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The value of low depth whole genome sequencing in prenatal diagnosis in Daqing area
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[Abstract] Objective To analyze the value of copy number variation sequencing in prenatal diagnosis in
Daqing area. Methods 200 pregnant women with amniocentesis prenatal diagnosis were selected from
Daging Oilfield General Hospital from December 1, 2020 to November 30, 2020. Karyotype analysis and
copy number variation sequencing (CNV-seq) were performed in all cases. At the same time, 50 cases of
early pregnancy miscarriage were examined. Results Karyotype analysis and CNV-seq technique were
performed on 200 pregnant women. Combined with karyotype analysis and CNV-seq detected 21 fetuses
with microdeletion microduplication syndromes, 7 of which had clear pathogenic copy number variation
(CNV) and 14 had unknown pathogenicity. Of the 50 abortive samples, 14 had pathogenic CNV,
Conclusions CNV-seq can make up for the defect of low resolution of karyotype analysis, improve the
detection rate of abnormal chromosomes, and clarify the genetic etiology of miscarriage. It is worth to be
widely implemented in clinics.
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