NPO A B AR ZE 2=k
FA_X; 03-5297-6259 [RMEET R — 2O EFE ) GER) 1T

FAX EZ R [RESHET S F—Y R0LEE%HE)

O RHEHET ¥ F—Y X (FEOFREREICEYTIL0) OBROFE (BE 3FEM) 2REAILEEIN,
O &y (OO
O 2L (I TRTTYE)

<D%%éh@»ﬁﬁ @ﬁﬁmwﬁﬁGﬁmqufﬂﬁLT<téw

%%‘%% - o EmeoRa
OEMLRMEET  F—T R
e g e . Obsb
L CLERLRAEET & F—2 2
1 A | OmsRTA (WERR4 - )
O ( ) Ol
OFEMRMEET > F— R
e e e g e O&sY
- O RMAEET v F— R
2 O RTA (Wagt4 - )
O ( ) 07z L
OFEMRME®ET > F—1 %
CUER R T & Rt U&Y
3 CI# RTA (ks - )
‘ Ofth, ( ) O L
O@BNRMENET > F—3 X
, LR MENET ¥ R— & 0&Y
4 OIT% RTA Wz - | )
' Ot ( ) 07 L
ChENLRMIE T v F— &
e e g e s Odv
. RN RAEET & F— R
5 O RTA (BapxA - )
‘ Ofts ( ) O7 L
OEMNRMESET v F— &
S ke B34 A S S S D&J D
o O RAEET ¥ R—3 R
6 % RTA G2 )
| Of ( ) O L

Bl—FZBOLNDEITA B, C » ZRALEED, BEMAITREOBEICIE, aB—LTIEEN,

SR i34 B
BEES FAX 5 &
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AREDOXT SR

oIENLRAEMET o R— A (17 RTA)

ToF Xy v TEEOREMET YV = 2T, BARRBROEHEOAEIZEDL ST, BonA
TV R— ZAFEETOR pH 8 6.0~6.5 LA ETH D, BRER/IFIRALCRAE MEEEE O A HHEE A
B,

o TN RMEMT v F— X (0% RTA)

7”%7???7E#®ﬁ%@7VP VAT T Y F=Y A% 43I IE L2 R O R PERR
PRSP 23 16% LA ETH 5, HIAENTIE, BANE, SNE, HFRABEEER EOREREZ £
50

ol[7! RTA
Fod Xy v FTEEORBIMET > R—v AT, [HLIEOBHEFOEES Lo, Carbonic
anhydrase 1 D RE% (KREGERO—HE) TRMPNARIEEHFBEZEREZHED,

AREOXNRADER (KER)

- Fanconi JEMEEE, Lowe JEERE, BMEET L RAT a LV EOTSIERTH D H D
« ZWMED RTA (v =— 7 L JEREE, BRBHEER L)
- T
- TEHY T I FOEH

* R EREBRE S E = (E 27 L7 F = [mg/dLIxRH ERKEE[Immol/L]) x (RFZ L7 F
= [mg/dL]xf % 5 kB [mmol/L]) %100 (%)

I
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FRABEMET VRV AOREEFHHE HIELER
(e E R B1)

BB BHERT DR 2

WGt 28 =FE D - HRNIC R MR CRREZ T EE ]

HAM =3 4= (2010 F£~2012 4F)

KEex =LA T O 3 BT T Shist 3%

- FRERES 200 FRLL EOE&EO—FRBE O/ NER

- FERIMERR 1 (BENEERL, WREFE, NAOWHEREOREER TOZZN TSN LR &
DEFHEE A )

- el 2 CNRFERT, NRERR RS E B OMTR T OM&RRE | AKE
SRR TRINAR AR S ERIEE A )

HERF ORI
1) st &ehask LA D BEFITO0
KGR & THBEINE 100% CRAFHEDHBEESNIL, TOEHEEDOREKLE
Rzd,
2) AR TN RHER O RO EIEAISERE
A EEZR O FHEEFERL, AEERSEO Y EEHLFACE R,
(45 71 3 g ~C U doet S it R 45= A5 2 M i 3R 40
3) BIZ IR M O h L EE/EA 2B
E&H) DR OV RERIL, AEERMER O BERELFACER AT,

