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EITHEBAREDRKR DO — 23N (polyeystic kidney disease; PKD) 3%
Do ZFEMEFERE ITBEIERE T, WROEREMEZIHEIMEERE (autosomal dominant
polycystic kidney disease; ADPKD) & 7 Yuta R 22 38 FE R (autosomal Recessive
Polycystic Kidney Disease : ARPKD) (2538 S5, ADPKD (DWW T, JRRES & L
T PKDI T An 1 & PKD2E(G & DREIE SN TV 5, ADPKD D4, En+AROK) 85%
1% PRDI EAn+ R TH Y . 9 15%1% PRD2 W in+ RN TH 5, ARPKD O JFKE 5+
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B4 position (hg38) HGVS. ¢

PKHDI chr6:51753812 c. 8798-459C>A (NM_138694. 4)
PKHDI chr6:51882440 c. 7350+653A>G (NM_138694. 4)
PKHDI chr6:51912326 c. 6332+40A>G (NM_138694. 4)
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