RAERE
et (KB E S RN SRR B R TR
[FECRB ]

EFHBHAG R 202344 H 1 H

Ver 7

1/5



HETBE R

No. BETNA fili FABR4A B VERCE AR
1| HRERL 1 2018/2/217 /N e & THE
2 | WS D& IE Gl xR 0B b) 2 2019/4/1 9 — SRR
3| AL DEE 3 | 2020/11/25 | #m)IliE— SRS
4 | Intron FEMEGEN 4 2021/6/30 | HuJIyE— SR
5 | HFALHE 5 2022/4/1 H 5 — SRR
6 | fEIEGEM 6 | 2022/11/24 | HO)lliE— R
7| QD) BREKEEOFTEEE 0L T 7 2023/4/1 * THE SR




REEE | BREAEESREERERT

wEL [ BREAAEERSEEBERETECFRE ]
S

EITHEBAREDRKR DO — 2 3N (polyeystic kidney disease; PKD) 3%
Do ZFEMEFERE TBEMERE T, B RO ENEZ MRS (autosomal dominant
polycystic kidney disease; ADPKD) & 7 Yuta R 22 38 FE R (autosomal Recessive
Polycystic Kidney Disease : ARPKD) |Z5FE X415, ADPKD [ oW TIE, JHEELE T & L
T PKDI BB & PRD2 (BT & BRIE ST 5, ADPKD DA, 5 T+EROK 85%
I% PRDI EAn+ R TH Y . 9 15%I1% PRD2 ¥ in+2NFIK T 5, ARPKD O JFKE 5+
(2L PEHDI I3 [RIE S ATV 5,

SRV L@ BE R SIS X o CHIBIRIC 2R T 2 B A HERT D 2
LTSN, FIEEO 220G AL BN O Z BN K —dR 72 & R
TILEETREFEEREE R, B IREICEI ) BB EEK 21T 2 &
MTEIUR, FHENARAZIT O 2 LXMW 2 RmBleZ 4175 AV v R AL D,

AR CIIERER T & X723 PADI, PRD2 &5 DN T 2 ORI ELT 5, ARE
X& X a— Rk 7 Y v & ZOMEO AT T A4 AENER A, kit — 7 =
Y =TT L., BICRHEENET VABEE 0. 1%L FORRARY 7k, NU T2k
ICOWTHRET S, BHY — FEKI S — 7 v —DF —Z OM7e N BE 2R A1,
Yo H—ECL DX ET V= — 7 Y —TOMWTEIT 5, 7o B KRB - FHAZE
O 2 B —HEAbRORBUE 2 7 AEEZCIZE LTI SR E COMMMAEEHE U — RO
WS — 5 o —TIEREE 72D BExISE L, SMIE YA 71200 TN
V7o ha—7—THRIITELELDOIZE L TERET 28, NV T ha—7—Tlil
TE ol b DI LTI L, F7z ERifEkiciz . TRRosElk b T iciE

45,
Bin 14 | position(hg38) HGVS. ¢
PRD1 chr16:2097825— c. 10167+25_10167+43de1GGCTGGGCTGGGGGTCCTG (NM_00
2097843 1009944. 3)
PRD1 chr16:2102272 c. 9202-16G>A (NM_001009944. 3)
PRKD2 chr4:88019399 c. 596-59A>G (NM_000297. 4)
(1) WmEFE

MIENSEUL L7257 7 L DNA DD, ST DRAERNBELEFOT-AELEa—F
EEE T Y FDA v ha BRIy EANA TV AL B =g B D WVITEESREN
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

&k (polymerase chain reaction i, PCRAEEME) (K VIRMEL, WKL —7
Y=L XD BB FESIREZITV, MENSEEFEROFEL RS 5, PEDI
(2B U CIIHRRIBLY | 2 RO B AR AET D72, —ES ) A D PEDI FF5ERY 72
primer C long PCR(exonl, exon2-12, exon13-21, exon22-34) Z 4T > T H IR —
7 Y —=DRIIBATT 5, JRAIMIEDADZ T AN E T D0, R a {206
TR SN2 DNA BT AND, ZOHEIHE 2 OFFNZ LV HT2 b0 &+
2

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

EREEICRIREZITO 2 L T OREMEOHEH
BRI L, AREIREMEEZET 2 b0 TIEH Y EHA,

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

HEZZFET 2HEICH > Tk, EBRTHIEZT O HERER DA
HEDFEFELH Y FH A,

R DERER A
PEHHEREIC TRA D B RIRIRFUC W THICHB L ARED H LiAZ 0 E L
e

AN A BT
WREF ST D EA AL 1D FE# 7~V b S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R i3 5.,

BRAK DRI
PRIMAR T, TSR £ 7o TR 45,

(10) BiEDORHESEM
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Efe (7). (8). (9) ZWT-TRIKIZOWT, HICAN THRIRIZTARINIHEET S
(WEIIS T T, ARG ), BEHOFHIZEE TS Z & 2FAIE T 5,

(11) REKEERRED T ~)VOFERHEH
BRARREAT 7~ U ITEA AL 1D 72 5 ONTHRRE B 1D 2 5edd %,
RAEMIEE L, YMERREORXEZMN TS, BREHER Z U TR,
- [E4 AL 1D
c WETORAEE (REA, Bt — P& BIEK)
- ERRPEBEE
s AR T A T DORER
* BHSREEAT SE

(12) Bz ERBEE D CHAERERN OB EREFNICHEZKET 525G
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAEELFAIE T 5,

LRI AR 2D T EREBEICIT TR 2T,

(13) RETEFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 TIEW AR HHIA e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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