HeFtD Tk
A F b % D EE O K BRI T A R A ERMR BT HEILE
ERWT, S8k DT LI EE AT, BE BRI OEMMEREE AV, 95%(E
X RN RIBgT kD7,
MERR DJE R RELDS 200 FREA_ EDRE O —ARIRFT D /R Rb/ FeBI MY 1/ RllEsR
KRR EDS 200 PREL EDO2EO—HBEO/NER Oz $id, 2010 ﬁi!;éja@ré =
Y A WARISY e

HESFOFE R
SEMDBEEIZOWT, AEICEIAMELITL 88 ATHY, Zhunnkg/METHA,
HEFHEIT 189 A (95%EHEX M 150 - 230 A) THD,

R

1) HEFF DB DR EITIEIZOWT, BWEINE IR A
2) BEERNZ OV TN ME
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235 30K

IR KHER . EREBEF, FBAE 2. fih: B0 O BB BRI E FAIEIR D720 O
SEEFIRE =27 VE 2R (2006 F 3 A EA T BE BIA MR B IRITIE R ER E

B R DRI BT OB e EE (EENTFEE KIHFIER))

HEETDRBAI. X RIEER R/ B E R R 2/ [E IR FE 2R

£EOD REENM =R
MRIERE MR T TEER Bl
FREREOY 200 FRELE D —ARFRERD /N R+ 1300 1028 79.1 634 61.7
FERIEER 1 1247 1247 100 416 33.4
FEAIAEER 2 40 40 100 33 825
Hi 2587 2315 1083
*2010 FEEBEMEE (B8 AEICLD/NREEHF T H—ALHIE 1300 fEEX
HEtDOER . PREEHN '%%fﬁu BEEH
HEER 3K
JRERERAY 200 FR L E D —ARFRIRD/NEF
37 47
HRIHEER 1
21 25
FRAIEER 2
10 16
H 68 88
SEMDETELHRBEEN 95%{5 #E X [
HETERER TR R
FREREAY 200 R UL E D—HZFREIR D /N F 100 70 130
FRIHEES 1 70 40 100
HERIfEE 2 19 14 24
H 189 150 230
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[EAEFBF RS (Fk 24 F£EEAS R LU RER IR BRI 7T E )
SRS E

HRMERAERE (70 8) ([T 55
STEREE PR B EERENER R

(FHEEE)
F7a B NERMBAR2IC L 2BHRERE LT K 4~5% 250 0RETHL, T
NETICEE» L, TBERLOERYH Y IR5E LT RBE & MEREE BRI O HE
VO MRBEFEROR S TIRATRSEBIZ S b T BHBIED . HERREE CEITT 5
EVO TR L AR oo T r VBV OBRE 21 & (2 K24 ROBRET
fEAT 2 E i LT, J71E1%. Salomon SO 7 LT Y X hE—EWKR L7 1 b a—LTER
L. NPHPI = NPHP4 %Mz, $1-BEEHx 70  BORRERTF THD NPHP3. %
Bx 70 EBOBGEFTHD NPHP2 \IZHOWT b Lz, ZOEE NPHPI \[ZEE%
HT5b00 6 il (large deletion 4 |, partial deletion 1 5, E677Q 1 #]) T. £k
D 28.5% HEDTE, TOHEEIL. BRETO®HRE (30~40%) L H_TIZIERBE TH -T2
23, BARAD NPHPI OEEIL, large deletion (2 LB b DONREo77, b ) —DDFEE
BOBIRFTHD NPHP4 Tk, 2 78 IVS-20T>A, 1 #H D886G OEETHY, &
KD 14.2% ThH o7, NPHPS 1%, BB T 2 4@ partial deletion 238D 7- (10.5%),
—F, ZTNEFCTALRBEOBETERT L L TER#MINTE7 NPHP2 DEFED, 24 DB
¢, 5-UTR @ promoter fEINCERNH DI L x=x1bdiz, £/, kLD Z &1,
NPHP1 @ exon 16: G547% & exon 1: S80L #FhZFH 1 ©7T-2F TS compound
heterozygote (16 . BIF) & NPHP3(A150V:exon2) & NPHP4(D1089G: exon23)
compound heterozygote ODFEIELH LN/ o7z, BIIEED L Z A, Zivhb NPHP \ZHEE
EROILOE, B 18 A THY, 2KD 61.9% THH ., K 40% EF T, ERHRHER
RN FR T 0 EREDNTYH, BT L7z NPHP \ZEEEZRDRVLOTHY, Rano
BEETTHDOFREMNE, FLERSTRBZMHT L TV SRR TR SNz, Rz,
LR DOBEEFTHDH NPHP2 PWEEH R 7 v BEEFIC compound heterozygote &
LCRO LN LHEPL, BED NPHP BEFEEE 1 >92F 75 compound
heterozygote WF1ET HZ &b WMESIN, BRAANDOR 7 0 VERE THRERR/XZ — 2
BETDHIZEEEXIEDT,
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A. BFFEBRE

