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Genetic diagnosis by next generation sequencing in polycystic kidney disease
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In seventeen-nine of one hundred and two ADPKD patients, the mutations of PKD1 or
PKD2 gene were found by next generation sequencing method using target-enrichment DNA system. The detectio
n rate was 77.5 %. In sixty-seven mutations of PKD1 gene, eighteen nonsense mutation (27%), thirteen small
deletion or insertion (19%), five splicing mutation (7%), thirty-one missense mutation (46%) were found.
In twelve mutations of PKD2 gene, seven nonsense mutation #58%), three small deletion or insertion (25%),
no splicing mutation and two missense mutation (17%) were found. PKD mutations by next generation sequenci
ng method using target-enrichment DNA system were detected in a short time in comparison with the conventi
onal capillary sequencing method.
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