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Impaired muscle uptake of creatine
in spinal and bulbar muscular atrophy
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ERFFBEME ) ZEMEE  (spinal and bulbar muscular atrophy, SBMA) 1%, EKFRE R X
O KT 2 IR & § 25 BAFRIE DRBREITHEMRENEREBETH S, X i
KEWCTFET DT > Fa v x{K (androgen receptor, AR) #E{z 7128115 CAG
MR UHERRSI O BEMEZFRR E L, MR N TA R AR BE A - N EE L,
SFEIERBEFOBRERELEET DL ERAKBOS TIREORBTH D,

INFETIZFH L ORI NV —T1X . SBMAREEOIMNE 7 L7 F = (creatinine, Cr)
EARETHY, HOEHMEREEELZNR T LIRSS I~ —ThHDH T L2
H L7, Cr DRIBATHL 7 LT F UL, TOIEEAENRZ R VX —IFEHE & LT
BHBNICFE L, FEBEREHONIE 2T Cr ~E BB INT-RICEEARICHE > T
M ~EBITT5H, 20D, —KIICHE Cr HIXERHEICBBLZHHT 5 &
ZZHNTNDHM, SBMA (28T 5 M1 Cr 6 O A% T AP RZE M2k - 72 7 2 D 2
WCHKTE0E ) DICON TR ESE TV,
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SBMA & I2E T 2 MG Cr EERMEOEFZMA+T 52 L4 e LT, T MIE
Cr fl & EtsmsE & ORMRE MEE & T 5720 ORIKRMEZITV . IRWTIHLE Cr
B TICET 20 FIREEZMIAT 5720 OB EZ1T - 7o, BRI TIE, CFEIC
L 2RELZES L ECTOBIEFZ2WIC L - THeE L7z SBMA #3 65 5], El Escorial
FEUEIZ 1T D probable LA & & FRER 2 Wr & v 7= 5 ZEME ML) 28 i {L iE. (amyotrophic
lateral sclerosis, ALS) 3 27 f5il, 3 X OMdEH A 25 Bl 2 fENT k5 & L7z, EMTE H
%, i Cr, 7 V7 Fr &gtk A7 Ma, ALSFRS-R % 0 4 F& i & i 58 FE M
HE, 2HOFKHES Lz, EHOFRKHRERIL. “EHT X=X #RINHGEE

