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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,

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 -7, R IREICEI ) BB EEK 21T 2 &
MTEIE, FENRRZIT O 2 &MU 2 flBlei 21725 A U v FbAEL D,

AR CIIERER T & & 723 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
IZOWTHET S, BHY — FRK IR —7 o —DF — X O N LR G AT,
U H—ECL DXy TV == U —TOMNTE1T 9, 7B RIARERAE « A%
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,
B4 position (hg38) HGVS. ¢
PKDI1 chr16:2090208 c. 12445-14T>C (NM_001009944. 3)
PRD1 chr16:2097825-2097843 c. 10167+25_10167+43del1GGCTGGGCTGGGG
GTCCTG (NM_001009944. 3)
PRD1 chr16:2098223 c. 10051-239G>A (N\M_001009944. 3)
PRD1 chr16:2102272 c. 9202-16G>A (N\M_001009944. 3)
PRD1 chr16:2102786 c. 8948+28G>T (N\M_001009944. 3)
PKD2 chr4:88019399 c. 596-59A>G (NM_000297. 4)
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&L (polymerase chain reaction {%, PCRIEEWE) (CX VD iRfME L., itk —~7
YL L DEBFEIIREEITO., RENREE T EROFREZ RIS 5, PADI
(2B L CIIMRIELS & RO BB AR T MFET D720, —ET ) LD PRDI RS 73
primer C long PCR(exonl, exon2-12, exonl13-21, exon22-34) Z 4T > T LR —
7 T —ORICBATT 5, FAIMROROZ T AN E T H03, Rtea G nigGE
TSN DNA bRITFAND, ZO5EIMEAx OEFIC L VHET b0 &
Al

VM R OV B E
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DH A HET D,
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REICET S HEK
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WEDOZFTH 0 £ A

R DERER A
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9) BMIEDORESRMA
BRIMARIE, S0 7 ORI T %

(10) BiIEDREHEAE
FE (7). (8). (9) % HKIZOWT, FIZ AN CEREIC TARTICHET S
(WEITE LT, RAKIORMS ), FBEBOBHICEET S Z L5 FAE T 5,

(11) MEEKEEROBRED T~V OFEREH
BRIRAEST Z ~ I EA AL 1D 72 5 NSRS EEH 1D 2 53 5,
MRAKEEIL, YAREREREORREFERT 5, E20EEE 2 FICrRd,
- [EA4{E 1D
- METOREHE (BREA, BAio— FES. BRI
- PRI RO TE
« HA KT A BEFORER
- FHRE AT e E

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOF ARG LFAIE T 5,

LR F AT AR DT, EREBEICIT TR 2T,

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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