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ABSTRACT Objective: To investigate the effect of the thickness of the nuchal translucency (NT) ultrasound combined with
non-invasive DNA on the diagnostic efficiency of chromosomal aneuploidy in pregnant women and fetuses. Methods: A total of 120
pregnant women, who went to Shaanxi Provincial People's Hospital for prenatal screening from July 2018 to April 2020, were chosen as
research subjects. All the pregnant women were given NT thickness ultrasound combined with non-invasive DNA examination, and the
fetuses with positive results were given amniocentesis analysis. Results: The NT thickness of 120 fetuses was 0.8-10mm, and the average
thickness was 1.57+0.41mm. There were no statistically significant differences in NT thickness of different pregnant women (P>0.05).
Take the results of amniocentesis as the gold standard, in the 120 fetuses,chromosomal aneuploidy was detected in 7 cases, 12 cases were
detected by NT ultrasound, 13 cases were detected by non-invasive DNA, and 14 cases were detected in combination. The sensitivity of
NT ultrasound, non-invasive DNA and combination diagnosis of chromosomal aneuploidy were 57.1%, 85.7% and 100.0%, and the
specificity were 92.9%, 93.8% and 93.8%. In the 14 fetuses with positive test results of combination diagnosis, there were 3 cases of
lymphatic cystoma, 2 cases of single umbilical artery with intrauterine growth delay, 1 case of fetal kidney abnormalities, and 1 case of
fetal sirenomelia. Conclusion: In the diagnosis of chromosomal aneuploidy abnormalities of pregnant women and fetuses, the cervical
transparent layer thickness ultrasound combined with noninvasive DNA has the characteristics of simple operation and non-invasiveness.
The sensitivity and specificity of the diagnosis are relatively high, which can be used for genetic consultation of clinicians.
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Table 1 Comparison of ultrasound results of NT thickness of different pregnant women (mm, x+s)

Age of pregnant n NT thickness F P
21~25 years 14 1.52+0.22 0.127 0.882
26~29 years 76 1.58+0.14
30~35 years 22 1.59+0.28
36~38 years 8 1.57+0.18

22 LR
120 iR JLH R e o iR A AR S 5 7 ) NT A 5
H 12 4], I DNA K 13 4] B Ak 14 41, Wk 2.

23 LIRS R

7E 120 i L NT i H Jefl] DNA S5ES2 B 4
PRAR B AP R U 57.1 % .85.7 %A1 100.0 %, 45 55
92.9 %.93.8 %#1 93.8 %, L3 3,

R 2NT BAEBKA T DNA LR BFEREESERISHE RG], %)

Table 2 Diagnostic results of NT ultrasound combined with non-invasive DNA for fetal chromosomal aneuploidy (n,%)

NT ultrasound

Non-invasive DNA

Combined diagnosis

Amniocentesis Total
Positive Negative Positive Negative Positive Negative
Positive 4 3 6 1 7 0 7
Negative 8 105 7 106 7 106 113
Total 12 108 13 107 14 106 120
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Table 3 The diagnostic sensitivity and specificity of NT ultrasound combined with non-invasive DNA

for fetal chromosomal aneuploidy abnormalities (n,%)

Diagnostic method

Sensibility

Specificity

NT ultrasound

Non-invasive DNA

57.1%(4/7)

85.7%(6/7)

92.9%(105/113)

93.8%(106/113)

Combined diagnosis 100.0%(7/7) 93.8%(106/113)
F 4324 0.097
P 0.115 0.953
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