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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 BB & PRD2 (BT & BRIE ST 5, ADPKD DA, 5 T+EROK 85%
1% PRDI EAn+ R TH Y . 9 15%1% PRD2 W in+ RN TH 5, ARPKD O JFKE 5+
(VX PRHDI I3TRIE STV 5,

SRR T BT I X o THHBIRICEZ R T 5B AR T D 2
L TR EN DN, RIERED 72055 RB IR O F RN R — e & ORI
TIEEFRETEE2RE L2 R+, TEEETREICK Y RYRE2HZ2T) 2 &
MTEIE, FENRRZIT O 2 &MU 2 flBlei 21725 A U v FbAEL D,

AR CIIRER T & & 723 PKHDI G- DY 7 v FORIMEITH . AREIT S >
NR7Ea— R Vo L OO AT T A AN Z . K — 7 o —
TEAT L. FITHRH ST VABE 1%L O 7 b, AU T M2 T
WiET 2, Y — FERIER S — 7 v —DFT — X O N L ERGAT, b —
BILE2F ¥y BTV =0 =T 0 —TOMTZ1T 5, RBRHERE - FINFEDO a2 E—
B RBIE 2 7 ) DEEZACICEE L CIIEBE CORMENEH Y — RRLOK >
— 7 —TIXREER 7o, WERGE L, (KT A 21200 TiEny 7o b
A= —THRIHTEZbDIEH L TUIMmET 208, N7 ha—7—THlIHTE )
STZb DI L TEHE Ly, 72 BRisElIINZ, FReosEas b T iemy 5,

B4 position (hg38) HGVS. ¢

PKHDI chr6:51753812 c. 8798-459C>A (NM_138694. 4)
PKHD1 chr6:51882440 c. 7350+653A>G (NM_138694. 4)
PKHD1 chr6:51912326 c. 6332+40A>G (NM_138694. 4)
(1) WEFHIE

MR HEML L7277 5 DNA 2D 328 DA RBIRF O AT Ea—F
T Vb 2DA 2 b UBERE nA T Y FA B =T a b D VIIEEER
HEYE (polymerase chain reaction ¥5. PCRYEEWE) X Vs L. AN —4
Y= K DB FESIRE ATV, MENSREEFEROFEZ RIS 5, PEDI
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(4)

(5)

(6)

(7)

(8)

(9)

(2B L CIIARIBCA N & R o B AR DSFET D72, — T ) AhvD PRDI R 572
primer C long PCR(exonl, exon2-12, exon13-21, exon22-34) Z 4T > T LR —
7 Y —=DRIIBITT 5, JRAIMIEDADZ T AN E T D0, R a/{R0GE
(TR SNIZDNA 2T AND, ZOHEEfE~ OEFNZ L VT b0 LT
S

FVEE R OV B A%
EERINZHAWSNTWDE F7 2 L) 77 Lo AFCHI & DL & | AR H B 28 5
DOH A HET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREIREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
BRI AFTIZ RN = H 26 60 B2 H LA,

HEZZFET 2HEICH > Tid, EBRTHIEZT O HERER DL
HEDFEFELH Y £ A,

RBRAR DEREREA:
PEHHERAIC TRA D B RIRIRFUC DN THICHB L AREDH LB 0 E L
AR D

AN AT
WREFIEAT D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I 1mL LA b 2 4R i3 5.,

BRIK DRI
PRIMAR T, LTI £ 7o 3B R4 5.
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(11) REKEERRED 7 ~)VOFERHEH
RRARREART Z - ITEA AL 1D 72 b ONSRRE B 1D 52T %,
RAEMIEE L, YMERREORXEZMN TS, HREHER Z U TR,
- [E4 AL 1D
RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DIET HHH
FEAOFAEEZFAIE T 5,

LRI AR DT, EREBEICIT TR 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
NEEMEEANDT S DNABFZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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