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YIS —LTOIMR

TQ_—_;I Acid a-glucosidase(1l) |
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e

UDPG

R
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\ 7”/:_2_1_1,"/ % I Debranching enzyme (EI) ]
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R E—RERROR/ERE

i vT b A

T T& £ <
2 L *x 21 ﬁj F ANHRERSSEA Y —/REEE
e T SRR e R R A

=1 FUSIC

ERRICAT IBEMNEFT A MIDW B -3k % GO T2 3% 2 Lrsm, &
T, BHICHERRR, FRRFRARICRALT L ESMiEAREINO2H 551, WIAA
BB . BELEFRE, EEFOREOESC FMor s 67T A bOERITENRDOOH S,
&0, INRICBLTRBDH D BEIRE(TER LA L&dts, fiensWiians A ML, 4%
BENLLL L3 EEIC5D. ULHhULEZLR BRSO ) 2 THIROMIELBUES TS
HRBERDALSATIE, SORNDAH HRO & L BELEBRBEEDDEOTH AL,
FANE, LWFECEELEEHDS. €O ki OEBL R L 20, KRBT, &<
il - AL EBIC, BHICEDRBEADR CEELRS (R, BFRY) ST AT AL B
BRICDWLWTEHEZECT . L RO, SEINOFRBAE, SWriZv

7:H70—Fx—FIOWTHNT 5.

BER (F1)

WEsiIE, 7 a—4 o0l AREHR
DREKHRIEIZEY, M@ iy a-7>
HERT HHEBE S L TwA, FOHhCILmEE,
HEIE K % 753 400 & RERURE IS, ihas, W UMK
F, BBUGRLIEIE (34 70K JRREE) L &R

HEAR 2 R4 BERI 2 RSN & KR KB
BEE BE L Cli&xdbbadbo40%, HFihRmL
FibE R R IR WE Ln, Zo@nid, BYICRERBOMES
Fernandes O R F R PERMEICHAEL T D, L L, WSRO
{E 1 9% FTRTHHRNL - 7 =4 HERL T D
IF70ERE DU TIE% <, MBTFNIZIEE 7 CER DY
Tbdh.
0386-9806/05/¥100/51/ICLS

AN HE - 2005 4 - 55 (770|835

Presented by Medical*Online



836

1 BEROIM

EBM7VI-¥r | MEBNICES | RETHR
" e R i AMshaEE  TRoBEG &~ W ¥
WM OR  Glycogen synthetase oy 6 . ' H Y 7
R I8 Glucose-6-phosphatase i HE-iuk la®1a90% K%
WEH TR Acid malase £ " RER == ity Y
A M%  Debranching enzyme D3Iy bFRARNT L WL R FrmEk, oA gk = FERS, a5 %
A A
BEEHNA  Branching enzyme T IUNYF L AmiEk, HFR& BER, R
VA Muscle phosphorylase 1o ifh 506 iih R
WEMVIZ  Liver phosphorylase i Ak, 11k ? - i %
WEAIE  phosphofruktokinase I i, A £k — i K
(PFK)
WEHER  Phosphorylase Kinase I Aafilak, wh. AR — CERL I L R 1 L]
(PBK)
WEH KA Phosphoglycerate Kinase ik ALEK, FIILER, 5 iy Bl
(PGK)
WA X B Phosphoglycerate mutase 1175 ity it %
(PGLM)
WEHXIAE  Lacuc dehydrogenase i iy, il iy A
(LDH) k)Y —
WEMXIE!  Aldolkase-A i Aediitsk, Y ith %4
WE#H IR -cnolase ko it ity %4
PGM Z4#E  phosphoglucomutase 1w i it
YRR BT L MRS XTI O 72 O 4L Hm..f%uu:zw kA B X 40700,
A TH L DITI~T, N TOR T S————
WOHME, BLIZZ/LI—ZAAMEBT LD a5
S
T, ZOLATREIIZ BT L HE L i C o F
EUGHMPEISE D B L. A BEEEN T R 20 . RiBEBEF IR (forearm exercise test)
APEBERE R OFEEE L 12 i’r'-. o7z )= LINT ﬁ?, RIBEISIN O BT 2 S L (7 A b C
DT A= RRETH Y, Lo R &4, LA % T L 7oL ARTEC LY, BRI L
CRaB 4117 ek [ Arl VNS N 1 S AT R R i i O NI~ 3 2 DF RO e EC Lk
HEETIZHNOH LBERHIL 1S HEITH D EALE AT by B 7k E T
(FT1). DALHILA 2002 H212 17 - 72§ BRI L (B, 2O T A b TLEBERCRTEE KTl
m’alil.ﬁ"r BXUbhbhOfER% LT % WO ROMP LA, CLE SR, T EST
MR ORI L T, M, VRO 3 Mg FRPBEL, ERTUEIN, ToEZTO RS
THT10% % HHT VD2, if-ﬂr-*tﬁﬁ*l""#lii"” AotDH, AWk X, bi#4Cla
1, VERIAS, NES BRI T MR AT s, WPERERE R O YR A5, (R aTla 7)) A CHO R
AR D IF IO iy 7 | SRR VT £ Tl Llf/\ﬂ ’,'f,f)‘/j\ AL, B, T Fuy -+
SNTVLY, ZNLUIHIRRRELDYSH 5. RRUETIZ YL Y O W 2 YDl o 1L
HAKTIE, BENT O TEORIVE & il L2 b s, NS LY LA 2 Ts
Lot uwlbitsd, KT MrAsCixh, MBNZY V77—~ LDOBBTH Y
DiMauro |ZH#E U 7@ i T2 L &9 OB TIENE LB TE 40
(78) /DALEESHE - H68 & - 5
Presented by Medical*Online




