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A comprehensive search for mutations in the PKD1 and PKD2 in Japanese

subjects with autosomal dominant polycystic kidney disease.
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A comprehensive search for mutations in the PKD7 and PKDZ2in
Japanese subjects with autosomal dominant polycystic kidney disease.
(i e RV EB AR R MR O H R ANEFNIZ BT 5

PKD1, PKD2EAR{ 05 R 28 FLfRAT)

Kurashige M, Hanaoka K, Imamura M, Udagawa T, Kawaguchi Y,
Hasegawa T, Hosoya T, Yokoo T, Maeda S.

Clin Genet. 3 Apr 2014. [Epub ahead of print]

doi: 10.1111/cge.12372. PMID:24611717

YL ARE M BRI (Autosomal dominant polycystic kidney disease:
ADPKD) 1XPADI, & T2 13 PRDIEAR T D RE 2K & LT, BHOBERZ KT 2
IBMEEEEEEETH D, AEBOFREEITEL, Hx 0BEN L OLRBLE O
FRFEIC L0 2R O Z ENRINLTWVDE N, ZOREE, Bk oML % b
LITELNT-HLOT, BAANEZELRT U7 NEMIZE T A IEHRIIMmO TZ L.

Z 2T A IT1615 %180 A D H A AADPKDERFZ 1235\ C, ALFEIIPADI) S8 15 175 F

AT 24TV, ARFREEFIZ 31T 2 ADPKD OSBRI, BRI & RS & Gk L 7=,

—/tr A (Sanger{$), in—silicof#ffT, mini gene splicing assay, multiplex PCR
invaderys, TE#EPCRE, MLPA (multiplex ligation—dependent probe amplification)
B R, BRI 21T o7, Fo, T RICES &, HEMAREEE B E

THIET, W EREZRE LT

FEATIC K0 11228 5L (89PADIZE S, 23 PKDZIE L) % 1355 R [RIE L 7= (28 H[m] E =R

83.9%). PEKDZEFIIEARD23. 6%% 5D7=. RELLEZEARD S L, wEITHED
IRV R T o 72, BHEREAR T3 EE (eGFRZEAVER) | X PADIZE FEFE D J5 H3 PEDZ2
TRV KX o72(-3.25 vs —2.08 ml/min/4F, p<0.01).

ARFZEIZ LD, BEMORCK NER & [FER, H AR NADPKDEFE CTIIIRE 53 03 PED1/ 225
BRRE E /2o TWDZ L, BLOPADIERZ L SOBEDOHPETHARARETHDL Z
ERHBLNNT o7, —TF, BRI 5 PRDZER O HRIL, Bk NEM TO R
(12. 3-18. 3%) IZth_EEITE < (23. 6%, p<0.01), ADPKDOE(STS Rl X AFEZEN
GFIETDHAREENRD D EB X BT,




BUEEOREROES

EEERKOFEMEFZB R IEFH L 1IwENR2D . Z4 it TA comprehensive
search for mutations in the PKD1 and PKDZ in Japanese subjects with autosomal
dominant polycystic kidney disease. |. BASE T [HRAEEEELLZRMEER
o AANERIZEIT 5 PKD1, PKD2 B FRIERIERMNT) LEIN, 2014 FiZ
Clinical Genetics ZEICRER SN/, FEEDA /37 b7 7 72— 2013 T 3. 652
Thbd, LT, FUBRFERXOES L EEZESIBITHAEE-ELFERT S,

LA RENEEEZRMENE (Autosomal dominant polycystic kidney disease:
ADPKD) % PKD1, £ 7213 PKD2 i+ DREZER & LT, #EkoBREA2 T 285
MHEEEERATHD, NEEOFEEITER, s 0BER L YERERFOREHEIC
LD BEEE LD LARENTNSR, ORI, BCKAL0®ES L LICB LR
HOT, BEAZEOLERT U7 AERICBT 3 FRIIEBHTZ LY. TZCTRERKIX
161 %% 180 A HAA ADPKD BBE 2B\ T, AFERY PKDL/2 BEFE BT 21T,
AFEMITEIT D ADPKD OBECHIFFN, FRIREB L OBEEZRIEL, —F A
(Sanger ), in-silico f##T, mini gene splicing assay, multiplex PCR invader
1, EEPCRE, MLPA(multiplex ligation—dependent probe amplification)ik# Al
W, BRBH 21To72, Fh, BERICESE, BE6MAEEELSELE2TAZ L
T, WHIEREERREL,

fRATIC L 0 112 222 (89PKD1 R, 23PKD2 £BRE) % 135 FRIWCFAE Lz BEREER
83.9%) , PKD2 BEIILEMED 23.6%% 5. RELLAZERDI L, BEIZHRED
RWTSIEHHRER TH -/, BHEEIETEHE (eGFR L) iX PKD1 ZEEBED 557 PKD2
FTEEPEELOREDNo7-(-3.25 vs —2.08 ml/min/£E, p<0. 01) ,

BRI L0, BEROBCK AL & F4R, HAA ADPKD BE TIIRER4 M PKD1/2 R
BFEREER->TWVWEZ L, BLUPKI ERZ L ODBEOFBBTERRTHL Z &N
B SMNcot, —F, &FICBIT5 PKD2 ZROERIT, FHCEAEF TORE (12. 3-
18. 3%) ICH~_AEEIZE L (23. 6%, p<0.01), ADPKD OB{GERICIIABENEET S
AHEMENH B EEZ DN E L TND,

TR 27T 4 H 8 H, MEBTE, A RBMEEZEHFEDOD LICAREMNEESZHE
L, BERICLAMEBECEERICEW\T, RERBREZEM L, BB TIILLTO
X RERBH T,

(1) RRNOBIERTZENIIITo7200? (2) BEFIRZEE T A0ERIV £ &
TOFEIZE D FFot=n? (3) B L-BEOBE., PHEIHZON? (4) 73
JEBEOER L EREWROBRIZISZ2D0? (5) PRDL/2AEICEGFEENH LBE
o222 (6) BEFEEZ L TWTRELRWVWE MIWAD»n? (7) 5t
ZEREOY I N—RMIEILTEDON? (8) 16 1ZEZRBEILLTWNAEWNH Z DR
EixH20H?2 (9) founder effect (X o702 (1 0) BECFEZHRETIHFESL
ot (11) 1500 Ad 2 ALARIZAY 7o RBIEELZEE % common variant
& LTARIE 22 (1 2) BEHEBEENSAI=X MG TeRmeEd, FIFU bRY
F 4752 (1 3) mRNA DFRMTIZ L7z222 (1 4) PKDL/2 iTR{IbEEN TV RN ON?
IHOEBICH LT, BEERGENICEZE L, FRARERN I,

F0%., HE, ExAHEERCERECEEZE LEER, AMBITERANCEBIT S
ADPKD DB FEEZHALMNIL, BEARELDBEWVWEBHLNILELDTH Y,



ERFRIL LRV BEIV ) TR ECBNTHLEERFEREZL-6THOT
HY, HLERET DL RMERH D ERDIKRETH D,



		2017-02-20T10:27:25+0900
	東京慈恵会医科大学




