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[Abstract] Objective To perform prenatal diagnosis for a fetus with 22q11. 2 deletion for 2. 4 Mb after

NIPT test. Methods G-banded karyotyping, genome copy number variation sequencing (CNV-seq) were
performed for the fetus. The peripheral blood of mother was analyzed by CNV-seq technology to identify
the source of genomic variations. Results The fetus showed a normal karyotype of 46, XN, 21Ph+.
CNV-seq analysis confirmed that the peripheral blood of mother has a 2. 4 Mb deletion(18,954,452- 21,
449,606)at 22ql1. 2, while CNV-seq analysis of the fetus was normal. Conclusion The mother was
considered as a patient with 22qll. 2 deletion syndrome, the fetus did not inherit 22q11. 2 deletion
syndrome from the mother.
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