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[ Abstract] Objective To explore the clinical performance of massively parallel sequencing-based non-in-
vasive prenatal testing (NIPT) in Changzhou in China. Method A total of 6505 maternal blood samples
were collected from Oct 2012 to Mar 2016 at the prenatal diagnosis center of Changzhou maternal and child
health care hospital. The peripheral venous blood from the pregnancies was drawn, plasma cell-free fetal
DNA was extracted in 4 hours after sampling, the sequencing library was established. High-throughput
sequencing procedure was carried out on Illumina NextSeq500 platform. The pregnancies with fetal chro-
mosomal abnormalities were advised to accept prenatal fetal chromosomal karyotype analysis of amniotic
fluid cells using G-banding technique. Results High-throughput sequencing detected 97 pregnancies with
fetal chromosomal aneuploidies in 6505 pregnancies. After receiving informed consent, 81 voluntarily ac-
cepted amniotic fluid prenatal diagnosis. D 49 were autosomal chromosome aneuploidy ( of which 43 cases
were trisomy 21, 5 cases were trisomy 18, and 1 case was trisomy 13) by NIPT. The positive predictive
value for trisomy 21was 95.1%. 4 cases were diagnosed as trisomy 18 and 1 case was diagnosed as trisomy
13. @The positive predictive value for sex chromosomal abnormalities was 53.1%. Among 14 positive ca-
ses of 45,X by NIPT, there were only 4 true positive cases confirmed by amniotic fluid prenatal diagnosis.
There were 12 cases of 47 ,XXY by NIPT, only 8 cases were confirmed by amniotic fluid prenatal diagnosis

. 3 positive cases of 47, XXX and 2 positive cases of 47, XYY also confirmed. Conclusions The use of
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NIPT for DS was high accuracy and low false positive rate. however, the accuracy of sex chromosomal

aneuploidies was very low, especially for Turner’s syndrome. Genetic counseling should be handled with

care.

[Key words] Down's syndrome;non-invasive prenatal testing;cell-free fetal DNA ;sex chromosomal aneu-

ploidies; amniotic fluid ;prenatal diagnosis
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