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ﬁﬁ2 
B LI B R T
e W

: BZU®IC

R, BRBILEICEIERNTE I 5 4G
LHBH T, common disease (H D SNizFEE) O
1DCH5. BAEZESBEEHFER2ECBD DB
59, ®WILE, BintiRE, MERERE0U
AT ERBTERABNTNS, EFYEOK
KB L OEBEICENREEREMLTVWS
N, REBZEDEETEOEY, BENER
BEELTNS EBEX SN TS,
ERZEVERHO N CIARBOMERT
HBHI) H—ENRBLTWBR D, 7)) —
POBBRREENTNS YD AD L S BAE
EHET B E, EbOMFERBEFERZRT
CERFBNTNGY, £k, ZORBOEDE
CMEBWTRE T U S RE OB RBEY &
2y, BECBENHERINS, LikdoT,
t MCBT B RBONRE, BEHEDTORY
CRETBRERIDONWTIE, JvyIT7U Y
Rz EDEF N ERWTRBTRSE TS S

21 WEEND BOERERBEORET

ZEMEL, b hasiE UM, #ic, &
b ORBITB Y B HHRREZOMIT L Ehick
T THRERIT IR R TH B, )
FREBUTH, EREOENTOEMEICX DB SR
WIRD TERRB DS Y AR—F —BETFDE
BB LR BEEZNBREP 2D, 5 AT
1 RETICEBH L VAR 2ED TENT 5.
EHIT, RSNk TE A common disease
ELUTORRDEERRE &2 5 \EFNTDN
THENT 5,

1 RRZEE B ERERMREEORET
EEOKRERET] ELTThETHRES

NTEdbOR, HEEMND WD AR EERD

SREINTELS, BWEZEEL D DEREE
BEUTH, R1IH WL DI, Lesch:Nyhan
FERHFPKelley-SeegmilleSEBRR EMD B, &
BT, ERFYUFTTURIAFURII
boYR7x25—¥ (HPRT) &WIBROMBE

HERET - L mes WRRERS
HPRT, hypoxanthine-guanine

phosphoribosyitransferase Lesch-NyhanZEfREE ZFUVEREE .
(ERFYVF V-G 7m>bRRY RV Kelley-SeegmillerfEfad} AP
FoR225~H) s

FRP.SI, phosphoribosylpyrophosphate phosphoribosylpyrophosphate synthetase (FRPS)

synthetase 1 superactivity FUCEEAE
(RARYKRLIEOY Y EARKE) GRAKYRDNEOY S RARBE ) .

UMdD, uromodulin
(DAEPaVY)

familial Juverife hyperuricemlc nephropathy, FIHN
(iSRRI BiE) Ve RESHROET

BHERIERIR AL 4 T AR il el B

Hirotaka Matsuo
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FHREREET 7o TWAA, HHEMNEPRTO
FTERRIBET, BENHPRTOMS RIBETH S
EINTWS, ZhdOBEREOHRERET
DEECLD, REOELBRZENLISBT
ET, MRBIDER CERMNBISRIIhBE
IhThs,

ZOXH7%, B—RBETFOREITHES KR

Bi—# {5 % B (monogenic disease)] E7=id TA.

> 5 )V k5N (Mendelian disease)] & IR 5,
TOREENBEMETIEEL, WHRER
REMOREMRERERDBZEbH B, BE
B —~BRBEOE TR HANE R
W, $/xbb, common disease®.1 DTH D, —
BREREROBGHREICERI S WEEX
5h5. '

2. MiEREEICRE T HBIEF
1) BHEREEE 1 BOBERETURATL/
" SLC22412

EROBEEREELUTH, BEZBIEEIT
ERERMBBEOCHRMEALTHY, LRO
Eok2, JUCRBHCED BRI EORET
ML NIZR> TS, common diseased L TD
FROBREEROBERD DI, Thb O
REEDRBBROLTFEMRK LT HPEIMZ,
REOHMBERICEDSE N5V AR—F—5TF%
MREUEHROBRERARAEE IN TN S,
COmMERBEEFELETSE 52K~y —5
TR, SEHEOBVWLOLHY, Tk, M
REBEZEDZEROSBH)TETWRHERD
HBNFREET S, ThENERBLESH
RERIE DEFBREL F E/2BM, ThETO
WRT, ths ORBEEKROKERRERTFT
HO, POEEELmFRBEOHE CEE
BREEES RE N9 O AR—F—HFOEE
MEHBMITR> TET.