(dual-energy X-ray absorptiometry) T X O’C{E'Jﬂi L 72 DU e B RS 1 o 50 4L ik

(appendicular lean soft tissue mass, ALST mass) ZHH L7z,

FREFZECTlX, £ 9 SBMA BEICHBIT D EHMHN T LT F U IRE Z R EBE LT
BT 52 ExHME LT, SBMA 3%, ALS ¥, LK UOMUEEREE L 5 il &2 xR
HIRAHRAEORE R — FEER LIcE, BEREZHWTHE L, RRoFiELZ M
WT, AR 2B L SBMA EF /b~ ZADBKGNZ LT F e L2 RlE LT,
WIZ, SBMA BHEICBII D BHHTOZ LT F UMV ALEZFMT S 2HAE L
T, ZVvT7F b7 AR—2—EHHHE (SLC6A8) ¥4 SBMA H£4& 3 #l. ALS
B 30, FEMRR AR 3HIDOGEMFRBRAEANT, V=R Z Ty T g
IR X ORERBETFRREICE > THor Lc, 512, SLC6A8 DERFHHL
IZOWT, EfE & FBEOFIRAT R Z AT, RT-PCRIEIZ X » THHr L7z, &%
SLC6AS Ein Tt DIE~DLEFR AR O B2 MT 5 L 2HME LT, B AR
(AR-24Q. AR-97Q) Z®IL 7= C2C12 Mg (~ v AFHIEMAL) [>T, 1
F TR RERD F1E T, SLC6AS EHE R L BB FREEZ 5T LT,
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SBMA BB, ALS BFRE, HH ABEO B IR FEEE M O iR £ b - A 4% B % Table
1. 2127”7, SBMA HERICH LT, ALS BE R CILaE MR 45 60 13 s < R 3
HUMEm N B - 7oy, MEECOEEBEEEIXFRE CHh -7, MG Cr i & ALST mass
X, WTFNOBIZE W T HMWFABRRRZ 2 & 7o 28, SBMA #f Tl, ALS #f & It
LT, B FHEOWD DI TIERBEN O WEREOFEH Mm% Cr EOE T A
St otz (Fig. 1), 2O Z b, SBMAIZKITA1M{E CriEDE Fix., 25
BOWOUNDIFREZG FICH D AREM AR S -, ®IZ, &REICEB TS5 ALST
mass, Ifi{F Cr fli, MiE27 L7 F U E% Lk L7z, SBMA BEREIL ALS R & (A
BEOCHEMETHIICHLEDLL T, MG CrHIFAEICKETHY . Cr ORIEYE
ThiH7 L7 FrOMiFREX Cr & T3t BAIC SBMARECTH EIZEE CTdH - 7= (Fig.
2A-C), 51T, HIMBRIKOEKBNZ LT F U REIZOWVWTEH SBMA B23# Tl A
BIEKMTHY, SBMA 5 /L~ 7 A (AR-97Q) THIREEDOMHEE %2 4 & w7z (Fig.
2D-E), SBMA Ti%, 7 L7 F U ENEMBTHIICHLEb LT, BRHNZ LT
FURENMEE & R DIREELZ AT 5 720IC, MPICHFEET D7 LT F o2 FRGN
ICHEENICE D AL &RE 2 L OB LT F o b7 v AR —4%—SLC6AS EAE R
FOELBETF LV ONWTHEIT LTz, ZOfE%E, SBMA 3 Tk SLC6AS & HE %
HAAEICHHENTEY . mRNA L ~LICOWTHEFICKETH L Z LR EN
7= (Fig. 3A-E), % AR O #H ML SLC6AS & in T DG L ~ LK T & o B4R 4 314
T 57292, B b AR (AR-24Q., AR-97Q) # ¥ Bl Xt 7= C2C12 fifaiZ >\ T SLC6AS
DEAELE L mRNA BH L LIZHOWTHARZE Z A, SBMA O T LM T
H5 AR-97Q R IBL S W 7= C2C12 M TiX, EAE. mRNA LU HFEICIKT
LTWDZERHLMNERD | A AR BN EHEMHIZIH VT SLC6AS8 DIEH Z il 2
Z e s (Fig. 3F-H),
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Fx 1L, SBMA EHE DMK Cr KT ORIK L 2 W EIC, BB VT F o T
VAR—H—TdH 5 SLCOAS EAEDRELIGISND Z LKL BRHBOI LT
FUMVARFEENEEGE LTS Z EEFE L,

A EIOAFZERER G, SBMA BEIZE W TEH, ALS BE L OMEEH A & [FERIC, Mg
Cr fEIZEMHEE L<HBETLIZ LR RSN, S 6IZ, SBMA BFIZHBT 5 MG
Cr E DWU/D 1%, AR IFE R ZEMEIC X 2 28 7 &K T2 2 T, SLC6AS #E{x 17 BLK
TICHKRTD2EEFO7 LT F RV ARBBENELET S E2RA L, SHIT,
RYZVE I UEHEREMESERZE b AR 258 S8/ C2C12 ff Tl SLC6AS
DEAE mRNADREHICABICKECTCH-72 2 D, BB AR O FHMED SLC6AS
BEFHEBKRTOEENZRIEKTHY , B2 V7 F U ARME, miE Cr AKE o K
LD THL ZENHALMNIR oI, BREME LIV I VEHERSZ N
DHfEEEN T, RAEMMEEERICE > TERER T OMERELZFH R T D & OWREN



H Y SBMA OB E N THENICEWTLER AR PNIREEELJ SR L,
SLCAS EHERHKTA XL LIEbDEEZOLND,

BHHNO 7 LT F o ix, ATPEAICE DL =X VX —ITMWE TH v | FE—IL
MEBIICEER DL T LARAT AR A<M, I har B 7R L #EET5
LI THEKRHND ATP L L OMERHIZE Z EnmbnTwnbd, SBMA £
FIZBITHEEHNI VT F U RERT OEE L, EBHEEREICT ST 2 aTaeERN
bV, REBOEFTZRIBESY—7 vy MR HI56EEFE2015,
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ABEFE 5 SBMA ## T3 AR & AHIC £ 5 SLC6AS it 51 0 #5 5 Hed 43
7 LT F UMD IAABEEDIREIZES L TWAZERELMMEoT2, BTV
VT F BRI A SBMA IZE U L IR E ORI TH L Z L BB X O,
RIRB DI IRIBWES — 5 v N R D WREEND S,





