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[ Abstract]  Comprehensive carrier screening ( CCS) is a screening test performed on individuals

without overt phenotype for genetic disorders but who might have pathogenic variants in disease genes.
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Currently existing guidelines and consensus for carrier screening mainly focus on autosomal recessive and
X-linked genetic disorders,, CCS expands its scope beyond these conditions to include dominant conditions
with clinical actionability in adulthood. Thus, the goal of CCS is to proactively identify not only at-risk
couples of having offspring with moderate to profound genetic disorders, but also at-risk individuals being
affected by these disorders. Therefore , CCS serves as a more comprehensive basis for genetic counseling,
reproductive decision-making , disease prevention and management, which in turn can better serve the
purpose of reducing the familial and socio-economic burdens associated with genetic disorders and
improving the overall health of general population. To introduce and standardize the implementation of
CCS, the Genetics Diagnosis Branch of Chinese Genetic Society and the Clinical Genetics and Genetic
Counseling Committee of Shanghai Society of Genetics organized an expert panel to develop this consensus.
The consensus covers key issues related to CCS, including its definition and purpose, the target
population , criteria for designing screening panel, screening strategies, reporting guidelines, and genetic

counseling. This consensus serves as a reference for policymakers, healthcare professionals, laboratory

geneticists , and the general public.
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