A7 v, BHEICERERERED D
ERORETHY . MEBREICITETED
i, ETEREREZ M S RERE®E
Kex BT H, NPHPI [3EFEER 70
BEOEBRTLELET TH Y | nephrocystin 47
F%a— N5, Nephrocystin [X. BT
ILRME LM O primary cilia @
transition zone (Z7F7E L. focal adhesion
kinase 2., tensin., p130Cas, filamin 72 &
L E#E#E TS docking protein & L CHIME
sHfifa, MastMast~ ~Y vy s 20T
FTABERCLPD DS E LB IT,
actin-cytoskeleton DFHIMHIZ XV, BRH
LR MRR ORI BT B O
o, L7=m o T, nephrocystin 73 FIZ £
BERAELDE, MlalMast~ Y v 7R
LDV TV RE, MRS R E A,
ARRAABRIESS cilia OHRE. MIBANIBFROZ
N~DOBATICEENE L, BIRME RO
RERY - BB E 25 S 232 L 23
LZ3Nb, BRAKBECORE I, BHEM
X770 EREDR 60~T70% DIRERF T
NPHPI DRERLBIGTFERILEDEFEN
ERIND, EHKTIER, REDEDNL
=5, £ NPHPI & NPHP4 D&
BFRENT TN, BREPBOONTHE
I B ETER D72 D OB ERITIT O
—F. BHE T, BREFEEIRELT
BOT, MW O OB AR EE S
NWAHZENREZN, Lhb, BERNERS
NHRHNE, REDOERYI~KHTHHT-
D, BENIOWTH, BITEELY H0E
THEBTERY, Ok, NEERE
REFIZBITEHRMCBITHRED DD
BEIZ, WEEFEMBITHTHDS, Z0
ik, () BARAZEHEICBIT 2E5F
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xR 7o BEOBREEROER, (2 N
HRHBEREF BT AARED HHEROH
E, 3 BARAAEEEX 70 Vv BREILE
JEREERTOFRELHEH, @) FHE
EFFEAZEEOEN B EROERE, %
BRJE LCERELTE,

B. M5EAIE

1. XEB2TDOA VT Hr—bFartr b, B
NREZESTORBEET, BEF LY
DNA B o7V 7 &4T o0z (mEE~D
BLRE) o

2. BELY, REMEEEL, 7 42—V
N=J | ZTCHIMKREDBEL 728, 7/ A
DNA %1%, 5iEik, Salomon HD7 /L
=Y XA (Pediatr Nephrol 2009) % —
W L- 7o ha— L CEML., NPHPI
Wz C NPHP4 Mz, £7-BEEHFR 7
u U EORR#EET THDH NPHPS, LR
X7 rEORBRMKETTHDH NPHP2 122
WTHREEHT LT,

3. Bz PCR E#IX. ¥4 Vv7 hi—
7 T AETES EBIETFEREZRET 2,
4. BEERREOEEZITH, WIHIER,
HR (R S, KABR2CELH
M. &/ NEHREBTRE2ICED D KEDOE
BIWZOWTHRETT 5,

5. b NTfirT — X Iz, BARNEE
Mx 7 v U BEBREDOETEGFOEROMRE
B, BCKREE & OBEFFRIEE, £z,
TERSAKIB R ERITRY OER 2L
T B,

C. WHERER

NPHP1 “BEHEEZHT 56 DM 6 i
(large deletion: 4 5, partial deletion: 1

B, E677Q: 1 ) T, kD 285% &



Wiz, ZD ﬁﬁi[ﬁ%?@%i(%ﬂm@
EHRTIEERBE TH-72, BARAD
NPHPI OEEIL, large deletion (24X %
bONRENST, b I —DDOEFRDER
F CToH D NPHP4 Tix., 2 #Hl»n

