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[Abstract] Objective In order to investigate the clinical application and the value of fetal chromosomal
aneuploidy noninvasive genetic testing in prenatal diagnosis. Method 1246 pregnant women were selected
to fetal chromosomal aneuploidy noninvasive genetic testing, they were high-risk or critical-risk in serologi-
cal screening in January 2014 to June 2016 who checked the cards in our hospital. Karyotype analysis was
carried out on positive pregnant women by amniocentesis. It is the study group. 1650 pregnant women
were selected to fetal chromosomal aneuploidy noninvasive genetic testing, they were high-risk or critical-
risk in serological screening in January 2008 to January 2011 who checked the cards in our hospital. Karyo-
type analysis was carried out on positive pregnant women by amniocentesis. It is the control group. Results

eight cases were detected in 1246 pregnant women, including 6 cases of trisomy 21, 2 cases of trisomy
18. Compared with amniotic fluid karyotype analysis, the examination of trisomy 21 was 100% . false pos-
itive rate was 0% , and the examination of trisomy 18 was 100% , false positive rate was5 0%. 90% chro-
mosomal abnormalities were detected in study population and prenatal diagnosis participation rate was 98.
7% , the detection rate of trisomy 21 was 78 % , the examination of trisomy 18 was 100% in control group.
78% chromosomal abnormalities was detected in study population and prenatal diagnosis participation rate
was53. 3%. Conclusions Fetal chromosomal aneuploidy noninvasive genetic testing has a high sensitivity
and specificity in prenatal diagnosis; it can be used as the supplementary means of serology, to reduce the
birth rate of congenital defects.

[Key words] genetic testing; prenatal diagnosis;fetal chromosomal aneuploidy
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