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[ Abstract)
traditionally used the detection of specific biochemical markers to screen for genetic and metabolic disorders, has played

As a tertiary prevention and control system for social health, newborn screening (NBS) , which has

a great role in the field of prevention and early identification and treatment of birth defects. However,only a few diseases
can be screened for with this method,and the frequency of false positive and false negative results can be concerning.
Over the past decade, state-of-the-art genetic testing technologies have been developed leading to significant progress in
the diagnosis of genetic diseases. The technology underlying these tests can be extended to a variety of application
contexts including NBS. And the use of it is likely to increase. Therefore, to protect the newborns undergoing genetic
screening and their families,a group of experts was assembled to share and discuss their experiences with exploratory
genetic screening within China and abroad. The central aim of the group was to reach consensus and ultimately provide

guidance on the application and regulation of next generation sequencing to NBS.
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