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[ Abstract] Objective To assess the positive predictive value(PPV) and clinical meanings of non-invasive
prenatal testing(NIPT) in screening fetal chromosome aneuploidy (SCA). Method All pregnant women
with high risks detected by NIPT were subjected to amniocytic karyotyping from January 1, 2016 to De-
cember 31, 2017, and the results of NIPT and karyotyping were reviewed to analyze. Results Among the
452 cases, 450 pregnant women proceeded with amniocentesis and fetal chromosomal detection. 363
women with high risk for trisomy 21, 18 and 13 were validated by karyotyping through invasive proce-
dures, and PPV of NIPT for trisomy 21, 18 and 13 were 90.88% , 73.33% and 27. 78%. 56 fetus were
cytogenetically diagnosed as SCA from the 87 suspected cases, which included 25 fetus of 47,XXY, 14 fe-
tus of 47,XXX, 4 fetus of 47,XYY and 13 chimeras. The PPV of NIPT for sex chromosome trisomy and
monosomy X were 82. 86 % and 37.5%. Conclusions As a safe and rapid prenatal screening for trisomy
21,18 and 13, NIPT could also identify SCA, but with relatively low PPV, so the pregnant women with
high risks must be validated by karyotyping. The karyotype analysis of peripheral blood chromosomes
should be performed for the suspected SCA women detected by NIPT, in order to exclude maternal chro-
mosome aberrations.
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