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Rapid Genetic Diagnosis for Okinawan Patients with Enlarged Vestibular Agqueduct
Using Single-Stranded Tag Hybridization Chromatographic Printed-Array Strip
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We developed a multiplex variant detection method by combining
allele-specific PCR with STH-PAS to verify the presence or absence of the two SLC26A4 pathogenic
variants, c.1707+5G>A and c.2168A>G, that are the most common among Okinawan patients with hearing
loss and EVA. Furthermore, by combining direct PCR and STH-PAS from whole blood and saliva
specimens, we developed a novel, rapid and less invasive genotyping method. The diagnostic accuracy
of STH-PAS genotyping for the two pathogenic variants was 88% correct in Okinawan patients with EVA.

The STH-PAS genotyping method appropriately tailored to the genetic variations in targeted
ethnicities could be applied broadly in other geographical regions.
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