Mm¥ERBERHEGT 2RETELVTRESN
72D, Urate transporter 1 (URATI/SLC22412)
BEFHVDTTHo7. BHRIhiEhoo
7 ) ABRBEEEHWTER Y =4 T
AR = —BIZTF OATA/SLC22411 LHFAER

FRMELINE #534% H 25 (FH22)

DBEF & UT, URATIHEETFIZ200246 CH R,
ENJed, URATIABMIERANCRBIL, HALR
B OB R BT B REBERIN T AR
—¥—THY, BREIMERRETHINX
TJuRporOHTEETHD L bHDRTH

CEEINY. T O XS ITURATIO A HERAY Iniles

W, URATI/SLC22A1278BE{ERER ME 1 BDYE
FHBEFEUTRAESNEZ ZIRETVWTSED,
BRGSO BIARATIC & 0 REB & e,
BHERBIEICBWTE, APEELTO
REFECEDEZREEFL2NEER LOMNE
Lin%, URATI/SLC224128RFIT B 2 Bid{E
RERIE 1 BIORFRERE LT, #iEna<
WHRTHW258X (G774A) ZBRNBEEAKED
£<, 741% 25D TV, ZOW2SSXEERIL,
URATIY YNV ED28BEHDT I JHTHB b
U7bT77> (W) dt&Ea Ry X) &3
TRV ABREMINDZERTH D, URATIOSN
TFHENERICHETE &b TS,
W25SXZEIIHAANCBWTHEOBW—HEL
El (single nucleotide polymorphism, SNP) "TH D,
7 VIVBEEE2.30~2.37% LHE ST h T 320,
IO &R, k1004 (SOAFEY) B2

 ABEICWSSXERAEDB L NS & & 2B

UTWa, AAADBEEREDETIEEDE
LA EICURATIOEENED b3, —&ic
URATIDZE R 2RO IBVIERNEET DT ED
HE TN THB Y, URATIDAS O B MR IRER i
EDHREBETFHEETS I ENRBINTN
7. FERES] ISR & U Al TR T,
W258X (G774A) WD BNHHEITIL, FERE
lablic< W EbifiFanTng?,

2) BiRERRIE2H O RBETFGLUTI/

SLC249 _

b b AEROBTEE, T A7 REE
FEHT (genome-wide association study, GWAS) Iz
S RABNERRTORENBACITDNS &
DiICRole, MERBEICEHDBCGWASS, -
20074E DI, BEO TN - Tk DERKI N,
REREOEEICHEE T % EET £ U TGlucose



Gout and Nucleic Acid Metabolism Vol.34 No.2 (2010)

teansporter 9 (GLUTY/SLC249) M$iEs & iz,
Zhizk v, GLUTIAE MzhWTAEEEIIC
 BERRBLSVAR-Y-ORRBTHBIE
WRENE, BHOGWASOREIX, 4,73140
AZVT7OYINF—ov AeRHRELELILD
BEICLDDOT, YO CCLUTRET & MiFE
REEEZE) & QOBEESH SISy, Libo
WERD, MIERBMEEE & GLUTID SNPICBS
HND D LN S WMENHRES W, hiFREEE
BELTHOWASKBW T GLUYNE bER
ISHBERY Z LR S W (B 2).
Vitart 513, GLUTINRB 28R TH L%
. GWASOHEDRICHDTRRL, 35k, %
DEEERE (KmfE, 890 uM) OWTHEHHB

