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DRI R FLE AN R RS AR ) E R B R AR, RUBELL SIS R S Ak
i 2 e A A5, JLB8 ML 12 43 ) e U e B () 3 A B 548 44 (Sodium dependent glucose
transporter SGLTs) A4k HLr % B #e iz 4k (Facilitated glucose transporter, GLUT
s) (1-6) PURF MK E . 1€4 M1k, SCLT FKRF e B =ML : SCLT-1 | SGLT-2 1 SGLT-3
(7), GLUT FigErpth kB 12 WAL (GLUT-1 - GLUT-12) (8) o Al i 267 Bl #2328 A # A 4 S O 41
GUMTAVEMRS P, XK sl T e ITE R AR AU T M ZhBe. GLUT s BRELIZHZMESL, &
s LAPUAMEE (9« D-H &R, D-FIURER D- RS (D).

SGLTs 1 GLUTs [RIACHL, Wi T AAMTRS T A4 BRI R AT OB KA. AT TR B
TSI BN (U — L FURRIOR R, GL U T-1 ez Al , i B — iR T —
BBy (41 Fanconi-Bickel ZEAME) (MIRMHIHE . ASCEE SO S M RIS ThRE B Z A7 561
JURI () ST HE
—. BB — I BMBCR R (Glucose-Galactose Malabsorption, GGM, OMIM 182380)

FLYE 1962 4, :[H Y Lamplane  MHi S Lindquist Ml Meeuwisse WiiRS TA9% (10,
D)o AWRIGRARRS S0 AHREME, B4R (BEXRTARE 4 MARER) , RIANE
Py BRMEKFENRYS, T4k R I K B A A B AR Btk 0 .

1989 4, Hediger LI SGLT-1 J#REr, /MK cDNA SCFEH 70 B N SGLT-1 ] ¢D
NA(12) o iZFERALT 22 St K F(22q13. 1) (13), K&y 72kb, 1045 15 NMHMET (14) . SGLT-1
EAMGMEA H 14 NS B, WRSRUREEA A T A s, 5 6. 7 BEBIX BN
A NSRS R . 1991 4F, Turk 5 AAURSEHE] T SRR AR BB RIF SGLT-
1 LS4 (D28N) (15), iy HLidild MR EY], 5848 (D28N) 1) SCLT-1 HHW K T s i
BREIUR DR, IS, AT RIE T4 200 B, RILT 30 2RO, XS FELIR
(R URAR, T XRA, JBATAL, N BER R TAFIBI A AR AL . KR FHE AN, oL
AREFRILBIAN B L, A e TR T, b B B S Th e K

LN, FERERIEFURE RIS Na© IR BRI ARARI,  B5B4 SCLT—1 #:i2
BENN o F B AN, X5 TE I/ bR A R R B GLUT —2 iz Al AN SN AW, Bt
AN Na® WM R AR B Na® / K™ ATP BESEH, MMZERFAIA#h Nat 3%
BRIE, IF IR A R IR S SR A RE i ot PRI L5848 SGLT-1 R (IR T g i



FERESUR AR Iy, BIOE, SR ANREIE H SO I 9 R R FURE . KPR R i P Al 1
Wi AR R TR A AT, SLEIRYE . MRMEARHE M EG™ R K. AU ORE AT R IR 2 W
RAAURIE . DR 2¢/Ke AREKATRESCEIUNE, SRR 0-4 AN IEUT, TR
emlE LA, AR 20ppm A 5 (16) o« BT /NS L4 ) SGLT-1 #4328 1) e feids,
I 5 B ) T RSB D B, B RSB

FURT, 0 0 — 2l LB BOBOR R R 0RTT o T SRBE BOACRE A% € w10 240 5 0 <1 7L
B, AT LARE I N RIS R K o AR, A A S i P B IR/ o URE, )52 BRI R
HER -
— . GLUT-1 BtZ & 1F (Glut-1 Deficiency Syndrome, Glut-1 DS, OMIM #606777)

CLUT-1 $hZ LR G1E/E tH De Vivo BEARILIFET 1991 4R ORI — i RERA1E (1
) o SOk Gt VB (18-20), KZHUR THOBl. Hiy, wAattieEy, ckRM
U 100 BN o P e E -
NS TSV & iR

