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[Abstract] Objective  To investigate the performance of noninvasive prenatal testing (NIPT) for
pregnant women with moderate-risk results in standard screening. Methods In this retrospective study,
data were collected from women with moderate-risk results in standard screening who underwent
noninvasive prenatal testing in Guangdong Women and Children Hospital between January 2015 and
December 2019. Invasive prenatal diagnosis was suggested for those with a positive NIPT result, and
pregnancy outcomes were followed up for all cases. Results NIPT was performed on 12,342 pregnancies

with moderate-risk results in standard screening. Among them, 74 cases were with high risk results,
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including 28 cases of trisomy 21, 3 cases of trisomy 18, 10 cases of trisomy 13, 22 cases of sex
chromosome abnormality, and 11 cases of chromosomal deletion/duplication. The total positive rate was
0.60% (74/12,342). Further invasive prenatal diagnosis of 74 cases with positive NIPT results showed
that 34 cases were confirmed as positive results, including 20 cases of trisomy 21, 1 cases of trisomy 18, 4
cases of trisomyl3, 5 cases of sex chromosome abnormality, and 4 cases of chromosomal deletion/
duplication. The positive predictive value of NIPT in the diagnosis of 21 trisomy, 18 trisomy and 13
trisomy, sex chromosome abnormality and chromosomal deletion/duplication were 71. 43%, 33. 33%,
40.00%, 22.73% and 36. 36 % , respectively. The follow-up survey of cases with negative NIPT results

showed that no 21 trisomy, 18 trisomy and 13 trisomy, sex chromosome abnormality and chromosomal

deletion/duplication results were found. Conclusion
pregnancies with moderate-risk results in standard screening.
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