Azl Zi&, IO EE BT iR ) £ i
AB% (semiischemic forearm exercise test) (3 2)
MiEbN LD, WA ERERICEEDSH DR
35 TIE P ARER AR ATBE I & - T, W
ML LEFERLEEL L TEME S - 7. I
ik, PO S Tlds CIERIMm M&IETH b
AMERMBRORF 2L OBATIE, LMD 15
N5E ARG, S A, IS 2 i )
£147 X BR (non-ischemic forearm exercise test)
LI ST, bivbiug, 208t
LR ColiEL L ICEL THWTWA,
30 FL I o0 55 KPR IGHR |2 6C A o BRLIAL T 588 £71 foF
R, BEIHT ARSI R w
(B2, 3). 772 LERME FTBARES I
H 2 EHLET, HBIIZEHOEAEL Cfr

yya—uyr

_— 2 | et
| Proxima G-1-P .
‘ glycolysis 1 b St A
|
; —T— G-6-P{O 7 NI—-2R
; Distal i ‘
| glycolysis G-3-P
| ——t s ; l

ELE B b LA

i
TCAH 1 7L
| FREEARE

DTV DLI DML TELILPLETH L.
i R DM HER DML F O L [FEET L &
2 T2 (F4e). RIZFOFliZ>V Tk
D, A RIEHTREE) AR L I AR T oM
B CONME RS 2T 5 2 LT, BAE
SR E D BH - TR WHEMEY S 5 0.

2. Fernandes DRRF X k

HERIBE I S OB & 179 72HDfaff7 A b
THhh., yVva—A, HI7 b—=RABXU7 N
T Z Y S 14 1969 F: Fernandes © (2
EHHTENEMET 3 (104F)
HEFOEPBRICHT—T N EHRT D
FEORN (3B, ELEBM, FLEZT)
BHHEEALTHSPLONELTHWLBHD

70% D H TIMEMERENEET S
s FREDUEIRTH#L 2, 3. 4, 6, (10) 5 #RICHERM

T3 I

M !

3 4

R

R

2 FEBRM FEiMLER B F iR
non-ischemic forearm exercise test (Hogrel 5 DA & &, E)

%2 BN THREREROFE (&34 5 2 8900EM TaiRKEDHRKR

30 G370k FAERRBARK S8 70 R ERT S
(1) bR GER M) X0 RERaT ORIl % 179
(2) HEEM GAELE) OTFNI#Evv Y oy FEES, I 200mmHg ZEET S
(3) bBiizvr s oy FE&ES, IR P (R KM+ i/ ie2) ZEET S
(4 BhHa (Froxaask) HRLES VB o200 2 R iT L
(51 10F T LIz oOHEY s, A IERIIrbN TV 50T 5
(6) EHE X R EBO~ Y L 2y POIEA 200mmHg (2HIFTEO T 257 MlEE
(70 R, SEIKSH CTIRM LGS 12 ERDOEX 028 &7
(8) WARSHERE L2 708 0 ~ 20 mIZdRMm L, a7 WEHES 6 o ¥ THRIMT 2
Q) FRIMAEE FFIUETHONZ 020 H U240 L TRERIR T4
(0) 7LAE, YLK R TOEZTEMET S