COMNZULED, Eik, VitartBIXURATI & HhTRE ‘

PNTIED BA, GLUTIDHEEENRN XSO

161

OYREDMHENBC EHHEL TS,
GLUTIIZ X 2 [REgshi%BRIL, CDOBOWETY
FERRa e, fEsk, FEREMREREELISH
TWEeD-Z)a—R, D-7)vo b—Riz EDE
MATE L U b RESMBIE O R
ZEMRENTHSD,
GLUTY/SLC249M RBE DL BB ST &
KMAT, BEOBE CEMRMEICBIT 3
GLUTIDHEMRINTNB L &5,
GLUTY/SLC2A9RART M B (K R R L D E52 )
FEBETCHLABENRRINTVE,
RAWBERIEMCDORE B85y b OMER
Wi —% 2 HT 5% L AEROBEBK S5
N—2EERT BT Licky, HHBENKE
TRLI= BT, GLUTOREGRTF EN&E UER
BRIIE DR IRB RSN 2 £ Ule, DR

%2 MEFRREZEENRE LR/ AT KRR

\

L F Zx MRE R EET S
2007 Lietal. 411N A Z)F ASardinia GLUTY/SL.C249, PIA2 13,
: [L30IA] [ % VU7 AChianti] .
2008 Doring etal. 1,644 A B W AAugsberg GLUT9/SLC249 14
[4,162A]  [R- Y AAugsberg] . :
[4,066 A1 [ B APomerania]
{1,719A]1 [F—X b U 7 ASalzburg]
2008  Vitartetal. 9%86A OTFTA GLUTY/SLC249 ‘ ' 15
[ 708A1 [ F VU X AOrkneyks] 4
2008 McArdle etal. 868 A  RAWHRT AV N AAmish GLUTY/SLC249 16
2008 Dehghan etal. 7,699 A d—ayNREAN GLUTY/SLC2A9, ABCG?2 23°
4148\ A5 ¥ ARotterdam  SLCI7A3-SLCI741-SLC1744
11,024 A FAUIARA
3,843 TAUBARA
2009 Kolzetal 28,141 F—BwINA(AFEN) GLUTY/SLC249, ABCG2 24
SLCI7A3-SL.CI7A41-SLCI7A4
URATI/SLC22412, OAT4/SLC22411
MCT9/SLC1649, PDZKI, GCKR
LRRC164-SCGN
2010 Kamatanietal.  14700A  H#AA URATI/SLC22412, GLUTI/SLC249 25

ABCG2, LRP2

&[] (drepleation study&RY,  (TRR2 KUFIH, BRE)
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Midfhossicim Lz, ZOBIFIcXDE
HERERE 25T 2 DOBBHARBEDI Ak
Y AZE (R198CER380W) ZRMWET T &8
TE, MDOCLUTIMZ DAEBEMIEIEE LT,
t DO RSB DREBOBERNE NS
BB RS TVNB I LRRTIENTERS
DB AR PRI 13 O FTH R R MR T GLUTIDF
BIXD, BAWERERTTDDURATIARIC
KBHOA MFMEERERIME 18 (RHUCI,
renal hypouricemia type 1, MIM 220150), GLUT9
ZRIZE DO MBEHERENER (RHUC2,
renal hypouricemia type 2, MIM 612076) &%J®T
HHEIND XD )

URATIZE RPN OIFEIC X 2 B HE{RRER fE2
HOBMANEILEZ &L, BHERER M
EOEERAMETD 2 EHRIAETEREN,
URAT1OH#EBETHERTHDDON, H5 0

BHERBMES W IFRBTODOIEDHD

DERHNTILNTAEER k., BRI,
GLUTID R ERRERERD 5/ OEE DE
PItERs & h, Mg REREA.0 mg/diPATF &7 0,
R RERHEHR (FBUA) #150%BA ETH o7
TERFEINED, T2bbGLUTOD REEEK
Wiz BV 2 BEIVRATIE R THEW I &
WRBEhi, S5k, ZORKM2ED2E
BOREZEREMCBNT, EHEAEETSE
PREEAOAMNEEShECEREKY, &
EREFOBECHMD ST, BHEERE TE
EWIHRFRIZE D, EREAERAEEERY
CEBEHLMERDTED,

ZNETORBFICXY, URATIRUGLUTID
TG TR T Vo 25 B % BR 0 T W BR B o 3 ) %
FET DL HHBINTBY, 5%, RO
REEETFRRICES MHHEERRMESL)
(RHUCS3, renal hypouricemia type 3) ARWEEN
SAREEN D B2, COED, BRRBIIED.1
PN GLUTODPA12REE R Te &0 D #ifEwa
H50, MEINLBEELOBEN NIV
Em B X OSBRI RBID 7)) — Tl XD
BHETETWARNI LMD, SEROBRINE
LEINTWBD, ¥k, GLUTORETDSNPLE

FECMERE 5345 W25 (PH22E)

JRD BIE BB OTER DIEHIH FREFFICB N T
RENTVDEA, ZOHTHEEHESMCEN
THEY, FROFADERIAHEFINSD.

