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Abstract: Objective To explore the influence of confined placental mosaicism (CPM) on non-invasive
prenatal genetic testing (NIPT). Methods The prenatal diagnosis was performed in 16 pregnant women with
high risk indicated by NIPT results. The chromosomal karyotyping analysis of prenatal diagnosis in fetus was
performed by adopting the amniocentesis, umbilical blood puncture and fluorescent in situ hybridization
(FISH). FISH or chromosome microarray analysis (CMA) were performed on placenta after induced labor or
delivery. Results The 14 samples diagnosed by prenatal diagnosis were consistent with the results of NIPT,
moreover the detection results of placental tissue after induced labor were consistent with NIPT ;the prenatal
diagnostic results of other two cases were inconsistent with the NIPT results,in which 1 case was the normal
karyotype diagnosed by amniotic fluid cells,and there was 21-trisomy chimerism by placental CMA detection.
Another case was the high risk of chromosome 6 detected by NIPT,and the diagnostic result of amniocentesis
was arr[ GRCh37]16p13. 1114892975 16528123) X 1. There was a trisomy 6 and a 1. 36M deletion in the
16p13. 11 region detected by the placenta CMA. The consistent rate of NIPT results with placental test results
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was 93.8% (15/16),and the consistent rate with prenatal diagnosis was 87.5% (14/16). Conclusion The

presence of CPM is an important cause of the inconsistency between the NIPT results and prenatal diagnosis

results. It is recommended that pregnant women with high risk further clear the diagnosis by the invasive di-

agnosis. For the pregnant women with CPM highly indicated by the detection results,the monitoring of fetal

intrauterine development should be strengthened, and placental specimens is collected to further identify the

source of the abnormality.
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