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Novel mutations in two Japanese cases of glycogen storage disease type
Illa and a review of the literature of the molecular basis of glycogen
SmOCRE B storage disease type III .
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Novel mutations in two Japanese cases of glycogen storage disease type Hla and a review of the literature of the
molecular basis of glycogen storage disease type III
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(i Lwi)

7)) 23— RSB (Glycogen debranching enzyme, AT GDE) 1320 D fitiir % Fo B 4B (4-
a -glucantransferase, amylo-1, 6-glucosidase) Cdh2; TOBRDKIBETH2HEEB MBI, BRFFR
Y AR B L SICERL . FFIER, I, BEIC X o TRIGERRP GIEXERTRETH Y.,
SIBRER OESE URSFEREIC L D BRESBE I TwD,, RIETFIZI992EICEE S Lz, BEHOH
SRR ELERORZRBIZIOVWTIEFREL ZM% v, BERIMNOGTRIZFEMLHEL L DAY
5720, BAAOHEER DB (BF - B2 0o DBERSRBT 2 /A 200REGEFERZRAE L., BEHEI
BORRB L RIETEROREL DWW THRTE b SRS OVTRE L7,

(BEL S o FE)

B EAR UETHHET 28 9256 (RILIR43R ot ER2IE39REM). &4 ORI
LZWETH LY, 2RAGERBRTHS, HEFLIME S LTF= V37— EHME. LERICTESR
KEBOHTz, EBROHBALFIRA TPAS (periodic acid Schiff) B HATERICER L Tz, Sl
DGDEREME, ORFATFTHFA M) Y2 ERETHHE. OFR7V IV EHWFEE bICEEE
BT, BERBOSAPOBEE TR LS LA,

cDNADSGHT | #ERNAL BE X U IBERAF & DAl L7, GDER{EFOL2EFRERTMIETS 774
T— 2B LRT-PCREFT o 72 RT-PCREW: 7 HI— RS VICTEARE L, ZmF IV vAa702AF
Bt Uiz, EMiFEY 70—y 7L, BBLLSHR06.77 0 — » OEXERF 2 L,

7' ADNADGAT | &7/ LADNAZ BERUSTHEARG L Dl L2z, cDNAOSITTRE 2 BOLHE
H L aBER 2 EIET 5PCRE21T o 720 PCREYOERIKE) & EERLFI OPE % cDNADFHT & RO FH
HETITo7, ,

HIREERIC L 5434 | 7/ ADNAR FV, B4 OERBM L ELHREIMET 5PCRET o720 &4
DPCREEY) T {§ B FI IR EE ENael (FEF1) & UFBSSKI (E#12) T kL. BERKE & fe % cDNADGHT &
IO FETIT o720

(Ex)

FEFIL : cDNADBHT T, exon6 (204320 MRIBL Tz 7/ ADNADGHTA ~ b V5D T 2+
79 —EBALOAR B CNDRE (IVS52A>C) 2 Bd 2, HIEBXSMOREE, RETFERIIREEED
CIVS5-2A>CT®H D, exon6Z AF v ¥y ¥ &€ Tz,

TEHI2 | cDNAGHT & 4/ ADNADFAHT T4234% B DIEEADKE (4234del A) 2 B 7z FIRBEE S
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DR, BREFERIFETESD234deATH o 72,

BERNBORAR, REFHRICIT 2 CWWRE | BER LTIk, 256D 15‘.}1]'6 GDERIZT
DF) A= ESHERLEEER TV AN Z ST A LKL ¥ (carboxyl, BLTC)REHEIRICER %
b B, BEIRMbE (FFOM20oNBEENRIAT AE) TRERM Cexon3 il ERVEEL TS LEL
bBRTW5h, ARREICIOWTH, %770ﬂ®1Y%Akfﬁ%%&ﬁM%ﬁimﬁﬁ%%b%ﬁ
HFRNUSRNZERBBED L ZHBO%V,

(F2E)

FEFI Tk A ETEEDIVSS2ASCHERA T FA VY VY FDRERFIEEI L, exonbFAF v K7 LTw
Fro BRERIZER X D6ST I /ENEVETFEEINS, GDEREZFOEEEAIL, exons, 13, 14, 15
125 LIREERT VB, EF Tllexon6DRE S NAHEEREII—BT 5 BEMFIPHEEL Tz,
exonb2 AX v BV EEDL 7 b — AL R EREOERNCDEFRE 2 HESI TS HEFllidexons
PCGDEEMICBETH L 2 L 2 RRTHHOTOEFNTH S,

