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[Abstract] Objective To investigate the clinical application value of non-invasive gene detection of aneu-
ploidy in fetal as noninvasive prenatal diagnosis. Method The amniocentesis and karyotyping results in
Xijing Hospital from January 2012 to December 2014 were retrospectively analyzed. The only indication
for amniocentesis in these group of woman was positive NIPS (Non-invasive prenatal screening) results.
84 case of positive NIPS results were required for validating by fetal karyotype analyzing through invasive
procedures such as amniotic cavity. The NIPT result were compared with the fetal karyotyping and FISH
for verification and analysis, telephone follow up after fetus birth for the chromosome result . Results ~Ab-
normal 84 cases did amniotic fluid puncture or umbilical cord puncture and chromosome karyotype analy-
sis, 48 cases of trisomy 21 were detected that 2 cases were false positive, 11 cases of trisomy 18 were de-
tected that 4 cases were false positive,4 cases trisomy 13 were detected that 2 cases were false positive,
21cases abnormal in sex chromosome were detected that 6 cases were false positive. Conclusions Sequen-
cing technology of free fetal DNA in pregnant women,detection of trisomy 21, trisomy 18 .trisomy 13 and
abnormal in sex chromosome accuracy up to 95. 8% ,73% ,71%and 50 %. Non-invasive detection of DNA
was an effective method of prenatal screening of trisomy 21, but on trisomy 18,13 trisomy and sex chromo-
some detection rate,accuracy rate to be further improved existing technologies.
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