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SLC2A1l gene analysis of Japanese patients with glucose transporter 1

deficiency syndrome

i SCEE A = - _— g
Titl (N3 —=APTFUVAR—-Z—-1EBEEDORAARETCLT S5SLC2ABETFOM
tie #)

XHEDEE

(B A9 (Purpose)] .
Glucose transporter 1 deficiency syndrome(GlutI-DS) ik, 19914EiZDe Vivo bz L » THIHTRF S, JLIEH
BIAREOERE TN, BRI, THER L ERM/MEESHR L T3RERENPREECTH D, SLC2ALRE
FO~ToOESEEPRE L SN TEY, HRaEEERETEXE LS. LT, 2 0OREFEDIIRMMEEM 2#
LT N a—AERER~ET & %275, SLCALREF I —F ARG (1p34. 2 B L, H35kbDE S 8H
D, Q=Y Y EEATNS, SETIEOFAL LOBEFERPREIN TR Y, BT TREARER FORE
FEELRHEINDILOER2TETWHS, S0, HEOLERER & HEPEREEMEEL Y 61lutl-DS L M L-12
B D HFENBFITRBNT, SLCALREBTFORBEEZITok, BRPIKERE Y — 7 ABICTHRFL, ZRAORAD LA
3o o BE CMLPARET 1T o 7o, Glutl-DSO—E D B AR ABF ICBIT 5 BEEEENLHEL8S LR E LTk
IHhBHMHTEBbhs0THET S,

(FE:h & TR (Methods/Results) ]

20044E 7> 5201145 TIZ KPR K E M BB TClutl-DS & BT S iz BE & MR IC Telutl-DSA bl
EFREEEER T RLEY o7, S I2RETHETETo, Glutl-DSORKITILRMBETALA - FEEHR
T EOBRFIER S, EBIERICELUERCE VRSB TIMETR - EXRANOMIKRTILEIRE, Mk oy
I b i &P/ M 0 7 N 2 — R RS0, SRk EORETR L v iThbhik,

6— 15D BIR3E. KRR DEE 128 THREITo T2, BREERICEL T, 2ARERIIEZTEETHED, 2
—114 AREOEEETAPAZEED, 8HT-2, 0SDEL T O/, 24 CHREEN RO E, 1A TEREHRSIH D,
HITVR F=T RO, BEFRICH LTI, 25 CHIFERE 26— 38mg/d], HEE/ MLisFRE thido. 28-0, 48
Th o, 3-OMGOFFMIRE Y ALME TISFITETEROES, WREFGENTH--,

47 ADNAIEARY ik DA L, PRV F A v —F v bESLCALBGEFO=Z Y bms Yy - Ay hr Py
IarEANA—TELIICERLE, PCRETHIEL., TOEHEHAVTH A L2 M=o BRI TSLO2ALEE
FORFTEIToTe, EBRBMBL LT, FAM L7 b —Fm RBICTEERXRENR o256 T, fig un—
ARDNATY FAE =3 Tk o THBIETORE - B2 ERMICIRA HSFERTE AMLPAFAT 21T 272,

HA NV bor— T2 ABELCTRETHEF TR (I R RAERM - 7L AERESLE - 7 L —5A 7 bR
c AT TA AUDOERBIMENABRHENT, ZOIBIFIREREOER ThHo72, hosfliaFHFEOEETHY .,
1008|DEF = b — TR —DERBBDH NP0 Z L 2B LE,

MLPASRETIZ T L Texonl-8M KK Lexond-100EH L W IHEEBRFEPRHE I, bl Z OB ROME CMLPAMK
WET ol & ZARIIER Th oo il exond-10D BH 487,

(# #%(Conclusion))

AR RGIut1-DSIL, HIRH BHISIE TA DA, BEBH, R NEER CIEROER N TH B8, SLC2AL
BEFRBRLENTHOE SAQEEPRES N, BEERD TAPASHORNITEHREOZOEFP, &ED
W EFEEERE CIIRVWEREFLSERET T TEMBBRESNTETWS, SBIZ, EREICIIClut-1DS & IXZEF
LR WEROBERER, REFREZTTHTHSLCAIREFOREIRHINA TS, B LEOZ L2845, B
E E 7 12 SRR BT ARG Lut~1DS DB I EREME 2 H 7 DITIISLCAI BB F OMBENEE L - TL B,

SEI~ 128 O BARNRE T, SMBLEROBE & —HEAORERRETEN %3 TSLCALRE T OFAT
EiTof, 2LV ELEoBDESF THRNEBZ R HERFTDTTH D,
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TN2—=2 b T RAR—F —IRBER. LRNEMRECRIGETAN A, BIREBE, TEHRE L &R \EES
B T2 RRERMEFETDH S, AR, RERETF Th BSLCALREF ORIt 2N CHL Lis,

12T, AV by U RBREDBFETO, T (3 AELRA3), FrirR1fl, 7 L—hi7 M,
RT T A AEEOREI) OEREBD I, BROBH XN - o5 TMLPABEAT 2170, 10 TRE L BROWE
REERMHLE, EEYERAMOBICIE, WOHHRMEEERD Mok, HIERITH CER2F T A5 THRERE
BRRBZABHLICLIE,

IOBER, FRGOLY —ARETH Y, MLPMBIIC L D K& L BHOESRE PRI SNEOERGD T THS,
WL, AREOBEBEHERE LTHLWSA TE8E L, BRBRIEANOENHEFIRETETI I LE2THTE S
DTHY, FHEZETLILOLED B,




