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Clinical significance of detecting rare autosomal aneuploidies by NIPT

Hu Liang, Liu Jinxijng, Wen Lijuan, Pei Yuanyuan, Luo Qi , Wei fengxiang”

(Shenzhen Longgang Maternal and Child Health Hospital , Guangdong Shenzhen 518172, China)
[Abstract] Objective To investigate the clinical significance of rare autosomal aneuploidies (RAAs) in
noninvasive prenatal testing (NIPT), and to provide reference for the clinical application of NIPT,.
Methods 78 295 singleton pregnant women who underwent NIPT from November 2017 to October 2020
were selected as the research objects. If NIPT indicates RAAs, karyotype analysis and chromosome
microarray (CMA) are recommended for further prenatal diagnosis. The positive rate, positive predictive
value and the influence of pregnant women’s age and gestational weeks on the positive rateof NIPT in
detecting RAAs were statistically analyzed. Results Of 78 295 pregnant women, 238 cases of RAAs were
detected, the incidence was 0. 30%. The autosomal trisomy is mainly distributed on chromosome 7 and
chromosome 8, and the autosomal monomer is mainly distributed on chromosome 16. There was no
significant difference between the pregnant age and the gestational week between the RAAs group and the
non RAAs group. 116 pregnant women who had prenatal diagnosis were finally diagnosed in 5 cases,
including 1 case of trisomy 7 chimera, 2 cases of trisomy 9chimera, 1 case of trisomy 15 chimeraand 1 case
of partial duplication of chromosome 16. The positive predictive value of NIPT was 5. 95%. Conclusion
The clinical significance of RAAs suggested by NIPT is very limited. In genetic counseling. we should

make clear to pregnant women the necessity of follow-up prenatal diagnosis in combination with clinical
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practice, so as to avoid unnecessary psychological burden and invasive puncture.

[Key words] noninvasive prenatal testing; rare autosomal aneuploidies; positive predictive value
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