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[ Abstract] Birth defects and rare diseases have become major public health problems, and
early prevention and control are the most effective interventions. In recent years, with the rapid
development of genomic techniques such as high-throughput sequencing, the level of screening and
diagnosis of genetic birth defects and rare diseases has been greatly improved. This article reviews
the application of genomic technologies in the pre-pregnancy, preimplantation, prenatal and
neonatal stages, as well as the trend of clinical transformation, highlighting the broad prospects of
constructing an early and precise prevention and control system in the era of genomic medicine.
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