248 ' JLA—RAMSURAR—E—1RIBSE

1.

4.

BE

JIWAaA—RSU RAR—4—1 RIEFESE{&EEE(glucose transporter type 1 deficiency syndrome; GLUT-1
DS) (. MAOIRILF—REBEETHSYV L aA—ADNFRERRICIMYAENGENZLIZKYEL R H
T RMYE T, 1991 £EIZ De Vivo bIZKYHSH THE SN, MIEIXEFETHANFERENEEELLDHIE
SYPRHERAOEBEMBEKREBLTEL RLALGDIBEERERKETEETECT, P TLH A TANAR®
FEEH . EEME. EBLAFDRERELESD, GLUT-1DS [F7 U BICKDABAENTEETHY.
BHRR - ABICKYFRERET HAERMELHD,

REH
KEHUZ SLC2AT BIEF (1p34.2) IZHE(TAATOEEED de novo EEFEOH . NTOTRENRAE(C
B59 5, MBIEFNZLD, RIEHDOHMELHR NS, ELBAEEEENSZHTHD, REFETIC
FRKZ LM 200 FILL EDIRENH S, 2011 EFEOOAEICHITHE2EFETIL 57 HIFERSL TS,

fER

A THICIXEEZRDEN., TALAREIIIRHBRICREL. A TVIO—XRIZHELLI-EER
BOERMECEEREMENEITIEHIIENH D RER TR MRERMK., SA/0=—  EEBI M,
ERI KM, RH. B RELESEFSETTHAIN, TADQAREDLIVEFLRESNTINS, Tf=. TAD
AEIRBEELTRIRERBEMETANA GRLUTRIE) OREEDOREBFEETAD A, Doose JEIZEE
D—FIZHLTH GLUT-1DS BEET HATREMEMNERHSA TS, B FHFTREL THRRIETZR
HD, INKKER. EERE, DA =TREDESNTESEETNERMEICHIRT 5, BERES (I 26
PO, KFAMTHS, RHEZIL. FEEEDRERENEERHERETIEIETH . tEELHY.
BLAOT WV, BEFITERENEENEHT D, EENKRHA. FBHEEL. EBR-ER. FT2FHE. 25
R, BEIR[EE . S8R, BHZREMICRDLITENH S xib. RIEEFEFZIREEDRFRIOTIZENT
SLC2A1 BIEFDATOEESHEENRESINA., TALARIEITEL, HEERELEETHL.
GLUT-1DS BB &L IERGHTLVD,

GLUT-1DS [ZERHHIEIKIE. ZRE . BB KVIBEL  4FICREATIRRICHL, BRICHET 5, FivL
EHITHEL, BEEYZFRTEREL TS, MBRBRETIE, BEMBEORETIZBEREEL 40 mg/dL LI, £
RHE/MAELL(X 0.45 LITF (F15 0.35) , BERELBBEIIEE ~ETEZ 29 %, BBERCT-MRI TIXKIXNZEHz.
ML EEGEFFEMNMRZET 5. RIERIRBBKETCEE SRR EDRELERDH D, TADAEKIE
BWIENZ LN, MEAICE R MK E. HEEEDIZ 25-4 Hz DEBERBREERDHD, HEEETE
EOYIINA—REFITHRET S, ECFREICTHEEZHINGD . B FEEHNLGWEE(C(XFFMmER
3-0- methyl-D—glucose ERY);:AHAERER TIE T L TLIVNIX GLUT-1DS LB TE5,

BEE

RTANAZEIZHLTILABIERETH D, FIILa—RIZKHYUS I EIRILE—EELTHIAT D5
FoBEEG 1~4:1) &, B DERERHICHIBINEIRETH S BETFFURBIE. XD T
VEICHRFAERARS T, hO)—, ZEAFIENGL-OHEEREINLGL, REBELOTWFIALAH S,
GLUT-1DS TIX. ROTERTAVIRRE T2~ 3+EE#HBFTTENIIENTH D, RABITIE, BETH
FUREBHLIWLIET VIV IIERHBHIERNTH S, GLUTT ZiHITHER| (T //NILEFA—)L. 8
KOOS—IL, FAIT))REREBWM(TILaA—IL . WIT2AV) [TEEFERETH S,



5. %
AKEEBEEHRERFTREIBEAGNEORZHOBRAGILZLEETIIENTEINS, FERDIETE
ML= &S (SR RER (IR TE T, M OBRETHETHY . INNTER . FBHER . EERELSEDE
FELERIZMZ . ChEBELR O FRESERNEIR, TS - Bk THEET S,

O EHOHEICHELSIE

1. BEH
100 AR5
2. HROEE

THESFEEHIEE)

3. RMEAREAE
RHEESL

4. REOEE
DE(EEIChE2EMEELBERENVETHD,)

5. PEEE

HY (ARIERDZIEE, )

BREESEE

SRR HEEEDEEEFMEANVTEEELULERNRET D,

2

O thE#iE#T
HLOFERKBRI) U T RRICEIS LA R KB EBEDZMBEEREBRAS
A2 DERE SUHFH =L REFIFRICRA (=3RRI



<PMEE>

(1) ZEREEBICKVIBEL FICEHZEERICHE BRICHET S TROER -BREENSGLUTI RIS
EERED.

