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[Abstract] Objective Using massively parallel genome sequencing technology to detect pregnant women
free DNA in peripheral blood plasma, for fetal chromosomal aneuploidy noninvasive prenatal genetic tes-
ting, explore aneuploid noninvasive prenatal genetic testing in the value of prenatal screening and prenatal
diagnosis. Method From February 2012 to May 2013, a total of 3711 high-risk pregnant women were re-
cruited at Prenatal Diagnostics Center of Guang dong Province MCH, with gestational age from 12 to 34
weeks. Five milliliters of peripheral blood were drawn. the DNA were extracted from mother plasma and
barcoded, And test results of high risk which accepted interventional prenatal diagnosis as fetal amniotic
fluid or cord blood that is collected by the cell culture underwent karyotype analysis or array-CGH identi-
fied chromosome aneuploidy. And all detected pregnant women after childbirth were followed-up. Results

3711 cases of pregnant women with a high risk of blood were 74 cases, including 21-trisomy 41 cases; 18-
trisomy 8 cases, 13-trisomy 4 cases, sex chromosome abnormalities in 5 cases, other chromosomal abnor-
malities 1 case. Combined the results of interventional prenatal diagnosis and followed-up, detection rate of
this method for 21-trisomy(40/41) ,18-trisomy(8/8) ,13-trisomy(4/4) reach 100% ,the misdiagnosis rate
is 1. 08 % ; sex chromosome detection rate and other chromosome detection rate of 100% (6/6), the misdi-
agnosis rate of 2. 43%. Conclusions Using non-invasive prenatal genetic testing to detect maternal blood
plasma of free fetal chromosomal DNA lines aneuploidy screening for 21-trisomy ,18-trisomy and 13 - tri-

somy , the sensitivity, specificity and chromosomal karyotyping have high consistency. But for the sex
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chromosomes and other chromosomal abnormalities often have some limitations, but also need more data

accumulate. The technology has the non-invasive, high accuracy, high throughput advantages in clinical

which have considerable potential value.
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