3 BRDEBRKEEETABCCGH/BCRP

1) 72 WABCGZI R B BMBRET THo e ?
20044 1T BBORE Y N — SIc KD HEHE SN
77 LU REGBRITICED, b bOBIRA

FREBCRA O BRI T BFET S BRAEHE

BHDZERPEINED, TOED, BLIT,
COEBIEEETIHEHEO NS ARSI —D
95, EAENKEL, HOREE SHEMENEE -
U 7= AIDSTR# K3 -azido-3"-deoxythymidine (AZT)
REOWEEZERTD NI VAR—=F—DRE
F T % ATP-binding cassette transporter G2
(ABCG2/BCRP) MBRBHEHEBBHTHHLEX
7o. T DOGWASTIL, GLUTOEGT DHHR
BE EEE T 5\ ETE U THRHBEShSHEN
HERWEY, R2IFRTLOE, E5ED
B TN BH - EGWASIKE D, GLUTIRLS
T, ABCG22EUREBTFHEBNREMADERIC
B % &ENPEIN®D, GWASOKERENS D
ABCG2I B THERBEROBHRETTHS
ZENTFRENL. '

2) BABMRE RS Y AR—y—ABCG2
- ABCR2D Y FHRE DT D7D i, R4 1M

BB (NP2 OEHEREE B,

Woodward 5§17 7V bW A N 1)V IR EKIfT O fF
WRERAWTS, FhTNMILICABCG2NRER
PERTBHIEER UL, BAMRA LR
BN & B Wie 2 FHGERERTIE, ABCH SR
B — DEFITBN TR FETHY,
ABCG2ZHEK2934IfRic R S @/e Db, Mk
/NEE AR U TRITER U e 2 E O % L
THIERLVERLUE MRoXSic, R
LHEEDERI U /e B T dH B AZT 2 ABCG2HH
RTBENGDHoTVDEED, ETREMD
HEEE TH BB b O OBRITHT 3,
AZTERBOBEENRZMATLE, TORKE,
ABCG2IT & BHRER LR b 1 > ORI, AZTIT
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ABCRUIEBWTREBOBZEHEEFT TSI E, &
HIZEEL D 2 RBREICBWT bEEEN
DEUEZY, HEEMORBWEARIERIN
= (®1), gk dic, ABChT X AR—%
— DM E LT, MRRR/NEE AN
BITAMNBELTBY, Woodward® HS3RH L 7=58
BH B DRI R TI BB K F M DATPIREE 2
HARBIEIRETHB, F0iD, HxiIH
RENIZHN =BT 2EBTZLITLD
ABCG2A H A BMEIREBEM b 5 > AR—F—T
BB ENTDTRT Z ENTER,

3) ABCGHEGTIZRI 2 REALRERMOFE
ABCRIZBNWTHRBICHDHEETERZR
WZES bz, BREBMEEFIORICBNT
ABCGOREFOL£IA—F 1 Y JEBERNKEL
V=D AEEB LR, hickD,
2AICRTEORT I JBERENED 6 DOER

(Vi2M, Q126X, QI41K, G268R, S44IN,.

