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Abstract: Objective To explore the clinical value of non-invasive prenatal testing (NIPT) of fetal free DNA of maternal
peripheral blood in assessing the risk of fetal chromosome aneuploidy. Methods A total of 8 001 pregnant women who
underwent NIPT in Xuzhou Maternity and Child Health Care Hospital from April 2018 to October 2019 were selected. Fetal free
DNA was extracted from maternal venous blood and analyzed by sequencing using high-throughput gene sequencing platform.
Those testing results with high risk needed to undergo amniocentesis and chromosome karyotype analysis for diagnosis, while
those with low risk underwent routine prenatal examination.Results A total of 34 cases (0.425%) with high risk of trisomy
21,18 and 13, including 28 cases with trisomy 21 ( T21 ) , 4 cases with trisomy 18(T18) and 2 cases with trisomy 13(T13) were
detected.All high-risk pregnant women were analyzed for amniotic fluid karyotype. and 19 cases with T21. 3 cases with T18. 1
case with T13 were confirmed, and the combined positive predictive value was 67.65%.Among the screening indicator groups of
all detectors, the positive rate was the highest (1.010%) in the group with soft indicator abnormality associated with
chromosomal abnormality indicated by color ultrasound. Followed by the high risk group of prenatal screening, the elderly group
and the critical risk group of prenatal screening,and maternal requirements and other screening indications group had the lowest
positive rate.The data differences between the six groups were not statistically significant(y’=5.454, P > 0.05).Conclusion Because
of its advantages of high throughput and high detection rate and noninvasion, NIPT detection technology has more and more

extensive application prospects in clinical practice. However, the false-positive rate and false-negative rate of this technology are
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inevitable, so pregnant women with high detection risk should be further diagnosed, while those with low risk still need routine

prenatal examination to avoid false negative.
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