ANWERRBHE -
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Lo THESH, 194 EIZEEEHNS M S/
(E5)7. WG 1 RICIXZRERE (2 FLMEA & fiti &
RN a—ZAEMIICE D FLEEAE 9 2 25,
feo$EEH (M, vV, WX CTIxiLEEs Lo+
L. BEHE I RITRERU Lo B RERIZIrD
ZwiEastw, TROBEIZHTZ b— A,
INhT %06+ 4E, MPpFLREMfIE XS
EALT Y F=2 A%l L EBhH 505 T
5. EREEEOGIRBEMES 2 VWA, 7L
D—-RFEF T2 b— RRT R b THED
LA S LN E I DERH TS, 7L —- A
W, 77— AAFHTIEIENT 200
BEIRORE VA B, YL AT AREL .
TN H T BT ES T 2381,
VIR T, LHEEALWEE, k2 BN
XN A T ARET, MO LA H LY,
i, BEERDMEEZSNS, M Ly L

(%)
B4 ax’ """"" ittt L e
il T a POk
L i P s g eoCl o
I 500 o ~~. -e-C2 i
5 ,, \‘~ :-0‘C3
—;400- h = ~< - C4":
i I *--@----- L ST ]
N . et
;}300 ’x “cmeieomoitd
3 ’ | ] H
—;—200 'z' . .

0

4 non-ischemic forcarm exercise test

LOHERNETH A,

Fernanndes D7 A ML, Ll LD & L@
BOSSNBH, LF Lo ZORREB) Ttk
Vo bRDRABEHR T B L 7R &
Fernandes D £ 7 A kb D& & O e it
f1»7:£ 2%, Fernandes D Fifif7 A b CTHEE I
M AN AREEBITIE, BEEZWEIICE D 33
B (69%) ATREIE A & BT & 7o NARILRE

oo Ay A~
i et FLAE

v - ‘t ' '
/i B . e .

e W, €1

L=\ e e

N L N N
A8 5045 [ AY BEHAG T AY AN
BRI VIR
150455 VI Y G: BRRE
. ) N:E ®
' 1
KRGS N KT T A} K57 b= A7 A b
e 70 21— A RN, 3
v N N
/T \ / \ \

f ) \ ,z"/\ // N AT
14 VI RS ARG I AY B I RY EH &
R VI RY IS VI Y

| I VIR
B 7 L A T T A -
fish 70 71— A
A S v ‘
// \\ _ g
I I Ry 5455 \T WY

E 2 Fernandes DBE T A b (X4 £4)31H, —HHE)

®3 AIBPAMEIIRIC &5 MRS EDER!

E 4 (AT ] TYEZT
EE 3~ 4% 3~ 4148 3I~5ty
155 R B 5 9 FRAL gz 2M50F ERA LI 28F 1F 5 BE ~ ) L

(7220 Fdxk Q)

FAKY)F—H¥F+—+ EWREEE2 -3 FEERIGE2~ 34 R RS
vy —¥ IEH B (E# B EH B
T Foy+—+ Ega L EFERICE2IERE L B ERKIE
BT SAE R T % B 3 RIE R RS
T har MY 7T REAR 1E# BUE WEF R 1F R B
IFTFILNETT - EERG 1E# B LR L
838| (80) /NREHSHE - FoRE - 555
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1R, BRSNS 11 B, REREAVIRY S B,
BEEHIR 13PITH Y, BESHCTREZZD
Ledro 72 HERIZ 1S TdH - 72. Fernandes D1
AT IRABEbN 4L, TXTgl-
cose-6-phosphatase DKIHAED S, [ RIXH
i aBROFR L BERMEOR RN B LT,
MAAEEDN /- ISPITIXIMAIAT7 B, VIFIAS3
B, WA I BIThHo7. IRIEZRES7236)T
A FIHSIRITH -7, IRIZ BE- 72 19 B VI
Rz 76, MAIBITH-7:. 48FIDH 5,
Fernandes D44 #7406 Seb AL 729 R) L BEEIIE D