F506SfsX4) MRWIEX N, HfRB/NazHAn
7o Bt HER R TABCG2D L RMRIT R 5 RELH
BEFRHTSE, V2MPUSIOSER THEEDK
THEBDHLhE, TOSERDDH, QU4IKTIE
HEEMENITEAA L, RO QAT ETIIHEAEN T
BITHET B BRI (BW2B). ¥k,

A
5 Zritare, g
k! §
S R3R0585°
cxM
AR .
ﬁ&‘ DVOMARS:
K O o L5 T
» : i g0,
q?mmm"y‘-" st P— =
TR OGRS TANGE 10,
Q126X 141 (
Wmmgwwm?wmmﬂ?«mﬁ?esmﬁ@
bm’mmﬂ:vm%w- ? D)
Vi~ 503
[ e
200 TP
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[“ClPRER#R3E &
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B2 73I/BEREMESABCG2OER
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INBDSERDS B, Q126X &QI4IKITZENE
NAXADSS%FK53.6% EFNHEETHRD D
NBZERPESINTEY, DBROBEKRES
RIS C o2 RicEH UTRBEL X, -

4) kb oamEi i RERYEEE R 5ABCG2 b
TUAR—F—

ABCG2D # ki BV MR RRIT 5 e iT,
TIFDARANOREBHISZREDY > 725
WT, MiEREBEEABCC2OERITEL BHIRIT

DWTERBE EAL (QTL, Quantitative trait Jocus) -

B REM LT, T OME, MELRNERTD

BQIUIKEREET HENELEWIEY, mIFRE

ERER ST B &b holk (K3A).
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By, gD X ONEOIBY) 2 RE/IN Y — >
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%3 ABCO2OWHHETICL BHAMEY AL DREALR

ABCGZ BT BRER A .
El Qi26X QIAIK | JEE  Rne P OR*  85%Cl
& gL CIC a1 .
HE1/4 BT g 18 8 339X10% 268 103648
- LIc (.
m_ﬁﬁm /2 GE T NA . 37 110 2. 23X19i 434 2 61724
WEES/ZTTOICT T AIG T TR08 20X 107 3.8 1.06-4.65
HHEE®  CIC CC 34 439 1.00

. *OR = odds rafié (4 X1t); 96% Cl = 95% confidence interval (ﬁ;ﬁlzrﬁ)
CFHERIZY ;wz&%ﬁ' LS & VIR, B

LR, FEAIRL 3 & U/J\}i%_hﬁﬁﬂﬁﬂ DERR
RIET 5ABCG2E, FhEnRHB X U#EH
NDOREHEEEE S TWS, FFli, S O
A RERIEME, NG EERBITE»N 5 D/NBO
BRAAQRBIETE & bic, EPADREBRIE
W BB KEELTWSEBEX NS,
ABCGASHERSEFIITBWTIE, IERRME,
AR 3 & ONEG b B R im0 & Rl BT B IR
BIEORENS D, ZOWBRRICKD o ¥&
REMENEE 5 C EMRBENE. Ehdn
TREZ, 350208 EBMNSRFA, RO D35
T OUIR/MNEREN BEFAFET D Z &
HRESMIC Rl I TWEN, ABCG2AEN
5 QRERBR 2D HTHRETH S Z LR
33 g

5)ﬁm®£§ﬁaﬁﬁ?ab1@wan

o6 JE, <0 1 PR B HLE D FBIEIT BV HABCG2 b 5
YAR-F-ORERBFTT B0, BHEA
B0 5 EES 161412 & 102284 O & R ER ML IE
ERE, MmERBENERZBAASYESHE

W& UC, ABCG2OERRBEFEEITONT:

BREUE. TOHE, Q126XEWHABCG20DE
EFSENY, RRBILE &EROTE ORI
AV EEMEESCENDND, HRBILED
FEIE & AT, WROREI K DM<BEDD T
EMBE BN LRk, Bk, NTO¥A THE
BT LD FEIC X D, ABCG2RET DQI26X
EQIAIKEWS2DDER, 1DDRAKET
BRARICEELRWZ ENBE SN &Y, ML

LitUR I THBZ ENGMokd, LEd>T,
ZhBD2DDERFARDB T TE FDABCG2
NI Y AR=F - OHRIET ORELRZETH
TEBT LMy, PHERREICLOVZY
DOFRMVRETH 3 = ERRNWE S ik,

ZOX S ORR, BEROEHD10% 1T
ABCG2 b 5 2 A M~ — DHEEENAN DI Tz
BRABETERNY —UNEDOBHN, FROR
SEVAY 2R26MEED D Z ENH SN LRSI
(3%8). %7z, ABCG2b I VY AR—F —DHkk
BT, BAAOEREAOKSEICRES NS T
LoD, MEL EOSEY R 2RDBT L
Waholey (X5).

