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[Abstract] Objective To investigate the efficacy of copy number variation sequencing (CNV-seq) versus
karyotyping in the prenatal diagnosis by joint application of high-throughput sequencing based on copy
number variation with karyotyping to detect the amniotic fluid cells in pregnant women. Methods Among
the highrisk pregnant women who underwent karyotyping and CNV-seq after amniocentesis, we selected
the representative results as the study subjects, Analyzed and discussed their test results. Results among
the selected 10 cases, only 1 case had the same result of the two testing technique. Karyotyping detected 1
normal karyotype, 3 case translocation, lcase inversion, 1 case non-homologous Robertsonian
translocation, 1 case small supernumerary marker chromosomes (sSMC); CNV-seq detected 2 normal
karyotype, 2 cases pathogenic microdeletion or/and duplication and 5 cases variant of unknown significance
duplication or/and deletion. Conclusion Karyotyping still plays an irreplaceable role in prenatal diagnosis

of amniocentesis and CNV-seq can be a powerful supplement for prenatal diagnosis. The combination of
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karyotyping and CNV-seq can complement each other and mutual confirmation. Otherwise genetic testing

is now facing new challenges due to results with VOUS. In order to have a better explanation for VOUS,

More cases and population-based data should be accumulated.
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