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Abstract: Objective To study the incidence and age distribution of fetal chromosome non-aneuploid disease in Northeastern
Chongging by using noninvasive prenatal genetic testing(NIPT). Methods Using the second generation sequencing platform
and bioinformation analysis technology of the US life company,the peripheral blood of 2 784 cases 12~24 weeks pregnant
women tested by NIPT at the Genetic Testing Center of Chongqing Three Gorges Center Hospital from July 2016 to May
2018 was analyzed to obtain fetal chromosome information,analyzed amniocentesis and fetal karyotype of pregnant women
with high risk of NIPT results,and the pregnant women with low risk of NIPT results were followed up by telephone until
after birth. Results The high risk positive detection rate of chromosome non-aneuploid disease in pregnant women in North-
eastern Chongqing was 0. 72%(20/2 784). Among them, the positive rate of 40 years and above was 2. 97 % ,the positive
rate of 30~39 years old was 0. 75 % ,and the positive rate of under 30 years old was 0. 54 %. Amniotic fluid puncture analy-
sis showed that the high-risk diagnosis compliance rate of 21-trisomes and 18-trisomes was 100% (11/11,2/2) ,and the high-
risk diagnosis compliance rate of 13-trisomes was 80. 00 % (4/5). The sensitivity of NIPT to diagnosis of fetal chromosome
non-aneuploid disease was 100.00% (2 784/2 784), the total specificity was 94.44 % (17/18),and the total false positive
rate was 0. 03% (1/2 784) ,the false negative rate was 0. 00% (0/0). Conclusion The positive detection rate of NIPT fetal
chromosome non-aneuploid disease in northeast chongqing was 0. 72% , mainly 21-triploid detection, accounting for 61%.
The positive rate of NIPT in 40-year-old pregnant women was significantly higher than other age groups, reaching 2. 97 %.
Keywords: cell-free fetal DNA ;noninvasive prenatal genetic testing; the second generation sequencing; chromosome non-aneu-
ploid
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