A{EE BRI & Dcommon diseaseZ &R &L |

- ZNETOF I AUA FEEBITRETRES

NHRBEBRETIX, BE, U X7 0OBEMRS
ZHEUTOBDORFEAETH o, Lo
T, EEERROBRTFHNICBNWT, Lo
R, ABCG2RETHEROEERERET
THBHERRLTHY, KRORBEHICE
EDHERORERBRE R

WMUWEREBSOF, Woodward b, ﬁ‘h?LOJ
SREFHIIE D AR R & W TQI4IKIT & D Bk
BEMET T B Ltz Lico, LALARRS,

b QBT TIHRO ) A V12 U TFic s &

D, CNETOMOEFETEBRTORREKR
EEDLBNDBDTH o, A, BADH
RIN—TR, KVEEYBRREY JO—F 2%
WY UTEBLUZ kD, BRGICEED
HBAIE 2 DOSNPORBEDRICERET S



166
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#2643
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Foriziv i
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H5 ABCG2OEEIET & BRSED IR
TTFRRRU R OERERY (X5 LUEIE, %)

ZENTEE, X5, ThLORETELY
TRLE b oEKICBY 54 TIREICERTS
TEITX D, ARG OSEITIEN B26HDF
EURZ2RDDC L2 RMTTENTEE,
Zhicky, BAOIZERRERETOMEZ
BURERMRAHET S L EMTER,

O BHLISBEEHINTV bO LI NS,
20094 IZI3Kolz 5%, ZNETDGWASDEL
REDBEWLT, 28 TARLEENRELER
YR ERBL, IHRBRECEEICHDS S
BRREL DBRETFHMHEGE I NN, ZORET
1, ThSIDORETFHEROENT, Hii,

- B ODBETFEBNAWEINE. FIAR

6) ABCG2US QBEIEET OEE
20084ER 17 Dehghan 5 12 & D #iiE X N/=GWAS
Thd, GLUTPISNZ, ABCG2, SLCI7A3%&inEE
FRENIIERREOTICED S Z LGS
P (R2). EERATEOMENRDYD, HckED
| MR, SLCI743 SLCI7A1_SLCI7A4 &35
D7 XAR—F —BETEEORBIC LR
DTWBED, E0LTIAR—F—BETN
MERBEOLTEICBNT, &0 EESENICE
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Common defects of ABCG2, a high-capacity urate exporter, cause gout
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U ¥

HA (gout) 13, WRBRILIE (hyperuricemia)
RIS & B JRERT T 7 A (monosodium urate)
DEFEPEMICERT A LIV ERT S
NBLERTVE, TOEROMEE LTH,
S5 kA R BT (MP) BIET REBUSS, MBIMIZ
DR LD IO NDE,. 49 52,5004 87 1
LRy IS AMEREEE LCUR, BEL0
A4PHEDD Y bHNni-FEER (common disease) I=
FLOLNTE R, LA, HEBEn-<EF
DH=NEHERFLD, TA4Yy s - Za—b
Y, FX—WVX - F—g 4y, VEFVE S
T4V FIERUCRR L Qi c b wbhTns,
BUETH, HEOEREEBRABED 1~2 %
lbB & SN, FPERAS & U RBIEE
HLE S IS, BREOSREY A2 b

R CERE &L S BERERROH

Do TVRHI L VG ShTNAD,
COFRDIRENI, ABR COBEERIC
x, BENEENSDLELLNTERbOD,
R VSR TRZRENERZRE, ASHK
DIERDBERF ROV TR Ch o7, L
L20004%, FEREED 8 HIER % B0 5 ifE
TABCG2HHE SN, EORIETFHIVERDEER
RRBETFCH 5 LR DI, AT,
CNE THRE SO R R B DR E#ET
LI, COFBELRERIETICOVCENT .