BEFTIE, REESD4234delAICE D 7L — A3 7 FAETD, exon30IC# LT F ¥ (1276X) 2554 L
Foo TN A= EEE R AL Videxondl, RICFEET S LHESNTWAA, EM2TIE, exonl, 32%
K< o FEFRIIGDEREF OCREFCGDEFHICERTHY, /) a— U HERBIFCRBICFET S
LW EHEIRL TS,

&)

FBI%E L85 Lv22 0B ETF 2 RIZGDERET Dexon6 & CH MG AGDEFE R IcEETH A L EREL
Tuife, BERIHORETFERIISHELRH, SNG4 LERGITELEL & 555, ENORETF
EROBIRY, ST RIEZFEZHATLI-DIEETHALELLNL,

BMXEEOBEROER

BEREFICEBEEEOEIAOh TS, 2095, NEANL I BICUTHEMEES, TEIEEVE(L
Vi, R EFRICENRORIBRICEW S I -7 TR T 5, CORBRETE7Va-FUR
B FE (glycogen debranching enzyme, BLTFGDE) T 5, ZOBEFIL2>OMBRM L HOBSEET
@ 0 . 4- a -glucantransferase & amylo-1, 6-glucosidase D G #F0, 'ﬁﬁaﬁmﬂbiﬁiﬁﬁwﬁﬁﬁ &
VIREHERMIC L ) Had b MdD42 KB E N T 5, TaBIEEF, HAD200BRSKIETHH0,
IbBREFD20NBEES KRBT 2PHAO2ODOBEFEIIEE 2 5 D, MBI ransferase IZIEFE 724 glu-
cosidase 2HF, BAICBVTRIET S b D, MdHid glucosidase ILIEH 72H° transferase HSHF, HHPTXIE
T2HDTHo, RIETFIII0EICHE SN2, REOARERE CEREEXRIIOWTATFRE
EWIAALE S Do, KR, FAVEME LTHbo ABFTRE L, BOEMIC X DK
ML LTELNABEOREBITS X 'S T RIZZEN LER LT LD THE, BHRIZHAADE
FRUDT%% 55 2 MaBBEWINRIZTERLFAEL, 4% TOEES Sh Y TERRIE DR &
RIETFROBBIOVWTERE LT/,

SEFRICHRE U2 2E PR & TS HET 2 R T4ORHHOBLEIETHY, wThbwn
EIREHE LTV, Wb, MiEy V7SS ¥V, EERAZRL. HEROHEBLE
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BRI, HHEROERGNE, REEBZOSTH SHEEMA N2 & ZW L T 545, HBEHETICOW TIRERN
MV, |

BE LR & )l L 2RNAZ AV TRT-PCRE TRV, BEETEREBREL TV 5, mRNAGEE
108D FF4=—ty FTH/S—-LTEY, EFAITRIDODPCREYDALER L H/hEL., EFTIIL
PCREH L SEFLEN h oz, #2T, 2PCREVEY 770 - = F LTEFAThOEERFI %2 &
EL7e EOHR, EFAITELRY VSPEELF Y INCEELTH Y EF2TIZ LR Y V30I01EE
DRENHBZENFHALI, BES/ 2AOWDT 52BEBROBERFIZRELAE A, £ 1 TiEq
YhaYSOT LTy —HUDAGHCGIZERLTE Y, EF2TCRBEFICHRALIELRORENHS
CENPEO B R ol, T, SOIODERERICLE Y FRENHIEEEENae I, BssKIIC & § Fi 1240
HEhaDT, 200 LD FNETNOERRERDRERSATH S ZANEHS R,

HEBR LB ICB 1 2CDEREFOEROBERT TICW 0ohdbH, FFETIEIHLL., 5V
6HRET BF L 2MEHOUEESRET AL BVELESFECHEMTE S, 72, BREROB
M EBBORETFRHOTERICOVWTEFES X U4 3 TOFHRL» LBRSHBEL TV, BEOLN
DREFEREMET LT TE20OOBEFEEO TN TE LVOLIZ, BEBWII B 24ERY 7
N OBREENEOEEM 2RO THO M LS L bFHETE 5,

HFBEOBEIZHBWT, BEZFIZRO LS RS2 3Nz,

1) ERpORESIHENLBVH

2) EOBAPS EDDH

3) MEBOFiZLEDLHIZL T,

4) 2EBIDEBEOI VT F U F+—EHOEFKEVDIT A
5) BIEOBREES 20 |

6) MBDREFRIIE S Thoted

7) BERBID S b, 281% RAFZEBIITH»

8) MOEFMTIHEDL ) REENROIoh

9) WMEMNDOIBDBZEOEEIEDL S IZEo2TWwaEH»

10) BER LBV RVWOREIEZ LD

IhOHOEMICH LESEEOREIZITEYTH Y., BMESL BB LTEY .. Bk (ER) 0%
BEIASbhLWERERSE—BTHML 7. -
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