Exercise ' | * Fixed
;E@ﬂﬂb-‘: _weaknss |
[ (non)-ischemic forearm exercise test |

A j D

lactate| == [lactate! | | [lactate == [iactate] |

X'RBC [ WBC]| [T lymphoc
] I
| — ¥ |
Y] MudeBx [EXE] [EN
| |

[(VALX.X 10 | [W.CPTIVLCAD)

o FARERROERZE BERERNSRI) ver. |
HAREERMAZRER (BXKHM) : RRTREEMES
S —\R@EH, i1

RBC : M, WBC : BME, CPT : carnitine palmitoyl trans-
ferase, VLCAD : very long chain acyl CoA dehyderogenase

A -FH L -0, AfFRERO{rbi7: 48 B
F1781354%ERNRERTH 72, ELCIL, 7
WA T AT HRIEEALT L O ARXMIZY
TRELLZVDOTHEENLETHS. Lich o
T, Fernandes DM 7 A M id I BILSHILA L
LEWVEBREL L 20DTIILEVWE)TH A,
bHitbiit, Fernandes DEMT A b #BE(Z
AFRIBEROMEZK L FA L 220 70—
Fr— bEELLZ:. Fernandes D7 A M
TR LO0, L3 LLHME THHNT
LDOIBRENSHLOT, MK X 2BERSHT,
IR [ RITIFRAROBELHFR L 225
GEEED TV DAY L,

BERBROZH IJO—Fv+— b~
(Ee, 7)

e, 7R L R RIOMIE RS 70—
Fr—bE#NLL. B CREEDTHT D
DiZhbET, EROAFT AL L) T {HA
GHLILETRENDOAMEERTELLER
Hilh,

 FEMERMECORE
[ 7283005 o o 7L | [ Zemums i b FLARIE |
4 ERT2IGSTO M4

[70a—2aasi7 A+

e ~
2fHy ERLL N\
| Mt FLAE A L deh L Lk
yNa—- AT A
I 1 AN ]|ﬁ97r—zaﬁ+xﬂ
i FLEE <~ ~
b FUME S L M LA bR
N

[ ekt 2-EEEOME : WEMD, VI, W |

H7 HRERROEZE

NEEESR - 20054 - 5% (81) (839
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o ik disease. Ann Neurol 52 (27 1 153-159. 2002

D kLA, KilBy - o misas T{CaEamsan | 6/ Fernandes J. Smit GPA : Theglycogen storage dis-
B R 46 479-486. 2002 cases. Inborn metabolic discases : diagnosis and treat-
2) BEMAE [ BILFE s (RERCE - fl s s ment ‘ed. Fernandes). Saudubray JM and Berghe G,
i el A B L R G E e 4 SprgerVerlag Berlin Heidelberg. New York. 85-102,
¥ — 2B D ik RURE ST 5 T A ) o B e kit 2000
B4 AR 43:243-248. 2003 7! Fernandes J. Huijiing F. Van der Kamer JH:A
3) DiMauro S. Lamperti C:Muscle glycogenoses. screening method for liver glycogen storage discase.
Muscle Nerve 24:984-999. 2001 Arch Dis Child 44:31 ]-3]7. 1969

4) Hogrel JY. Laforet P. Ben Yaou R et al.: A non-
ischemic forearm exercise test for the screening of FEEak
patients with exercise intolerance. Neurology 56 /12 TA34-0023  FRRLLIEIL A7 E 77540
© 1733-1738. 2001 HEUNTIMSTA S o8 et R g VTR L T
1% )

5)

Kazemi-Esfarjani P. Skomorowska E. Jensen TD et

al. : A nonischemic forearm exercise test for McArdle

% 130 BAHLBREFE AR
Digestive Disease Week-Japan 2005 (DDW-Japan 2005)