CERMREICANTS
BEOEFESBEF
TRETIRMS TV [ERDEEEET]
i, BAE O SRS TR AR D HFEE

CENTERY, ﬁﬂ%%tboa%fﬁ%%eb

TH, |1 Gt-%ﬁ't X9 1Z; Lesch-NyhanfE{&

T EAFSER

b RR&ETF

Lesch-NyhanfE{®RE . ERFFVFI—ITEVRRRRYN ISV 7Y VRTRE

Kelley-Seegmillerfe B 27 x5 —¥R{EF YV ABTE
(hypmnﬂﬂneguanineph05phonbosy1transferase i ,
HPRT) .

FARYEY Q) VERARBRAEE SRR MDY /E&Aﬁﬁﬁ%ﬁ{ﬁ? 2 U AROHE

(phosphoribosylpyrophosphate synthetase (phosphoribosylpyrophosphate synthetase 1

> (PRPS) superactivity] PRPSI) ,

R B 4 M IR AR YHEVa) VRET R OET

(familial Juvemlehyperuncenucnephropamy i {(uromodulin ; UMOD)

EJHN).

* The causative genes for gout.

** Akiyoshi NAKAYAMA, M.D., Hirotaka MATSUO, M.D., Ph.D. & Nariyoshi SHINOMIYA, M.D., Ph. D BrFIERE
RERSFEAFHSEE [@359 8513 BriR A8 2] Department of Integrative Physxology and Bio-Nano
Medicine, National Defense Medical College, Tokorozawa 359-8513, JAPAN

B
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. BEoKelley-SeegmillerSEfREE 2 Bt 5. b
DEEBREFOLERICLY, REBOEEBERHS
HHE T2 YR 22 L0, SRS &
WERAFOERIENLLERTVE,

2Ok, B-REFOREITH) B

[ B —# 7% (monogenic disease) | 721 [ 2
¥ 5N 315 (Mendelian disease) | L IFINS.
TDIFEAEVFERECIIIEL, 2, W
REEIR: LAUOBEERE DL Z L b H B, -
BERED L —BREROH TR EEXIISL
v, $hbb, —RiREROEEHEE
B hbhneEIbND,

Common disease & |, TD
BEORERIETORR

BETREBIC LB ERMERLZRRY, HA
2 ¥ Dcommon diseaseld, —EICIBEER &
EIZEROWMEVERZ VDo TRIETHEELD
nTwa, Thbb, EHBh—FDADERIC
Lo TRETHI LWL, Fl2hbDER
T PROREANOFEEL ST LI THY, BEV
KHEBLTWALDEEI LNTWAY,

—BBEOPHTL RO ORI RAREDR
BOBREERICOWTY, EELHT) vED
BRBL Lvio LBREROE P, BENLR
BERMEETHEEZOR TV, LAL, B
LB L) B LREERZRE, KEHK
DFBRBE HFET HEEN 2 BRENER IO
WT I {bhoTniadkoi, '

R, BIEFHROELSICLY, MFRERE
EBETF ORIV TOREIIRATWS,
200248, HEARLIE, ART =% VE%{(0ATY)
L OERFIORAMED b, BRI RIS
DENER (RITF8H) 1= 5303 2 REMHR A OE
{EFurate transporter 1(URAT1/SLC22412) % K.
HLZ9, ZOHETHE, BREURATISEET
RBOBRRIrPboTndZ l, /2, &
| OEETFOLRIEERERNE 1 BoRET
BB LOIWEENLY, b T, HRBIMLLE

