the speakers and moderators who have agreed to 
participate. 
Their presence alone is already a success. We are confident that Bari, our city, will give 
them a warm welcome.

Mattia Gentile and all the staff of the Medical Genetics Unit of the ASL of Bari

Scientific Program Director:
UOC Genetica Medica PO Di Venere – ASL Bari

Mattia Gentile
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From extended metabolic to genomic screening: 
is it time to update health policies for newborn screening?
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