& B 200500 SR sk
B ORF R b Tad o, gl RSy, iy TR 2k
70734 DDW-Japan 2005 5 — 2o ~— 2 thup: //www.ddw.jp/ddw2005/) % ZHHL [ 20,
DDW-Japan 2005 {24500k, “Falfiens £ 9 h— L 24l 0T DDW-
Japan 2005 BN P50 70 T L4 5 NI ibER, W o A, B
MoK B LA 1 B Bt 2L £,
B EE © 20000011
SIS (2 D 10000, EE O JCFRCREER O R D B
GEALRER
BT L O RIIBENTEET.
FARCIEME  duA - AN I L TR el 7 gl IR o T
Nl

fvvabhe% DDW-Japan JHfsh) £ THEFLL £,
F104-0061 /Ut os B8 JTH 9 Fr 13 B4 T 2 P L 9RY
DDW-Japan i %) TEL:03-3573-1254 FAX:03-3573-2198

840 | (82) ’J lLlafl’ﬂ ﬁ"'}l“‘aﬁﬂ"‘._":' 5".;‘
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AT H K BEH R H - MelBMERS FEF 2 6 [PBIEE ma oo |pp24
et the expert, SERMARH
IiE Bl s B F 5% R EIE
KAHEREE
EE—= |[SEAE BHAK MIRIERD |Annual Review [FAES (B 2010 [pp243-2
BB TR R fres - 50
5 AR I A 8T
— DIRFREMAR
Mk
RREKA WA hV& RRKEA kB N HRRAF
#;‘;l;;@é?. IR T v« SNU—EERE /NENF 42518 F  [551-553 2010
BEALFEL, BiILZH~07 Ta—F /IR 42(7) 1115-1117 [2010.
7R BRERIER  MAIET.
T BN
EEHAFETL {REHE S 4 8F— NEEERE  163(9) 1907-1912 [2010
tBHEAFET P{ﬁompe#ﬁ@ﬁ%ﬁa‘ﬁﬁ NRF 51(6) 811-815 2010
& H A1 PompeR(BEFRIIEN)IC |14 & 3% 42 (2) 114-116  [2010
BT SRERMIRIE L
ZOBRIBEEST AR
HEAFFEDEHS © Pompe
A AR IZ 3T Dautop
hagy
EE—= B CERZEMME I AN [EMEE |50 (1) 1-6 2010
F—DIRRERR L 1A
RS
Fukuda T, Sugie [Quantitative metabolome|acta Myol, [XII ICNMD|183 2010
H, Sugie Y profiling of biopsied Proceeding
muscle in the patients
with glycogen storage
diseases using capillary
electrophoresis mass
spectroscopy
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FECHREE 1 (FRRER)
Meet the Expert

1 mEEEEE D

BERIIY) =5 L O5E, BRI, Db
ABEBORGEHREICIVRIZERTD
3. ZVa—=4 KRBT ) 3 -7 b glcose-
1-phosphate = E 5 A 7 v 7 % glycogenolysis
(proximal glycogen degradation), glucose-6-
phosphate(G-6-P) LL K& % glycolysis(distal glycogen
degradation) & HF TV 5. —HICHIEICBI) 2B
ERETIRY) ATV OERPEHTHY,
BETRZ)I-TOERDVEMTH L.

BEROBRZ)Va—F Y EROMETD

n, FRICZ) 3=y oERE L, FE
THRESNTVAHMED I L IRBBRZ-T
W3, FFREERICBIT 2MEII AR O
ECEEERT A BIE, V) a-7 O
EMOATIILL, ZRBICFIZRIShAR
WOZIZ L o THERDZHREN L 263N
3. EMBEOREICL L 22, BMICXS
insulin/glucagon DETF 12 X b Rk FEAABR O HE N
T5. Il IBTRELEINIG6PATIV
T—ANEREINZVHERL, BEIEDL
70, LB T S ERKIC, o=l
CoA bHMT 2 L THBILIEES L, &

Phosphorylase activation system

L M ROEERETT S, HAR
BT DR AR S ORBHE

Lysosome heagon REENES D, BRRLED 2
e m% 3. 18 MBTHBATHE
<= protein kinase REILBMETHLOICRL, #%
: ol B ETRY b - RERITONR
R i o 1 | 2BETHS.
ghcose phosphorylase 8 __ phosphorylase b BERIIFREHLOL LTES
my— " \—Ba[ CRBRE N F) ¥ v HE
UDPG PLD 4 PEBIcEH YL THR, VIR Z
: TIRREL (ERAEShTWS. L
K\_ ‘//g==ﬂl 5 .

