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Abstract: Objective To explore the application value of non-invasive prenatal test (NIPT) technique in
prenatal screening. Methods A total of 189 pregnant women with NIPT high risk conducted the intervention-
al operation under the principle of informed consent. Amniotic fluid or cord blood samples were collected for
conducting the chromosome karyotype analysis. The chromosome microarray analysis (CMA) was performed
in 9 pregnant women with abnormal chromosome structure indicated by NIPT. Results Among 189 pregnant
women with NIPT high risk,there were trisomy 21 in 63 cases,trisomy 18 in 25 cases,trisomy 13 high risk in
18 cases,prompted sexual chromosome abnormalities in 62 cases and other chromosome number abnormalities
in 14 cases; the structural abnormalities were in 9 cases. Among them,1 case indicated both the increase of
chromosome 9 and the excessive number of X chromosome,and the other one indicated both the high risk of
trisomy 18 and the 4. 5 Mb duplication of chromosome 18. The positive predictive values of 21,18,13, sex
chromosome,other chromosome number abnormalities and structural abnormalities were 87. 30% ,84. 00%,
61.11%,59.68%,7.14% and 44. 44 % respectively. Conclusion NIPT has high sensitivity and specificity, but
a certain false positive and false negative exist. It is necessary to make further invasive prenatal diagnosis to
verify for pregnant women with NIPT high risk.
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