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[Abstract] Objective A case of diaphragmatic hernia with ventricular septal defect was induced to give
birth. Methods The fetus and its family members were studied by prenatal ultrasound examination, g-
banding technique of chromosome karyotype and detection of single nucleotide polymorphic microarray
(SNP-array). Results Prenatal ultrasound examination of pregnant women with two adverse pregnancy
history showed diaphragmatic hernia and ventricular septal defect of the fetus, and chromosome karyotypes
of amniotic fluid were 47, XN, —+der(22?). In this study, the amniotic fluid snp-array showed the
duplication of fragments in fetal chromosome 11q23. 3925 and 22qll. 1qll. 21 and 7pl2. 1, and the
chromosome karyotype in peripheral blood of pregnant women was 46, XX, t (11:;22) (q23: qll).
Combining with the ultrasonic examination report and genetic test results, the fetus induced labor was
diagnosed as Emanuel syndrome. Conclusion Fetal chromosomal abnormalities are caused by Emanuel
syndrome caused by unbalanced rearrangement caused by balanced translocation of maternal chromosomes
[Key words] Diaphragmatic hernia; Emanuel syndrome; Analysis of chromosome karyotype; Single

nucleotide polymorphic microarray chips
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