IVS-20T>A. 1 2 D886G DERTH Y |

2D 14.2% Tholz, NPHP5 i%, i
BFIT 2 &4 partial deletion 2D 7=
(10.5%), —F. ZHFE TARAEDOEFMER
T L LTHRBMINTE T NPHP2 OD&EE
2. 24 mOBMHET, 5-UTR @ promoter
EIRICERR S D Z L 2RE LD, F-,
BkdH D L, NPHPI @ exon 16:
G547% & exon 1@ S80L #ZiEi 1
2-325%9 % compound heterozygote (16
. BIE) & NPHP3 (A150V: exon2) &
NPHP4 (D1089G: exon23) @ compound
heterozygote DIFEHRA LN T,

D. B%

BEOEZA, Thb NPHP IZEEZR
DL DX, B 18 ATHD, 2F0
61.9% THY ., K 40% FEFITIE, EERMA
BFEOICR TR VEREDILTH, T L
T EFHND NPHP \ZB2FEZBD2NED
ThHY, REOBLRFTHLAREME, £
B2 o [ EBERRIT LT D ATEEME DS RIS
Shic, kil LRMOBEFTH
5 NPHP2 BREEFEH X7 v o BEREI
compound heterozygote & L CTRR® b il
HEESC B NPHP B%% 1 o3
%95 compound heterozygote 73TFEFET
HZEBRESIN, BARADOR T v A
HCTHRBRRANE = DNERET D 2 LR
I, 27 a BOERLEERTFTH
%5 NPHP1 OEEILBORIZENTHRER
N7, T2 LA large deletion, partial

deletion 23&M o7z, BIMER & L TOIR
RZEIX, AU deletion Z7~9ERFITH.
FETDHHO, LARNLODE—EDOMHE@EN
2, FOBRBIZOWVWTHEWELERHTS
%, F7o. NPHP4 1%, FHREOBEED
V2 BT IVS-20T>A 2B 72 b,
HARANIZEITS hot spot Th D HEEM
5,

E. #&wm
EENG, BEEHLOERBH VILEL
RABE & MEEE, BLREREDOMER] &
WO R RO L TR RSB & 2>
D3 BT REHEEED | FLERRYEE THEITT 5 |
EV O TZERRBREE L AR o Tox T |
VIEEREVDBE 21 4 (2 W24 DB
EFET 2 ER LTz, Z0RER, ORET
HLECKERI UL, NPHPI \CBE=ET5
HONEED 285% & HdTz, £, H
— NPHP &=+, £72% NPHP #{z
FHF7=1 D compound heterozygote 73
Rk TOHE &L RIS, DREICHHFEET
HTEPHLMNERST,

F. fEEGRER

L (REWEREELSR).

G. ET.?‘G ‘Q%

1. wCREER

o Mkt F:Ix7o B -BHEER) /I
RERRYE BARDNEBRARESRE 2
WL B P 245~248

o TTFf ®:lTx7uo % BREEREY
== 70 2012-2013 JEH R ORE
FREFML B P 433~436

o ikt F 1% &&F@@ﬁj HA/NR
BES2®. £ 4 5 BRNNEHESR
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#£ P123~125

2. FEER

o % 34 MAANEBTFEFS (P 24
#£9H 13~14 H) #F

YURT YL NEERERBREDORRA -
JRREDAREA L 2T - IR OES X7 a
# (NPH) OFRHBRE~DOEIT & BIRM
EERERORY] KA EMH-7H 7

o % 29 EIFENE/NEERRIES (F
Bk 24 % 11 A 18 H) X7+

AR (R 7 n  BORMBERE~DE
ITEBERMERERORE ] M =

H. FnR9RFEENED HIFE - BERI
mL
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FAGBE AR EM S (BHAMR BT RITIEES)
DHRMREREE
B IR B i D2 E Y SRR IR
WroesmE M s AR (BHEERRER - o F ERHESERE - 20%)

MEEE

MR R BR M V3 SEAL R (238 1T & FREE O BRI R 2T R R 9 2 JRESE X495 T
HbH, RERIL. REEADIINEEREHREMEBR2L3EEITICHLELLT,
% OBFENMENZ &b EMEARERITTEEINTE LT R TIEE L DESITEH
BHEZ & O CTHUNCZE., IBEXRRENTVWARY, FDd, KEEDYFRELZH D
MZ LT, BIHEDO FHEIBEEZ N T 5 & & bic, RERICET 2 EEMFFERO
YR E XKD MEEND D,

