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Clinical analysis of accidental discovery of DMD gene variations
in prenatal diagnosis and detection of abortus by CNV-seq
WU Qiuhua,SHI Fengrui, WANG Rui,LIU Yuan, WANG Lin.LOU Chao,QIANG Rong
(Center of Medical Genetics s Northwest Women and Children’s Hospital ,Shaanxi Xi’an 710061 ,China)

[Abstract] Objective To explore important value of copy number variation sequencing (CNV-seq) technology in identifying
Duchenne muscular dystrophy (DMD) in prenatal diagnosis and abortus detection. Methods The amniotic fluid and abortus samples
of 784 pregnant women who received prenatal diagnosis in our hospital from September 2019 to July 2020 were examined using
CNV-seq technology,and those samples with DMD gene variations were validated further by multiplex ligation-dependent probe
amplification (MLPA). Results DMD gene deletions or duplication in three samples were accidentally discovered,and they were all
validated by MLPA.AIll three samples were female fetuses. The Fetus 1 had duplication of exons 64-79 of the DMD gene and the
fetus 2 had duplication of exons 1-7 of the DMD gene.The variations of the DMD gene in the two amniotic {luid samples were De
novo (novel) mutations. The variation of the DMD gene in aborted fetus 3 was deletion of exons 45-51 of the DMD gene which
inherited from the mother. Conclusion Application of CNV-seq technology in prenatal diagnosis and abortus examination can not
only detect deletion or duplication of chromosome segments, but also contribute to identification of monogenic diseases caused by
gene duplication or deletions, which improves detection rate of chromosome or gene abnormalities, and thus provides more
comprehensive theoretical basis for clinical diagnosis and genetic consultation.
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Table 1  General information of the three pregnant women
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