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[Abstract] Objective To explore the clinical standard management of positive cases tested by noninva-
sive prenatal gene detection. Method 24 pregnant women with noninvasive prenatal diagnosis in Xuzhou
Central Hospital from January 2016 to August 2017 were collected as research objects, and then amniotic
fluid or umbilical cord blood puncture was further performed to confirm the previous diagnosis. Pregnancy
outcomes of all cases were followed up by telephone. Results 24 cases of noninvasive DNA were abnor-
mal: 9 cases suggesting the high risk of trisomy 21, 4 cases presenting the high risk of trisomy 18, 1 case
suggesting the possibility of trisomy 7, 1 case with a repetition of 51Mb of chromosome 7, 1 case showing
the high risk of trisomy 15, and 1 case indicating a possible abnormality of chromosome 16, 6 cases of sex
chromosome abnormality (the karyotypes were 45,XO of 2 cases, 47,XYY of 2 cases, 47,XXX of 1 case,
and fetal sex to be checked of 1 case), 1 case referring to 18 chromatid or partial deletion, and simultane-
ously suspecting sex chromosome abnormality and multiple chromosome abnormality. Among the 24 preg-
nant women, 1| case gave up the interventional prenatal diagnosis and took the induction of labour directly,
18 patients accepted amniotic fluid puncture while 5 underwent accepted umbilical vein puncture. 12 cases
of fetal chromosomal abnormalities were definitely diagnosed, including 8 cases of 21-trisomy, 2 cases of
18-trisomy, 2 cases of 47 XYY, and the remaining 11 cases of non-invasive DNA abnormalities showed

normal results of amniotic fluid/umbilical cord blood puncture. 10 cases took the induction of labour, 13
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cases (including 2 cases of 47 XYY) continued pregnancy, and 13 cases of neonatal follow-up showed good

results. Noninvasive prenatal testing for 21 and 18- trisomy had a coincidence rate of 88. 89% and 50%.

For the screening of sex chromosome abnormality, the coincidence rate of 47, XYY is 100% , however,

the coincidence rate of 45,X and 47 and XXX is 0. Conclusions Noninvasive prenatal gene detection has a

high sensitivity and specificity for chromosome aneuploidy detection, and the detection rate of 21-trisomy

and 18-trisomy is high, while there is still some false positive, when noninvasive DNA sequencing found

abnormal pregnant women, we still need to carry out interventional prenatal diagnosis to avoid innocent fe-

tal injury.
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