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[ Abstract] As a pre-pregnancy/early pregnancy screening technology, carrier screening
has developed from initially targeting specific populations and diseases to targeting the general
population and multiple diseases now. It has shown significant clinical efficacy in preventing and
controlling birth defects caused by autosomal recessive or X-linked genetic diseases, and has
increased the reproductive autonomy of couples undergoing testing. To standardize laboratory
testing and clinical implementation of carrier screening, this expert consensus was developed by
experts from the Reproductive Health Branch of the Chinese Maternal and Child Health Association,
taking into account the actual situation in China, and is provided for clinical reference.
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