HEEE DI, I E CICBEMHEREBIEDER & 72 5 2 DOFEEEE T OREIZRKE)
LT3, Zho0HMEICEIE BHRRBOLEL KBNS VAR—F—Th5
Urate transporter 1 (URAT1/SLC22A12) Bz F+ D B EIZ X 5 1 A L | Glucose
transporter 9 (GLUT9/SLC2A9) BImFDEFIZL D 2BIIHHINDL LT oT, 2
BOBLGRTERIT, RBFHERICKEREELE 2 T, 1HOBEFER L RKRICIIE
REEZELIETESEDZ LRS-, TOHEERKTHLZELHB L, &
BT, HEEE OOFRIZED . 18- 2BPSNOIRREREFOFE, 7720638 (B
., DEAERL SN L0) OFERHALMNE 2o, BFEELIT, REAICELT
EPNCHRKFEOEMNSZHFT 2 0OH7G LT RRBOERTHEITICBIT 5+5457
BB, MBEOEIEZE L TR, AN EZ R L TV 5,

KT, THECTHPICRF SN T IR o EARRBOBEE R EIHE L &K
F— S OFMT ATV, 18 28 3EIOEREDOBRECR BT OTRIBA LR S B
L7, £, BHROKXFEREZEHOY 7 vy NEFIA L, ZEBIORZZHRE
DT —FOFFTZEER LI, 2NHICE 0 RIRBIEOCHEEZFONCT D L & Hic,
EE)D AR IR Y 2 < ORREEIME OES %2 INE L CEBMITICHET s LT
72, BEFEBE~OT o —NEEEIToTfER, MIEREEE2.0 mg/dLL T OB MHIRRER
MEIF1796H0 ., Z DI LEE R BB REOEFF116.1% (116]) . REEROE G
6.1% (116]) Th o7z, £z, BARANDBEEZEZ 5% 5,019 N2 1T DIRRER ILE DS E
AT, MIBREEME2.0 mg/dILLTIZ9%1(0.18%) Y. 3.0 mg/dILA N OEREEAL T 115126
511 (2.51%) F8HOINT, BHEIRREEMESOS Z x5 & LI BIEFERBITICL Y. GLUTY
DORISOWZE R A58 DHHIES] BERDIFRUSN THID TOEF) ZRE LTz, & bIZ,
B MR R BRI E O FE B 2 et R, BMIER B GE 1B (GLUT9/SLC2A9) & 2 Y
(URAT1/SLC22A12) DELEFEEDEEWITOWT DR 2 £ L, FHEK OB OE
GFERIZOWTRELRE Lz, 25O 28 U T, BHEERBIDE 13 H 251X
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2RILISNNDIER], $ 7o bR (38 OF D R ER 28 SHBINE T 5 K 2 &

fHd 25 & &bz,

7 LA CGHERMT- PR — = o —Z T2 2 2T, b

DREFFREDT DO TR 2 HEE LT, AFREEORRLE LT SRIEVRRIC
RNTH 12 2 FEEET B LR D L L biZ, ZHIC L D5 FREOBEMEORE,
SHIEIZHEBOUED O DHMRANFTELND Z ENFFHFTE D,

A. FFEEH

PREGHRIE AR C o2 B IRRER MAE 1T
TDOEHETHLERLEHRIMEETR
ERPRBREAEREL THLHID THERS
NAZENRZ W, EEMICEBRORMED
fERNZENG | IERERERITIEESNTEL
T ZL OB TEPHEIZH T DX I EE D
THEORZE . IREP RS TORND M
B ThHD, AFFETIE, 2EIPLOBEME
AEC TR B 1 7 B U EE e OB 0D KR AR
P — S OEAICEY AKEBICETS
BERAEREL, ZW BTN 525
BEL Tz, 0 BT ARREER MIE D EFEZE
EL RAORMEL BT, GOHEOHE
BRSO T IS 2B 5204 B
Bl

FHEEH OIT, B MR ER ME 18 K U2
BOBRRBEFH. TN URATI
(Enomoto et al., Nature, 2002) 2 T8 GLUTY
(Matsuo et al., Am J Hum Genet, 2008) T
HIEHINETICWMELTE L, BEORW
FIZBWTIE 285 AU Lo BEREZ %t
Bl KRBBRET — 2 —2%1E AL
TIERIREE MAEDREFIALZ Y — = T 24T,
F R BORKRELETOMRBA LS FFE
DIERRICFE NI HZENTET, 2, B

