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[Abstract] Objective To explore the value of a Massively Parallel Genomic Sequencing Technology, a
new type of non-invasive prenatal diagnosis was applied on fetal chromosomal aneuploidy disease. Method

1365 singleton pregnant women with gestational age among from 13 ~ 25 weeks tested for free fetal
DNA in peripheral blood, of whom 1051 had high risk in Down’s syndrome biochemical screening, 294
more than 35 years old, 10 were shown fetal abnormalities by ultrasound and 10 for other reasons.
Amniotic fluid puncture and fetal karyotype analysis were carried out for positive on the test results,
telephone follow-up after fetus birth for the negative test result. Results (O In 19 out of 1365 pregnant
women, massively parallel genomic sequencing technology revealed high risk of Down’s syndrome, 18 had

amniotic cavity puncture and chromosome karyotype, 1 high risk fetuses was misdiagnosed. The detection rate
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of fetal Down’s syndrome was 100 % , accurate rate 94. 4%. @ Non-invasive technology detected 8 cases of 18

trisomy, lcase refused for puncture, 7 cases consistent with the result of karyotype analysis. @ 6 cases

karyotype were 45,X0, 3 cases in testing positive for the amniotic cavity puncture, 2 cases of karyotype 45, X0,

1 case of 46, XX. @ Providing telephone follow-up for screening negative cases, no Down’s syndrome baby was

found. Conclusions Sequencing technology of plasma free DNA in pregnant women can detect fetus chromosome

aneuploidy rapidly,and which is highly consistent with karyotype analysis in accuracy and specificity.
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