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Analysis of results from 210 923 cases of non-invasive prenatal testing of fetal free DNA in peripheral serum of
pregnant women

Chen Jue, Zhu Liping s Cen Shuyuan, Hu Heyu, He Liyun, Zhao Peipei, Qin Min

(Maternal Health Department , Shanghai Center for Women and Child’s Health. 200062 China)
[Abstract] Objective To evaluate the fetal chromosomal abnormality screening and diagnosis of Non-
invasive prenatal testing of fetal free DNA in peripheral serum of pregnant women. Methods A total of
210 923 cases of Non-invasive prenatal testing of fetal free DNA in peripheral serum of pregnant women
were collected from all prenatal diagnosis centers in Shanghai From January 2017 to December 2020.
Results NIPT screened 2225 pregnant women with abnormal chromosomal risk, the detection rate was
1.05%. Among them, 850 cases underwent prenatal diagnosis of chromosome karyotype by
amniocentesis, 506 cases were diagnosed with chromosomal abnormality, with a diagnosis rate of
59.53% . including 284 cases of T21, 65 cases of T18, 17 cases of T13, 104 cases of sex chromosome
abnormality and 36 cases of other chromosomal abnormality. 51.56% of NIPT screening patients
requested voluntary testing. Among the pregnant women undergoing amniocentesis, 39. 85% were
advanced age (= 35 years). Statistical analysis showed that there were differences in chromosome
abnormality among different types of pregnant women (P<C0. 05). NIPT laboratory test failure accounted
for 0.15% . and the main reason was that the quality control standards were not met. Conclusion Invasive

puncture chromosome prenatal diagnosis is recommended for advanced age. For pregnant women without
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definite screening indications, NIPT is the preferred effective screening method. The detection rate of T21

was high in NIPT chromosomal disease screening. The cause of NIPT laboratory test failure is also of

concern.

[Key words] NIPT; Prenatal diagnosis; Advanced age; Chromosome; Aneuploidy; T21; Failure
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