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[Abstract] Objective To discuss the detection efficiency of traditional serological screening, ultrasound
screening and HTS in the prenatal testing of chromosome aneuploidy. Meanwhile, sensitivity, specificity
and clinical feasibility of HTS and combined screening for fetal chromosomal aneuploid are evaluated.
Method The subject collect information of 1612 cases who have HTS testing during 2013. 01. 01 and
2013.12. 31. In this study, the gold standard is karyotype analysis. On the basis of informed consent,
karyotype analysis was taken in pregnant women who had abnormal serological screening result, abnormal
ultrasound screening or HTS positive. The remaining cases were followed up until after birth. Results

For the prenatal detection of fetal chromosomal aneuploidy in younger pregnant women, sensitivities of se-
rological screening, ultrasound scanning and HTS respectively was 65% (13/20), 24% (6/25) and 92%
(23/25) ; specificities respectively was 42. 52% (608/1430), 91.50% (1442/1576) and 99. 56 %5 (1569/
1576) ; meanwhile, positive predictive values respectively was 1. 56% (13/835), 4. 29% (6/140) and

76.67% (23/30). Sensitivities of ultrasound combined with serological screening and ultrasound combined
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with HTS separately was 68% (17/25), 96% (24/25) ; specificities separately was 40. 55% (647/1576),
91.24% (1438/1576); and positive predictive values separately was 1. 78% (17/954), 14. 81% (24/
162). Conclusions The sensitivity of HTS for T21, T18 is higher, while false positive rate is lower;
meanwhile, HTS can detect 13, X, Y chromosome aneuploidy which currently serological screening can-
not detect. Therefore, HTS used in the prenatal screening of fetal chromosomal aneuploidy is clinically
feasible. Compared with serological screening and ultrasound screening, HTS has higher detection effi-
ciency, with no gestational age and age limit; it can avoid unnecessary invasive prenatal diagnosis caused by
high false positive. Meanwhile, compared with ultrasound combined with serological screening, the sensi-

tivity of ultrasound combined with HTS is higher, while false positive rate is lower, which can relieve the
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pressure of prenatal diagnosis.
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