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Novel medical approach of polycystic kidney disease by the next generation
sequencer
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Distinguishing_autosomal- dominant polycystic kidney disease (ADPKD) from

other inherited renal cystic diseases in patients with adult polycystic kidney disease and no family
history is critical for correct treatment and appropriate genetic counseling. We analyzed 53 adult
polycystic kidney disease patients with no family history. Comprehensive genetic testing was
ﬂerformed using capture- based next- generation sequencing for 69 genes currently known to cause
ereditary renal cystic diseases including ADPKD. Through our analysis, 32 patients had PKD1 or PKD2
mutations. Additionally, 3 patients with disease- causing mutations in NPHP4, PKHD1, and OFD1 were
diagnosed with an inherited renal cystic disease other than ADPKD.The genetic screening approach and
clinical features described here are potentially beneficial for optimal management of adult
sporadic polycystic kidney disease patients.
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