B DORNTIC I - T, BPERIR B ME T

1R R OB NF L B SRV T RE
(3B bR T DIEMALINERY | 1
ENRLRDBIETFRFEIZBITDREBD ST
PEIEOREER &2 I DT B DB D
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MEEZFLUTND,

IHET, HEEEDLIX, BIEERERMIEL
BB L OB OJR K& R T2 Wrika 5
BRI CRRF L . MAFH 10061 L. Rz R S
PEAEER B2 MJE O JE B35 0 fif AT & FE 7 EE 42
TE7z, HEEDIIEDLIC, R ErsEs
BB 52810 8Y., filt . ABCG223 R BEHE
MRS R L U CEERMREL RS QAT E
DEMHLTRY, 2RI L0#Tz 22 R B HE
it FIRIEEZRB L TVD, ZO&H72,
EWSTHEE R2VEBECOZ R I
T DIRBIBIRENT N IR BT B YE DO RESLI
BV T D SRABF SR D EHi % FTREICL TV B
SOIZ, BEORHFEEFEZE ORIEDIL
ELHEEETHY., FEMRERRER OB
$3 IOV i 5 P PR 8 1 iE O SR RE IR %

FEhi AR BPES TN D, ZOLORBTSE

{EENIINA T, BRFEIBEATIC SO AIE D

YT IAT DRI 55 FIRRED BRI S
SENREVREBHED TR DHESL D8 DF
LD RO E S B YL LTz,

B. ®FZEHE
INETOHBELOFFNL, KFE
IR T — 2 X — DT, BRI
PR 10 22 4o PR IBA B IR FR D FE B D 5
BIZA THLZERN o TND, LT
S TR T, REOHETHLNIZ
UANTEIERLT, TREM1)~3)DER%
FEH LTz, ZHICRY | B AR R B i iE 15
2ENCBITDEEMNRERLEREL, KA

==

o
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BMOT I RERBEITIEELIC, WA
DWELIZ AT =AM EEAT o7,

ARHFFEIX T RO ZEH E M, Z<D5E
A EDLRIFFEE L TEMLT,

i E
I EE—ER
EREZ
8 Lfnf
AR
& R

RRERRE #i%
BERYE #Hi%
LEHBRYE #R
BALFEHIERT MR
BARERI R RN
FRREFE 8N

WFFETTHED BARBYZRNZIZ DN T, L
TOEBYTHS,

1) £ENSDOEFINEIZOVNT
4B 7 {5 P I R 8 ML JEE JE (B D N EE L2 DU
T A HBRREZEZBVHESRHE- T

BE ZHIREDIELFBIFEEL T, ZRETIZ,

B R LdbEE COREDZWIZRELF
LMZHI5,600F DB HEfTE EM L2, #
D95, 5,019F1Z DN T D URATIE L
GLUTID B FERE DT ERICELT
VXL RS EEE (EREEE) 2L E LR
FrNAELL TR REE L, 708, R
PRI DA T AR —F—TH D
ABCG2EEFEITHOVWTDELEFE RS
FE FRAT CHLBRZE VA RS D2 ZE030,
HEEE D& H L E L CHUE R U B Y
HTHD,
BEZEE~OT i — REEER LT
fin, FICEFRME R EE MR (G HE ;4
KR EHIF) 2BV T, 510,000 A L4 E
Z BARIY VR D B A LT,
Fio, BEKBOBEZEZ 50128
20,000 NDEERZ T — X &AL T, (KIRER
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IME DB ECEF ORI EIT 72 (5
PEER - E . R R) , EEER R ER
FESEF DUNEEIZ DUNTIE ., BHETIE SR be.
EEERFREEOCE2EO B #HBRRFERE

S UTEFINODOINEZED T (FH
PfEE R AR, BEEKX-TTH), 2,
WFFEHE DR — A —DEE L T, & E T
BT 2B REHELITILICLY, &F
NODEEF AT OEFEIZ DOV TH IR L
720 7o ¥, AFEERST-_EC. FTREZR PRV AE
BEOMBKBESGREICLFAE~OH %K
OHZEELTZ, TNHDFEREL T, TEXHTE
T ZL DIRR R ILE DIE FIE L ED DL
EHIT, ENDOREFI 2% SR AR IR B
I fE 1 % ( GLUT9/SLC2A9 ) & 2 &
(URAT1/SLC22A12) D&z FEEDES
VNI DWW T O 2 i LTz, ZHUXD,
AR R B I SE 1 B 513 28 LIS D JiE ]
Tl b EARRES (38) ORER % FFE7R
RO ZNEL., 3SBDFEEEFRED
DD AR DIEREZ KT,