FEIR :

LR BHAREDCHAETANA (REREEMMRERN. SA/A— FERRM. ERRH. BRA.
BARELSESETTHD, ) REMERBRKES R, ARAOHRRIET . HFETF. EHEME, DA
7

EFERFTETANAREEZSLVRESNLH L.

BRERIRE :

® HEEEE

Q@ BEHRIRE FERFE 40me/dILLT ., BE&#E /MAELL 045 LUIT . WRIBEIIEE~ET,

@ K ERBEORIRIL (RIEMEED) . BRFLFVIILO—REECIYRKERENHET D,
@ EREE FESCT.-MRITKIKNENE. HHILEELEFFENMREZRD S,

(2)EEZHDRE
DSLC2ATELFREICTHRRALLGLIEGCFEELHET b,
@7FRIMEBk 3-O-methyl-D—glucose EXY;AHiRER BT (IEE D 60% LU T)F:2H 5D,

FER MDY,
DSLC2ATBIEFREICTRRAELGIBCFEERTETT 5.
F1=1%.

@FrMEk 3-O-methyl-D—glucose ERYAAERER BT (IEE D 60% LU T) ZEH 5,

Fi-1%.

QM. QFHRLAEWITELERRREDOMAERE. OENDEEmEL. ¥ BABEDEANSTHALL
RAIZTRTOEIRIZERAREEZDRNH D,

FRO-LDEZHEEG ET D,



<EEESE>
PEFEEEZRHRET Do
EXRMEAHEREOEEREFM(AEAEXRKHEEFER)

R
I EMGEDRBRRREUTORMNTIANM DERRTSD )
a CABREELAGL 0
b RHEBEDOICALHDEMERANIEBREHRGELTLS 1
c HFERENGEYAERAFETELRL 2
d BMREFICFRER, KRHEELELTS 4
Il BEXEABRORR(LUTORMVTIANM DERIRTSD )
a BEFRZEHICHENGL 0
b BEONBEHFHRHIVEI—BHNLEBEFHRILDETHS 1
c HHIWIVERGLTERTILEDDREENDRBEREINVLETHD 2
d  $FHIIVIZRELTERTILENDKRERENGRATORU (BB BEREADHRE 4
ALETHD
e RBERBNILETHD 4
I BEXRBLGEORBMEZTICEEEEL-RE(ERZEL)OMRUTOFMELTH
M OERIRTH)
a HIZEREEZROLL 0
b BEOCEFBEHI#KELTLD (BRELTIEEEBEMNS 1.55D Di&AR) 1
c HEELULOEREEHI/BEKELTLS (BRELT1.5SD A 2.0SD DikAR) 2
d SEOEBELIFHRELTLD (B&ELT 2.0SD UL EDiERH) 3
1\ RAOFERERREEH . MRER. HHETITOVTOFEBMUUTOFMSLThh
12%2ERTS)
a EEZZREHLL 0
b BEOEETZREDHS (BRELT.IQI0RBOFMELLELAVN-BILSHTHARELR 1
BEOES)
c HEEOEEZRDS (HRELT.IQ50 KFPHISTHAFARELREEDESE) 2
d BEOEEZERHS (BRELT.IQB KRB\ PIFIFELTUDIKE) 4
\' REDORBERICETLFE(UTOHRIVT AN DERIRTS)
a [FiE. B, DG ECHEREREE A0 0



b I, B, DEGEICBRERERENHD 1
(BRELT.ZNENDEHREEICIIRERRZRDHDHID)

c RFiE. B, DRGEIChEEREREENHD 2
(BRELT. ENENDRBRERICIDIERZRDHHLD)
d g, B, DEGEICEERERENDHD. HAIVEBIEERNDLETHD 4

(BRELT. ENENDREBHZOEETLEEDHHID)

EFOHIUL-NREEDRRE (UTOHMSVThM DERRT D)

a BEILEEFENTEE 0

b AISADNEINLE 1

c HBEEEOZTHUMHLLE 2

d AaifFERILE 4
Lyl
I MWIETOEFERVBERELEICREFBERES .
(MA4FEDEBMN1DOTELHS5E EXnid
(2)2EULEDEELHY. HhOMALIBAEN 6 RLLEDIEE EXnid
B MAL-#ERHA 3-6 RDIZE PEE
(M) MR- R8A 02 ADEE BE
AR

1 PWERRITOVWTRAMNNSAUESELTEHIE
2 REREWLGEWAREAASAUICERLI-LDET S
3 HREREMNUGESIREBRBREAARTAVIZERLI-LDET D

LT HEE N OVERE FE 0 SR O3S 2 88 1 B B B I

.ﬁ%v (WD ERARIER, AT A LT WA RICRBEROHEN R WIBEIZIE, W
NORHAO L DOEHNTHE LI X2 (7272 L, YRR OKR &2 R T ERIERE CH - T, i
RARER B DIZIR D),

. TRIRBIARRIC R T D EIEE D SEIC OV TR, EUIREFREEO T TREMTOI TV HIRET,

BT 6 % A M T b HELIREE %E%ﬁ#ﬁ#é LT 5,
LB EROREN LR OBEEESEETELU EICEY LR WETH D, AR ER M
5D MBI ONWTIE, EREBR O SR E T D,



