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Detection of gray-area with non-invasive prenatal testing. a retrospective analysis of 74 cases
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[ Abstract] Objective A retrospective analysis of gray-area in 74 cases for non-invasive prenatal testing
(NIPT). To evaluate possible causes and effects on pregnancy outcomes of gray-area. Methods There
were 4883 pregnant women undergoing NIPT in The First Affiliated Hospital of Sun Yat-sen University
from March, 2017 to July. 2020, of which 74 cases with Z value gray-area T13(3. 0<CZ<C4.39);T18(3.
0<<Z<{4.64);T21(3.0<CZ<C5.08) were retested and the results were analyzed after adding sequencing
depth. Invasive prenatal diagnosis was performed on pregnant women who still had a Z value gray-area
after repeated detection. Pregnant outcomes were followed up. Results Among the 4883 pregnant women
with NIPT, 74 cases (1. 5%, 74/4883) were in gray-area; 74 cases with Z-value gray area were

reexamined by increasing the sequencing depth. After retesting, 7 cases were still in gray-area, and the
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remainder 67 cases were in low risk; Among the 7 pregnant women having invasive prenatal diagnosis, 1

case of trisomy 21 and 1 case of mosaic trisomy 21 (24%); 1 case showed congenital heart malformations.

Among the other 44 follow-up cases, 25 cases had adverse outcomes during childbirth. Conclusions The

incidences of adverse pregnancy outcomes in these NIPT patients were significantly higher, which should

be paid more attention.

[Key words] Non-invasive prenatal testing; Z-scores gray-area; Pregnancy outcome
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