2) BR R B FRMRATIC DUV T
AE CEBINEFIZHL, RELE
7%, OFIRE, DEEFOBRET —F
(M. JRIRIERE) PR & DEEFR A
BIZHOWTIEREZINE L7 (Y ;=
KR, BEEKR-HH), 352, Gi)FEE
BEETFEEZONDRBEERIZOVTE
BFRITEATV, BT AL L (H

WOBAEER-RE, BEEKR-TH),
B2, 7 DT IV T, B —2
T RED BT NAAN—T v
FEZAE 7 DIFHEIZOWNTHEFTELH
FHL, QoENDEIANTOREE A REL T
Bz DT R E ST HIEE LT (F12



BifEER-IU s, R E), ZHETORENT
&Y, BHEEREEDE 1R E/2 1328 L1
TR TE WA RES] (538 REef., 3
B OERER]) ZR020F 32703 T
2o 9. SMOEMEMLE T LEZLND30
BEFAIEEL, RERS—7 0P —T
DM E EE LIz, WAy —7x= P —
DFFHTRE R DRI IBL O ATREME D B\ VE
FlZRONHL, =27 — LTS R CE
L7e, F7e. SEOBERIEFNZOWTIEL, 7
LA CGHfEHT & BF - TEML T WE &5
copy number variant (CNV)D[EIEZ Hf&L
7o (FEY B -1 ), SOICHFRDOERIC
VN BRSO BEFRIBRITIELOFHL

THEAT Z Ak T D, ZNDDEEITIZEY

18 2B 25| &fe, SBDBEM L HER
FEED RS NAFREMEB RS TEES T
BY ., RIFREEICLY ., FDD DD
ERDSLSNT, BIEHEIT NI
[ZAWT, Fi7e BB In T OIRRZE R
FESNTZH AL, BEREOEREHES
R T DI LIV T AR —Z—LLTD
BEERFETHTFETHD (Y HK-H
M)

3) 3 FIRRBOMEA K U2 EXEDORESL
22UV T

AIEE CORET —FCBETFBRICE
D& ARRERIIE D4 FIR B ORI K U
WA EDOMLZ B, TNETD1I8IL2
BIOERIFETIE, BEICE>TAEOR
FVWEHERRBROAPEH THDLESN
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B (BDNNIENUEDZATIHE T DX
) RABGFRIE TN T, ek
IZBWTEDEE D72 DR 58 EAE O e
SNEDI LTz, 6T, File KRR B G FE
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MIEDEBEAD =X LBV TIREENT A
R— 4 — BT OB SR EB PR O KT A
HETHHZ % R L(chida et al. Nat
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EROREEZWNIC OV T | B B
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T —HDINELY ) MENTEERE LT, LiE
ENEHMXTO 570 FHIOWTHE, 3672
BT —Z L ) LH T IDIED, BINE
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ERNSNOEF DR T —Z L7 ) 2
NVONEIZE DT, $lo, BEZEEE~OD
IRT 7 —MAE (R 1) &2fTo7-m R, H
ZERIT 38.5% (330 fHh 127 ) ThoTz,
B R COEEHRITRE RITIRDBY TH D,
Tpboh | MIEREEE 2.0 mg/dl LLTFOE
PEAIRER MLEIL 179 B, Z D HEEN R
BB REDEHE 6.1% (11 ) . RIS
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7235 & REEE 2.0~3.0 mg/dl DEEF]
IZDWTh, R E DEGI DO ETE & 0
T, BUE., ETRIICIREZR EL T D,

2) R R BB SRR

FF ST 5,019 FRZHOWTIRR
B JE O SEFE AT OfE A~ 3 (R 1), M
TEPREEME 1.0 mg/dl AT DIEFIHS 0.12%1
OO, JREEE 2.0 mg/dl LT OER]
1% 0.18%. 3.0 mg/dl L FDEEFI 2.51%T
BT,