B AR E R RN R . ER LRI AR, RO R AT B AR R R A
AR SR NI R G BT, 3 % Ak ml, UG RREER XA AR A, 10 2 )5
BE%, T 20 TR R RRAK (21) o AR LA T 0 i 5 B L 0 6 41 10 A8 P S 4 L f¢) GLU
T- 1 ¥ Ao A GLUT-1 S 492 ANEFEMRAL R, AR ST T A B, LK
&y 35kb, i 10 MG 9 DMAEGTAK, AT 1 SREAERKRE E (1p35 - 31.3) (22) .
PLCESZ,  GLUT-1 Pl AR G850 T ek 1 M i J3¢ b ()0 26 Wi 8 Ak 5o ool 5 439 K Th e,
RSN AT WO i BR B, AR AN K B ARy, R DLRERT .
2+ IR AL

W RAEH LT 1—4 A HBRY L. W %= BRAE IR R 51850, 1 532 H
RO R A, TR A B am R JUREAS . AN IR Bk J) 55 . A7 255 N1 H #5 K
16, HLEEmAEOR BUA . BOAAH—RAE, BB AN TCIEARIR & AE . Besh, Wi NiEH—
SEILeORAEMEREIR, WML DR AR L GO YRR SUERE . (RAE. ZAhERRATE . G
P BEARRE SR S R M SRS . ISR AR 1, W32 [ 5 MeR B s,  WiUREE 5745 .
Fir s B LHOTE & B AR IL R I B2, R SO WL, R A i) R Bl S AN . T340,



AR RS S R, AR RS S A KB ity B A AN Sk . LA AR MR B . KR
2RI, AR E RN B AT, O RWi% 50%.
2. I E VIR

i RO 2 B o B AT A RS AE o 3L 2SI CSF/Blood 2 B2 LA e 82 B4
0.33 (IEHAJE 0.65) (23) o BHEOWHEMIE, o0 NN AT B A0 2 X (B AR AL 40mg / d1
A FLRRAE IE A P BREE T 1

A HL B (Video—EEG) YWon, Z2JLMH, EEG A Wi ol i 34 i Joy bk o iple A liles LI
W9, EEG RN IZ MR MBI .

CT Al MRI Z55AR A Aty IEH . PET 3 b/ I S 0O AT 4 W 3 i eI, 5 S0 3
FEARHT AR SR, FLHR R BRI A B AR G 1 m (24)

JH 21 40 A 2 B P R B 0 AT 075 AT IS Ao 2399 (10 21 40 438 B 26 B 11
REJJFAIRZ 50% (25)

POCIEALAATIRE: (FISH) FTLLZ a7 RATELUESE T 3 MRS T
(Hemizygosity) (26,27). WAYH AN FISH K& yBIvE, WIFEaE DNA 24k GLUT -1 %
RIZA . HEFRATC %€ th 38 FhIERIRAR, Adh 16 MR NTAL, 5 M URAL., 5 Flih ANRAL
9 AN Bk R SRATN 3 A BIHRAT 1 RAL (26-28)

NN 178 =Fid

ZEWiTR & (Ketogenic Diet) Y7 @M 1991 AEFFIAR AN (17) o I RATE S5 A 119 26
BT RSB . WKL IR IR B AR RIS NI, T DU AR 40, 76 4 i 40 M A i kot o 1
0 LIS RN, AW R G X IR R A S AR A U, ALY s N AN R (2
AT BB, AN EN D BER AL 25 18 N g ) 45

MAKZ L RE I Z . RO ZAEAR TR 7S], RTEAEIRINE . Klepper %
NHFII N B LL A0 SRR SRS, B L 22 2 24wy sk — 20 Jon o 2 B 1) e 3 D e P (29) .« Ho
S NARCHI R RE BIEES (Me thy Ixanthines) 5600 GLUT-1 % #17%5 W5 (114412 (30) o R bis N 2436 4
AL L2225 w5 ek (R .

