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BEER : [ 7Va—R TV RAR—Z—1 R |

BEL [ INVa—R S RAR—F—1 RBEBLETRE ]
B

TJna—RA KNI AR—H — 1 RBEMEBFEEE (glucose transporter type 1
deficiency syndrome : GLUT-1 DS) (%, MO =R VX —RFEE TH S 7 /L a— AN
FXAFRERICI D IAE RN T LT L0 A T 2 REHPERKIE T, 1991 421 De Vivo HIZ XD
IO THAE STz, MBEIXIERE Cd 2 NEREEMRIE & 72 2 2 & 10 sz o
MR AE A 4= U, BRx 22 PRI RS RE R 2 A i 2 97, T CHEHAME TANARE
BE ., JEMERREE, EECHEOIN & 72 5, GLUT-1DS 1347 b &I X B IRmMN A7k
BTHY ., RHPBER - IGRIC LY TPREUET D RN & 5, REBIT SLC2A1 BinT
(1p34. 2) IZBT D ~T a5 1MED de novo BHEEZ B N7 B ARAENIIEICEHET 5,
IMFFEBI LN, FIEFIOHRE bR SN D, FREAKEEBENZHTH D,

KRIRANL SLC2A1 BAnFDF X7 a— RElkT 7 Y o L ZOMED AT 7 A AE
frealla ., IR —27 2o —Tfr L, BB S N7 VASEE 2% F Ol
NY T MZOWTHET S, EHY — FRRHR S — 7 o —DF — X OffisE N M5
B EIE, P B L DXy BT )= U —TC O AT 5, B RBIEEX
K FAFEO 2 BRI 7 AEEZAGIZE LTI T oM 23 84
U — R OWMA S — 5 o —TIaWEE e 7o, Wkt ge & Lgv, (KHifaE 1 712
ONTEANY Ty ha—F7—THRIHTEZLDIZE L TIHRET 208, N7 ha—
T —CHRHTERD o7 b OB LTI Ly, £ BitfEicnz, FriomEk
HFENTICBINT 5,

BinTt4 position (hg38) HGVS. ¢

SLC2A1 chr1:42929791 c. 680-11G>A (NM_006516. 4)

SLC2A1 chr1:42958758 c. —107G>A (NM_006516. 4)
(1) REHE

MEAHEUL LIS 7 5 DNA D 24T DA RBIFOTAESE=—F
=y Y e 2DA v br R EANA T A= 3 D OISR
¥ EE (polymerase chain reaction ¥, PCRIELWE) ICX DRI L. it —7
Y —HDH0EF v BT Y —— I K ABE TR EZITV., A xS
AR D72 A < B 22— FERIC T 2 IR BUEE O LRSI E(b O F A R
Do
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(8)

(9)

FVEE R OV B A%
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDEFELH Y F A,

/ AENPEAE s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0# T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

BRIE DRI
PRIMAR T, T IE £ T TG R 95,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIMS ), FEEHOBRICEEST D Lz2FAlE T 5,

(11) MEKEERORIED T~V OTLHEH

BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D

c WETOMAER REA, Bt — &S, BRI
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- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 TR AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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