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HETOTS L ERAMRREOLITRE

YEERDSERIZSHT © $5(C new phenotype DESIT & ERREFE

i C & I

BEH L) a—7 U fRICEE T 2BEED
FRARBICK D, I a—F U NERET
BZIEBEIBL T VS, BEEREMNEDREERICFRMIC
HRELTWBMC KD, ZFHUCHES BRIKIERZ 7
ES %, FEGEAREE UTHEKR Koz
2 AR, BKT. EERF OB E & R
KrEBETEHHE, BXUZOWN%ET 5
WO TE S, BERCTRAICHRE SN zmidi
FICHFR T, NIRRT Y a—F OEFED
BEICRO LN, WER R (JVa—-r)
DEBLIRR &V BERENEENICIEY

2L FE X
BRERAFNER

TWEES, LHL., TT 20 FEMIcHTzxBERX
BEIHEROTHE I NBIHEN, FVa—FrD
ERMRNELONL, BMS 2 VIEIEFIGED
BETHO, "BEKR LVIBHEIRTLER
REERBLTHWED, DEDEETERVEVS
HMERINE XS ko Tz, /o T, IEHEICIE
7)) a—5 REEFEE (Disorders of glycogen
metabolism) EMEROMNEYITHAS EEZ DN
I

fikEd EICHIE. BRTIThhaH., BT
BEINED Tz b D T3 )V F— (ATP) MV EBN
THBDIHNT, FETOMBEOBENEFICS
WaA—AZMERT B ED T, TORBBHICHB

®1. JUI-TURBREE

glycogen gene

T A symbol Chromosome FEIR RIBEESR

0a — — GYs2 12p12.2 I glycogen synthase(Liver)

0b — — GYS1 19q13.3 i glycogen synthase(muscle)
la VonGierke +++  G6PC  17q21.31 s glucose-6-P-ase
Ib +++ SLC37A4 119233 s glucose -6-P-ase transporter
I Pompe +H GAA 17q25.3 FF.#. D acid maltase

[Mla Cori/Forbes +++  AGL 1p21 FE.. 0 Debrancher enzyme

1Ib AGL s

IV Andersen ++ GBE1 3pl12.3
11q13.1

V  McArdle + PYGM

VI Hers ++ PYGL 14q21.2

VI Tarui + PFKM  12q13.11
VII/IX — + PHKA2  Xp22.13

PGK DiMauro  +~%*  PGKI Xg21.1

X  DiMauro  +~* PGAMZ  7pl3

Xl Kanno +~t

X1 — +~+  ALDOA  16q22.2
Xm — +~%  ENO3 17p13.2

fF+££§#s Brancher enzyme
il Phosphorylase(muscle)
it Phosphorylase(liver)
. FRimER  Phosphofruktokinase
fF.B6  Phosphorylase kinase
#AE  Phosphoglyverate kinase
il Phosphoglycerate mutase

LDHA 11p15.1-p143 i LDH-A

. RMmEK  aldolase-A
fif B -enolase
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HE R AR B B AP FLER O KIS X D fiBk,
DNA ZHWTREZED 5, BEDDODNERVESE
EEAERZIT OB EL BN A T <,

V. BEREEThIEREROMGREE
BRI

FEEUR ISR 14 BEOFBRENH O (F 1), £
RICLERUD D 5, Bl 2 BEDOEHTXER
BNRE SNz, Va—F UVERRICED SR
KART, 7YV a—7 v EREERREE (55D @ 5
JF5% Ob BY, KU TV a—75 kil /RIEE (B
FEMERRERTED) C HEESR IVEITH D (M4), Kk
EUTEEGAZ, TO2FRBEIPOTIEFED
FRTHHHE, EHICESETRBIT TN TV
DRZWDIEFIN D 5 ATREMED B 2 F. TR
BRI — I THBIREETH B, MBELETT
WM RHEER Tl dH 50, HilemlEmRBENT
H5,

. JVa-5SVaRBRRBE (HR).
glycogen synthase deficiency, Glycogen storage
disease type Ob :

BADHE L 2007 4 Kollberg 5 91 k55D
T, EmEZBE3ANORBEOMETH B, Hif

branching Enzyme
1,6 bond

glycogen synthase
1,4 bond

FRI0REDBRT., EROLMEIETHLELT
W3, BIRRIC K200, BRHOMEEEN TS
Ja—FURMEBLTED, 7V a—r U EaE
RRBIENEEDN, BREEIIEE T A TR
MEETFEREL UT GYSI D R462 — ter HVHIBAL
Teo FHIHHEOBITBEOTER, OIA, HEh
DK T AR ENR LIS, HIIEERTH B H.
COZNDRERTIE T a—7 >V ORBHHE
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DL X 2009 ££D Cameron DG T o, HE)
ROBFEEORMERE L, BROMMEIETIELEL
78 MDBRTH S, VWTFNLEEINCZLRIESR
LT3,

AFROFERNE 11 AR T, 2 R EImEE T
Whi, 4 REICEEHEBRICIOhARRECL
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DIRTKIICAD, BEIICIE R TRERDLE
TR Lz, BRETIEHIBHES KB TIIALED
EREMRSNT, LB, UCC. DB F. M
MRIL. MEORBEERONab o1z, BERTIE
VAT UMMBLTED, ShaYRUTO
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phosphorylase

debranching
enzyme
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DHTH b ERGE, FRIETTIChh> T
Vo DI POy FY T AER R TRV F -4t
BETHL, 7)) a—7 Y oOMBHEENC X 5.0
IEEDRREIC EORE DK ER KIFL TV B0
D EIEEE, LA U Kollberg 5 DYERI Tl BT

(A)

DERT3~43FETMEDET, DK OHE
mAR BN, BRI U TR DEBEEDFIHAD
WS TFOERRE L TWVDB, BZ 5 DARKE
DOHIHAD 7 )V 22— Z MG FIHHIC B B0 BBED
HFICLEETR AV EEDNS, TOREIR

Glycogen synthase
(mol/min/mg)

UDPG-pyrophosphorylase
(nmol/min/mg)

Glycogen contents
(% of wet weight)

Case 0.9

305 0.03

control 42.0£11.2

31.243.5 0.9440.55

B 5. (A) EREOPASRE (K). NADH-TRRE (H),
EORRIEEED PAS REFAERY (Bl - MEEFEMELY 2 —BEF—=KEICLD)
(B) BREMKRUIVI-TUEE

(A)
muscle liver brain
patient 0.1 0.5 0
(B) Control 1 80.2  125.1 3.1
Control 2 65.6  150.3 1.2
Control 3 559  107.2

n mole Pi mg/min/mg

6. (A) BURERD PAS #f2 (BBRIVNEERL Y Z—hLEEICLD)

(B) SIREEFIEM
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2. JIA-TFURBBEREE (BIELHE
B5%!). glycogen branching enzyme deficiency,
glycogen storage disease type IV :
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BEIEUR IS U TIRRED LR L IR DR B 5
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BEER BN 37 SV liE R ETh b, &
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H%o FEEHRIIE (Pompe %) 120 L TILERIT
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UlcBEh B E gD, REDEEELT, BREMEGHETEFEAEERBENECD S5
CESTECHE, BRESERIGRT, FIgEE, DR ERUCEBETD. FIHRERHR
£(C13 episodic ICHBBERE S THRENDD. EFICK S THEERDHIRT 2EETIE,

R EERT 2B E R AUENGD. AETE, ETHEREEHRERONRZRE LT Duch-
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