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[Abstract] Objective To evaluate the efficacy of stepwise sequential screening in detecting fetal Down
syndrome. Method A retrospective study was conducted on 146, 190 pregnant women with singleton
pregnancies who had received first trimester screening at the Guangdong Women and Children Hospital
from January 2013 to July 2015. Of the 136,471 pregnant women with a negative first trimester test re-
sult, the stepwise sequential screening was performed on 33,587 (24. 6%). Results Among the popula-
tion submitted for the first trimester test, the detection rate was 88. 54 % (85/96) for trisomy 21 and tri-
somy 18 and the false-positive rate was 6. 59% (9634/146,094). Excluding many cases with a negative
first trimester test result were unavailable due to different choice or screening strategies, 33,587 cases(24.
6 %)as the subjects for the second trimester screening. 640 women were recorded as having a positive
screening result, including 6 cases of trisomy 21 and 634 cases of false positive. Negative screening results
were found in 32,947 pregnancies, including 2 cases of false negative. Overall, with the use of stepwise
sequential screening, the detection rate for Down syndrome is 94. 79% (91/96) at a false-positive rate of

7.03% (10,268/146,094). Conclusions Stepwise sequential test proved to be superior for detecting
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Down syndrome at our center over 3 years. Although only a portion (24. 6 %) goes on to second trimester

screening. stepwise sequential test indicates that the detection rate would be higher (94. 79% vs. 88.

54 %). Six cases in which the first step of screening was falsely reassuring were found in stepwise sequen-

tial screening. Overall, in order to reduce the missed diagnosis of Down syndrome, stepwise sequential

screening should be applied extensively on clinical screening.
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