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Abstract : Objective  To analyze the reasonable prenatal screening and prenatal diagnosis guidance scheme
of 21-trisomy syndrome children reported by birth defect cards. Methods The medical history data, prenatal
screening and prenatal diagnosis of infants with trisomy 21 birth defects who terminated or delivered in mid-
wifed institutions in Beijing from January 1 to December 31,2022 were collected. Results Among the 303 ca-
ses,297 cases were prenatally diagnosed with 21-trisomy,3 cases were diagnosed by abortion,1 case was clini-
cally diagnosed after ultrasound screening and non-invasive DNA prenatal screening (NIPT) high-risk abor-
tion,and 1 case was diagnosed after full-term delivery (1 case refused prenatal diagnosis because of abnormal
ultrasound,and 1 case did not receive standardized prenatal screening). The average age of pregnantwomen
with 21-trisomy syndrome children was (35. 80 £4. 40) years old,and 62. 71% (190/303) of them had ad-
vanced maternal age (age =35 years old on the expected date of delivery). The age of the first,second, third,
and fourth or more pregnancies were compared,and the difference was statistically significant (F =28. 81,P <
0.001). The high risk rate of 21-trisomy syndrome children was 78. 26 % (18/23),the borderline risk rate was
13.04% (3/23) and the low risk rate was 8.70% (2/23). The high risk rate of NIPT was 99. 30 (141/142),
and the low risk rate was 0. 70% (1/142). The abnormal rate of ultrasound screening in the second trimester
was 61.11% (44/72) ,which was higher than that in the first trimester [46.85% (134/286) ]. Nuchal Trans-
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lucency (NT) thickening was the most common abnormal in ultrasound screening, which reached 56. 81%
(121/213) saccounting for 90.30% (121/134) of the abnormal in the first trimester,followed by bilateral na-
sal bone dysplasia and cardiovascular system abnormalities. The top three indications for prenatal diagnosis of
21-trisomy syndrome children were high risk of NIPT,increased NT and advanced agesaccounting for 88. 89 %
(264/297). Conclusion The incidence of 21-trisomy syndrome children increases with maternal age,especially
with high-risk factors such as NIPT,NT thickening,advanced age, abnormal ultrasound screening, interven-
tional prenatal diagnosis is recommended. At the same time, ultrasound screening in the first and second tri-
mesters should be standardized. The limitations and risks of missed diagnosis of serological screening and

NIPT prenatal screening should be fully informed,and interventional prenatal diagnosis should be selected rea-

sonably.
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