4. WFFCHTHE



BATRI LA 7 EABARCHIEN GLUT-1 B2 ZE AL/ RSB . ) I g,
MNATRT DARE— PSR S5 AR A B A B, BRIER AR ) LSk Bl AR A D ade M /s S i 12 1) 73— A0 45 ) 50
Aka: A BN EE NI IT 7Tk RAMREEIR (Thioctic acid) X GLUT-1 #%i8 RGN K
B, GBI ATBE N GLUT-1 & il e dE A & 442 (31, 32) « Bl Kulicova-Schupack 45 AH] GLU
T-1 2 SRS LR NI B R AT A R ARG, R IUBR B IR B Bt i GLUT-1 P bk, (2t
HEBEAZ (31) o WA GLUT-1 8 Z ZR AL/ BRI th BELE I G FERR AT AR AT, (eI
R EAEAE GLUT-1 sRZ LA 1E. AN, FATHRA T A WS PR 56 e a5 - GLUT-1

B B 2 s AR AR BT ik

i

Fanconi-Bickel £&&4E (Fanconi-Bickel Syndrome, FBS, OMIM #227810)

Fanconi-Bickel Zre3 it —Ffi/b W H Qe AR B PR BA% IR IR SR &1k &t Fanconi
A Bickel f£ 1949 £F ¥ JGiRIER (33) o AxtbFt LU 88 DK ARILT 109 Bl A (34) o H HifE[H
WG AT AN ARl PR AR AL 2 4 A T S R SR R R K, A2 bl A 1 FURH T 32 8 0 eI, 4
BRI, 8 0n s o, msPsUBORE, BN P, R W B R i R . B 1997 4,
MNIAVARBNAIG (K98 BERE AR O GLUT-2 AOFEINIRAR,  IE IR RASTH T CLUT-2 HeizfAn i %
Bl S FUBE ) e iz D R BT (35) .

CRILA 109 Bl Ak B T 54 Mg 26 K 2 Bobfiie,  Jerb T1%0 A SCBEN ISR 2505 . I
NETARE 3-10 AR, 2RI KM, Wik, KEEEEMR. RN, JHER/ANE R B
BRI, BEJUMRER K. SHFMG,  THEEBRTEA . BEERIIEK, WAZHRI N
PRl BRESEEM S W AR MENTUOR T RIS, WA AR . G AR R PR T, AR A

o AT SR FURAA I B FF BEAE AL . HOF RO A H 3T KB K . HAT =DM AN CR T ZMEE,
TNEF (36) .

WNEAZR. IRTPEIER . BEARRT s, RO T I R NE TR R AR P
WML Eh B T, P AR R R T BE . AR MR 3 BRI S D0, o A8 B PR IR
ARG bR MR, WA SR FIE R AR 0.56-1. 0 200, BB S I, BiEk

W NERTAL TR LA TR o MBS A A DU 8 i W /NP B I UAR 2%, DAE RSO W o TR
RS TR I B & T v o U S A 2 87 K 0 N W TR R/ AR F B9 K (36) o
Santer %5 AFIH] PCR 4% GLUT - 2 JERIf¥ 10 M2 F R ICUT N & 70K, 285 HE



JPoR GHRFEN RS (34) o HETHATE 581K 63 H1 AR GLUT-2 KA 7341, AEHCr 53 ik A 5[4
RRE] 34 ORI IR SEAE . X SeS ARG 9 PR A, 7 B XSRAE, 10 Pl AR AL AL
GEASR 7 BB Y] A . 4R ZHOR N A A TR, 10 B ATH ZEIAERA. SN,
R310X I R365X S84 HR AEAE 4 ARSI, BEHIX PIAM U AL

CLUT-2 PRARWERTIRE, FHURIERIATR S IR R, i %63 T £ 3 26 e ik
b, HESHEEREER MM RS2 B, BB R 3R, S I e U B el SR
MAE o 2 AN, PR A JET 40t 6 A 0 BT 8 0 1) SN 52 B, i P PRI BR 25 A, S I B BRI
JFF JUE DO R B SR AR M e /N b B A R R E SR ) GLUT —2 AN B A At o W A T 44 0, 5%
AT RO R /NG B e A B IR, 2PN Fanconi ¥ (35) .

Fanconi-Bickel Zi&1iEH R CRERIATT o AREVRIT EIGANEARMIR, 4Rk P, #h7nde
PEED ORI BREICEIURE, CRAIZEAUBIR IR E, R4, RIELWRERILN (36) o i NIEH
LIS ] 22 18 6 FEOMI A0 I A 2 AT (1 R RIER (37) o i F/Nks I B Sl s6i2 . GLUT-5 {3iE
H(36), PRI, PREr el LU SRS, (B e ok & o
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