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[Abstract] Objective

chromosome in pregnant women with critical risk. Methods

To evaluate the clinical value of the application high-throughput sequencing for the detection of fetal
A total of 1 066 pregnant women with critical risk of serological
screening were collected from May 2012 to May 2015 at our center. The peripheral venous blood from the pregnant women was
drawn, plasma DNA was extracted,and the sequencing library was prepared. High-throughput sequencing procedure was carried out
on Illumina NextSeq500 platform. The cases of sex chromosomal abnormalities were advised to accept prenatal fetal chromosomal
karyotype analysis of amniotic fluid cells using G-banding technique. Results High-throughput sequencing revealed 15 cases of sex
chromosomal aneuploidies in 1 066 pregnant women. After receiving informed consent, 13 cases of pregnant women voluntarily re-
ceived amniotic fluid prenatal diagnosis,of which 7 cases were consistent with the sequencing results,including four cases of Triso-
my21,one cases of Trisomyl8,one cases of 47,XXX and one cases of 47,XXY ,while the other six cases were confirmed to be nor-
mal karyotype. Conclusion High-throughput sequencing can be used as an effective method for the detection of critical pregnant
women with critical risk.
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