ZD5,019F DS T A VT
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—BIEF(URATI, GLUTY9, ABCG2ZI2ENT
DN, BETERESNP)#EITE EfL . 18
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7o EINSCoEERmER O L FFIEEL
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DAL UL IF 2B E U TR CERR WA
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FRER (B Bxt REEN
(mo/dl) A% ZEAH HE%) HE (%)
0.0-1.0 6 6 012 0.12
1.1-2.0 3 9 006 0.18
21-30 117 126 2.33 2.51
34- 4893 5019 97.49  100.00
#1 HBHERANOEDZKRE 5,019 AlC
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DEMEARIRER MAE2 B D FEFIIT, HEEED
BIELTZIF R DA THY (Matsuo et al.,
Am J Hum Genet, 2008) . K20 5E 71X EEH
DFE RSN THIO THR BRI D70 25
BB DEIETHDHIEN ol TDTD,
R MG PR 8 I JE 278 D 955 BEAR B L 2 T FE £
DYERRIZIB N TS, O TEERER TH
V. BIE, R ER T ThD,
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ATIGAGCACCIGGGAL GGG ACCCCTECTCATT

T A e

R380W
| EHLGRWR PL L |

ATTGAGCACCIGGGA

6 GAGACCCCTCCTCATT

X2 [ERBMEEMCRT S GLUT9BEFOER
B R BRMAE 50 & OBIMEATIZ L V. GLUTI 7 R38OW EE A D B 5

HAER (35 rE M, MiEREEHE 2.6 mg/dl) ZRIE L7, R3SOW ZRIZ L 5
MR RBRIME 2 R OEFIL, BERO 1 FRUANTHID TRH SN &P 7R
2HEF B ORIETH S, (BRIE. Fm LI ERT)
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Sugar transport
roteins signature 2 proteins signature 1

Sugiar transport
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X3 GLUT9 WRERIZX 5Kk
BT v —BERE
JREEHAZ TM1~TM12 C, flamst

DON—T % L1~L11 TR,

A : GLUT9 oysRZ R (R198C &
R380W) & ZiLiZfHFAlZ: GLUT1 O¥5A
EEZ, LHICETELZ TREFEESND
sugar transport proteins signature @+
O, BREBEALEEE OMIENL— 7L
BLTWD, WM& LB, BEET I
Beis b HET X BE~OEHIC L Y EE
TMOMREEI IABVALERTH D,
B: GLUT1 TiE, ZRIIMESIT I /B
EEBR OERIZ LV BN RS L5722 bR
- EE LT ENRMLTN
Do TDTW, [FMEALDOT 13 = U FRE
i, MR e O — ORERFC AR R R 72
BNT v H—ThHBHEBEZLNTEY,
GLUT9 (23517 2 FRIEH X BE D IH 2 b
RE N7 > A —HEREAR 2N X 5 FTREMEN
MRSz, EE2 LV,

®2 BHERRLE: B FER

Age UA FEUA Uro-
Case Sex {yrs) {pmol/L) (%) ARF lithiasis Mutation
1. ¥ 73 124 52.4 - g. 82048502del
2. F 39 58 58.4 - g 82048302del/g.9184C/T
2. ¥ 53 78 60.8 - g. 82948502del/g.9184C/T
4. M 35 63 43.0 - g. 8145G/Cg.9214G/A
5. ¥ 15 25 53.2 - g. 8204-8302del g-9184C/T
8. M 5 95 52.6 + 1242-1250delGCTGGCAGG
7. ¥ 18 11 240.0 e . 48412.43418insC
B, M 23 10 220.0 - . 43412.43413insC

UAsegerum uric acid; FEUA-~fractonal excretion of uric acid; ARF-wexercise-induced acute renal

failure,

JEB] 1~6 1% URATI BT EBRZRD, EH 7, 81X GLUT9 B TEREEZRD T, FEH
1, 2 IHEHF BB RS (ARF) 2680FL., JER 6 1ZREFE A 27E D, Sebestal, et al.
Nucleosides Nucleotides Nucleic Acids. 30: 1112-1116, 2011. (¥4 22) L v 5H,
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HE A& O EREITRIEAS LTV
RRThHD, TDH | NEBOEIKIZO
T BT DI BB R OERPHFS
NTND, ZIVE CB MK IR B MLE D32
IREEHE(EA 2.0 mg/dl LT &9 5606 %008,
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BIREARLLT, BENLORBYERET
(BT ) 25 /5 PR B2 I E D 2 7R 56
JEAN AL THDHZELEIT RV iELz
(Ichida et al. Nat Commun, 2012), =D X572
ELRER R TE O AR B 23 B MR SR 8 I JiE D
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