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Genetic analyses for ADPKD using next-generation sequencer
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We performed genetic analyses of 111 ADPKD patients using next-generation
sequencing (NGS). The mutations of 96 patients were detected. Additionally, a mutation in exon 1 of
PKD1 was identified using Sanger sequencing and five deletions were identified using multiplex
ligation-dependent probe amplification (MLPA). When combined, the total detection rate was 91.9%.
This study indicated that comprehensive genetic analyses might be needed for the identification of
mutations in ADPKD.
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