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Aims: - To understand the different biological factors that attributed to inconclusive Sex chromosomal
aneuploidies (SCAs) results on NIPT.

Methods: - Retrospective analysis was performed on samples that were tested for NIPT in our laboratory
and the results were recorded.

For inconclusive SCA results, further diagnostic testing along with appropriate genetic counselling and
comprehensive ultrasound was recommended.

The outcomes of these samples were followed up and the results were recorded.

Results: - In about 0.2% of samples that were sent for NIPT, inconclusive SCA results were reported. Follow
up information was obtained in 18% of the samples. In 47% of the cases, normal results were obtained on
further testing. In about 35% of the cases, the inconclusive results could be attributed to history of
vanishing twin. In about 12% of the cases, the fetus had a sex chromosomal abnormality (Monosomy X &
Mosaic XXX). For the remaining 6%, the maternal biological background was confounding the NIPT result
i.e. the pregnant woman was identified to have an SCA (XXX).

Conclusions: - This study highlights the importance of careful analysis when reporting SCA results on NIPT.
This study also highlights the importance of appropriate pre-test and post-test genetic counselling in such
scenarios.
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