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[Abstract] Objective To explore a clinical prenatal management for cases with a positive result of mi-
crodeletion / duplication (MD) by invasive prenatal test (NIPT). Method Invasive prenatal diagnosis
was arranged for cases with positive MD screening results after detail ultrasound fetal anomaly scan and
genetic consultation. Both the fetal and parental samples were sent for karyotyping and multiplex ligation-
dependent implication probe amplification (MLPA) / chromosomal microarray analysis (CMA). Results
A total of 1191 NIPT were performed with 9 cases screened positive for MD. 2 of 3 cases which underwent
testify examinations were confirmed to have MD, and two more MD were detected only by CMA in one
MD case, whereas the other one was false positive. The maternal sample of the false-positive one was
found to have microduplication by sequencing. The two confirmed MD cases terminated the pregnancies
whereas the false positive one continued. Conclusions NIPT can be used as a screening tool to detect MD
with a relatively large fragment but its ability to detect small-sized MD is limited and can be affected by
maternal background. Therefore invasive prenatal diagnosis is indicated to confirm diagnosis in positive ca-
ses.
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