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[Abstract] Objective To provide prenatal diagnosis and genetic counseling for a pregnant couple with
defective pregnancies by the combination of karyotype and chip testing and then to provide clinical thinking
for effectively preventing birth defects. Method G-banding was performed to analyze the karyotypes of
the three family members, and then array-based comparative genomic hybridization (array-CGH) was ap-
plied to investigate micro deletions and duplications. Results G-banding analysis revealed that the hus-
band was a balanced translocation carrier of 46,XY,t(5;6) (pl3;p25)and the pregnant woman was nor-
mal. Accordingly, the second fetus induced for Cri-du-Chat syndrome (CDCS) was considered to result
from balanced paternal translocation. The current fetus was with normal karyotype of 46, XN and patho-
genic copy number variations(CNV) weren’t found by array-CGH. Therefore, the pregnant woman con-
tinued pregnancy and gave birth to a healthy baby boy by vaginal delivery. The boy had no abnormalities
during follow-up. Conclusions By rational application of cellular and molecular genetic methods, not only
the causes could be investigated for the couples with defective pregnancies but also recurrent risk would be
reduced, and then pregnancy outcomes would be improved eventually.
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