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Prenatal diagnosis and genetic analysis of cases with chromosome 9
abnormality detected by non-invasive prenatal testing”
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Abstract: Objective To investigate the prenatal diagnosis and genetic analysis of patients with chromo-
some 9 abnormality detected by non-invasive prenatal testing (NIPT). Methods A total of 16 pregnant
women who were diagnosed with chromosome 9 abnormality by NIPT in the Prenatal Diagnosis Center of Bei-
jing Obstetrics and Gynecology Hospital from August 2019 to December 2023 were selected as the research
objects. All of them received prenatal genetic counseling,and 14 of them received invasive prenatal diagnosis,
including karyotyping and/or copy number variation analysis of amniotic fluid cells. The clinical data,prenatal
diagnosis results and pregnancy outcomes of the enrolled pregnant women were retrospectively collected,and
the live births were followed up. Results Among the 16 pregnant women, 14 pregnant women received inva-
sive prenatal diagnosis,and 5 cases were diagnosed with chromosome 9 abnormality,with a positive predictive
value of 35.71% (5/14). Three cases of Mosaic trisomy 9 syndrome were induced to terminate pregnancy, 1
case of pathogenic copy number variations (CNV) was induced to terminate pregnancy.and 1 case of CNV of
unknown significance was full-term delivered with no abnormalities in the newborn. The remaining 9 cases
were diagnosed as normal and delivered at term,and no abnormality was found in the follow-up newborns. The
other two cases refused prenatal diagnosis,one of them was lost to follow-up,and the other refused to be fol-
lowed up after delivery. Conclusion NIPT screening for fetal chromosome 9 abnormalities has certain value,
but it needs to be combined with karyotype analysis and CNV analysis to verify the results of prenatal diagno-
sis to meet the needs of clinical diagnosis.
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