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The application of nuchal translucency combined with maternal blood cell free fetal DNA noninvasive prenatal
test in the chromosome aneuploidy screening in the elderly single-fetus pregnant women
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[Abstract] Objective To investigate the application value of nuchal translucency (NT) combined with
maternal blood cell free fetal DNA (cffDNA) noninvasive prenatal test (NIPT) in the chromosome
aneuploidy screening management in the elderly single-fetus pregnant women. Methods 1525 cases of the
elderly single-fetus pregnant women with complete data detected by NT examination from Prenatal

Diagnosis Center of Xuzhou Center Hospital were enrolled and the pregnancy endings were followed-up in
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this study from July 2015 to June 2018. All pregnant women were divided into NT abnormal group (n=
36) and NT normal group (n=1489) according to whether NT>>95% or NT thickness=> 3. 0omm. All the
cases in the NT abnormal group accepted prenatal invasive diagnosis. While among the NT normal group,
1161 cases were detected by NIPT as the noninvasive group, while the other 328 cases received invasive
prenatal diagnosis as the invasive group. All pregnant women received follow-up ultrasound examination
during the second trimester and their clinical data and pregnancy outcomes were statistically analyzed.
Results (D3 cases aneuploidy fetuses were diagnosed in the NT normal group (1 case in the noninvasive
group and 2 case in the invasive group), while seven cases aneuploidy were diagnosed in NT abnormal
group. Among the 10 cases, 9 cases had abnormal ultrasound structure changes during the second
trimester . 3 cases of possible aneuploidy fetuses were founded tested by NIPT in the noninvasive group (1
case of trisomy 0. 21 syndrome and 1 case of Turner’'s syndrome and 1 case of 47, XXX), autosomal
positive predictive rate was 100% while sex chromosome positive prediction rate was 0% by NIPT; The
positive prediction rate of abnormal NT combined with ¢ffDNA NIPT for aneuploidy in fetuses was
20.51% (8/39) while the negative prediction rate of NIPT negative for fetuses aneuploidy was 99. 74 %
(1158/1161). @ The diagnosis rate of fetal aneuploidy 0. 20% (3/1489) in NT normal group was
significantly lower than that 19.44% (7/36) in NT abnormal group, the incidence of ultrasonic structure
changes 2. 69% (40/1489) in NT normal group during the second trimester was significantly lower than
that 38.89% (14/36) in NT abnormal group. All the differences above were statistically significant ( P<C
0.05). @ The diagnostic rate of fetal aneuploidy in the NT normal group was 5. 00% (2/40), compared
with 50.00% (7/14) in the NT abnormal group and the difference was statistically significant (P<C0. 05).
Conclusion NT combined with maternal blood ¢ffDNA NIPT may provide a high prediction value in the
management of fetal aneuploidy in elderly singleton pregnant women. And we should pay more attention to
the clinical screening of abnormal ultrasound structure changes for fetal aneuploidy in the follow-up second
trimester ultrasound .
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