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[Abstract] Objective To investigate the value of chromosome copy number variation sequencing (CNV-
seq) in detecting chromosomal aberrations in the villus tissue and to clarify the cause of missed abortion.
Methods Collect 224 patients with early missed chromosomal aberrations abortion and accepted voluntari-
ly to detect the etiology. Before the test, the purpose and significance of CNV-seq were informed. The a-
borted villus tissues were taken and were performed by CNV-seq. Results The success rate of CNV-seq
detection in 224 abortion tissues was 100% , and 114 cases of chromosome aberrations were detected. The
positive rate was 51% ., including 71 cases with abnormal chromosome number, including 20 cases of
Turner syndrome, 19 cases of trisomy 16, 7 cases of trisomy 22, 6 cases of trisomy 21, 3 cases of trisomy
3, 2 cases of trisomy 14, 2 cases of trisomy 4, 1 case of trisomy 20, 1 case of trisomy 18, 1 case of triso-
my 15, 1 case of trisomy 8, 8 cases of triploid, and 43 cases of other chromosome aberrations including
chimera, micro-deletion / micro-repetition (polymorphism and pathogenicity is not clear). Conclusions
Diagnosis of missed abortion for the chromosomal aberrations by CNV-seq is high specificity. Embryonic
chromosome aneuploidy is an important cause of early embryonic abortion. CNV-seq has better clinical ap-
plication value in detecting abnormal chromosomal and copy number variation in missed abortion, and it is
significant to identify the etiology of abortion, and provide guidance for re-pregnancy.

[Key words] CNV-seq; missed abortion; villus tissue; chromosomal aberrations
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