DWFE (REFERIEER) TH B RV AT,

Ty -0k, T OBREO BRI
RRET S L CEHPBELTVA D LR
EN720, MIEREREYTET 2 BREORET

VTR s EeE

DREF N LD TTH o7,

B M AR EN-DB, ) AT4 FH
ERRNT (genpme—wide association étqdy ; GWAS)
i & BEBIBER T OREDEA TS &
kol GWASLI, 47 ACB¥HET
LERETOBAETHHRIEFEE, Hlo—fk
%84 (single nucleotide polymorphism ; SNP) %
5077 ~10075 BT TS, & D HBHEDE ¥ B
EREEEABCHBLT, 20dbsSNPILERE
BRI T ORI H B | &I FHICERT &
EFHNFETHS. ZOFEREESATY
3%, common disease® &y, ¥4 < DFERELE
EFOMEIIRIBEND LD ko 7z, BETF
glucose transporter 9(GLUTY9/SLC249) i,
GWASIZ & ) Bl IREME L ORFEZ R S iz
BEFTHE. OMEFHT— 12 GLUTY
RIRBRERINERETH Y, FoRBEFOLR
PEERERBIE2RORR L 25 L, @
BIERELIC X o THE SN, 2B, GWAS
123 < ¥ T b RIZTH (SNP) & RHEI (FREVMER
EDIRRE) DML E R L BHFETH 5720,
ZORETVRED L R PP boTnS
DOPECIIFERETE R, Thbb, GWASTH
B OESER S EREFICOWTE, B
FEDTEROIED, HITBRD L 22 0RIE
FHa— P2 BEROBEERR LIz LY,
AL O BARE 2 B R <5 NEND 5,

8T, Z0X) RBEOETE L BEFLD
BEEDB OGP oTL A, BRALEETS
WIRTFORE S BATL TITDRTE L, GWAS
kYL, FTRAL D OREOEERARR
EIEL Lizs ) A7 4 FEEREIT (genome-
wide linkage analysis) #Tb i, ZD&HER, &

ARBAERBC, BRORERET ORBESR
CNEIET BT LRSS hiz®, Common dis-

ease& L TOFAL BIETFORRIIOVT, &
FIAENBE LREIINSEDCH S,
2B, S OF 4 RBERR EORBMERIE,
DHIHADFEELHEREET L LTRE SR
% ATP-binding cassette transporter, subfamily
G, member 2(ABCG2/BCRP) H*& T/,
TO%, WROCWASOMR, HBOGLUTIR

ABCG2D1E%, Nat/Pi cotransporter 4(NPT4/
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FRERE7. Omg/di T ABCG2MDH#EHE B
HRRE 0 % RfEY XY
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453% (B&En 8 g
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1 REREEHEIRIFABCGRO REEHEMEET 2 L AR DER
RN ER TR T 5 Q126X 5 L VSR T () BZ R TH 2 QUIKOMA A b h LA FABCG2OHEE %
SERBHCETE A, SR ABCGACL A L DBERE 2oy — R, MiERESE?.0mg/dAT 0% 4865
2D LEERTH-o DML, HRBHIGUEFTIX8&ICEY, 3END LOBRSE) A 2@, F
7z, PBEEIETASE LV (8625 % ML TF) o — A Tid, WBHETIZ09% THo/o0ixf L, EFAFFCIZ101% % 50,

EHOTHWHARE) A7 BB,

SLC17A3) & v o B R EHRIETF O HES
ntz., T03 b, ABCG2AZDWTHE, B|EF
ABCG2H BB BEDATPIRTFER BRI A
ABCG2%a—FLTHHY, ZOREFICBIT
BDEEBREEET SEALENERORELE
HELTwaIEE, 559 L Woodward 5941
FREWLICRE LG L7z, 4, NPT4Z
DWW, E0EFEIMET L EEFNPTI/
SLCI7AI1DEENHERDFEHEL TnaH T
ERDOWTHE LA HE L TWA,

CDFE TR LIZGWASE & ORIz OV TR
ORFWEFBRMENTV, SLICEE, BEAZ
WHELAGWASIZ L Y, HiisEEFlow
density lipoprotein receptor-related protein 2
(LRP2) L REMEL OBLE LIS h a2 L, &
EFERBUEEBOBRFEICOVT, 4B
ROESVHFINS,

BROEEERERE=TFABCG2

AREICBWT, MiEREME L BEY 5851
& LTABCG2% H\¥7z. RASEDHRE & 72

Q126X, QUKD Y R 7 ERE TR TRLL.

(3RS & ) 5 FTEE)

TEELRERETF L LTI OREFFRLHR
EXNNZENG, COETIIEROREICS
17 2ABCG2EZT DM G I DWTHRS,

ER{FABCG21E, FI4&BCRP(breast cancer re-
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BAEHE (e FDEFAICFET YR E LT
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