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Ion torrent semiconductor sequencing technology in the application of

fetal prenatal screening of aneuploidy disease
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Abstract A total of 6 064 pregnant women who performed non-invasive prenatal testing were selected. The cell
free fetal DNA in maternal blood was tested by lon torrent semiconductor sequencing. Amniocenteses were taken in
patients with positive results and for all patients the follow-up visits were carried out. 49 patients were found with
positive results by lon torrent semiconductor sequencing. After checked by amniocentesis and follow-up visit the
sensitivity and specificity of this technology for trisomy 21 18 and 13 were 96.3% /95% 100% /93.3% 100% /
100% respectively. Using lon torrent semiconductor sequencing to detect cell4ree fetal DNA applied to prenatal
aneuploidy screening as noninvasive has high sensitivity and specificity. However there are still some false positives
and false negatives in this technique which should be combined with other prenatal diagnostic methods to make
more accurate judgments.
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