g 1 i % L, phosphorylase b kinase /X $§
i o e 41 FRREL, ST REFNIH
. — SEEH, HER VI, VIlE
oo _ HoVEXBL A EARAL
gmeJEF‘W ? TWwa2S, MBRHELREEAIC
3-P-slyeemllphocﬂ-te Lo THETAILEERER
-~ l<?=MK v T&TWwW3, FETR—ID VIO
2-phosphoglycerate — S —

e 2 [mEmomE
= FFEERURIZE 1 0 L) CHE
lacute B ) TEEIBRESh TV, BER
M1 4JYa—-4F1K8 RITERBE L L T hepatic(FF
3'd SPLL ¢ #), muscular(f5&), generalized




- BABRYE 1 (FRBERK)

(ZHE)ICHETEL. FRTEH LD SR
MR mEy vmE<THH, 03T
#% F EOTWD, REDIEMCE, M
B, VIHED ICHBBE L TALNDERI
FFRE AR(E R & L T i & B 5§ - protruded
abdomen), E I ICEE T 2 ER(EERO
irritability, inactivity 72 &), {E5 5 (short stature),
%7 72 SR (rounded doll face) 2 &' Th 5.
O TIEIIELERIEY. TR

ACERTELVWDLTHS. 2% Y, MM
BEHEOMEBR,PODS NV a— AEE ICEEH
HH7:0, BMEERVHLBNEETHS LZ
R b5, EREICIE debranching enzyme, ')
YV V) — A O a-glucosidase IZ & W EF D 7 )
I-APEBENIFEATHTHS. ME,
VIII &) T3 50 % |3 phosphorylase T¥ V) a2 — %
VHRTESIL, TLWMEL DEHERIT
EETH20T, BIEIHBEHNERTHS.

BLEHFEOME»POEL/2G6-PES VI FERFEDIIFEADERL TL 5.
®1 FERBRR
RGBSR Gene symbol  BE{=FEBAL BERZW O] REARR
o® Glycogen syntase
12 GYS2 12p122 HR
By GYSI 19q133 B
1% (von Gierke) 11 ]
Ia Glucose-6- G6PC 17921
phosphatase
b G6P translocase (T1)  SLC3744 11923.3
Ic Phosphotranslocase =~ NPT4 (?) NPT4 (?)
(T2)
Id Glucose translocas ?
(13)
m & (Cori) 1p21 i R, amip Fmix
Ila Amylo-1,6- ReFaR
glucosidase
IIIb
Illc
111d a-1,4-
glucantransferase
IV & (Andersen) Branching enzyme GBEI 3p12.3 MR, R
SLIRAFR
ALREMEHE
BAR
APBD
VI & (Hers) Liver phosphorylase PYGL 14q21-q22 FflR, BM3R?

Phosphorylase activation Phosphorylase kinase
system

VI (IXA):XLG type /ll*  a-subunit of PBK PHKA2  Xp22.2-p22.1 FMIX, BMIER, BEF

e
autosomal recessive B-subunit of PBK PHKB 16qi2-q13  FFBE
IXB vordsubunitof PBK  PHKG2  16pl2.1-p11.2 KB
IXC cardiac muscle PBK ? ? ?
IXD (adult form) muslce PBK PHKAI Xql2-q13 #
X (multisystem) protron kinase? ? ? ?

Fanconi-Bickel ZE 4% B¢ Glucose transporter 2 GLUT2 3q26.2-q27 —
(SLC242)

* typell (MR TOBRBMIETE L.




FURESREORE
FF I 32— Tbright echoic, FFCT TR M Dhigh intensity

| emsna-zamzzr |

I I

| nenmensL |

| mebsimern |

[
| mebsmET |
¢
IFRERT2IG>T, WIISRDRR
/ \
ER»Y) ERZL
PR L l
\ LD

) v

| m3R & Fu 2 BREEONE : MR I, VI, PK*

2 FFRUREIRAR DERIE2K
3% phosphorylase b kinase

BEROBIBLERERRATHY FERIZL
{, FICRZ)a -7 OEBE»FA+5Thb
7-OFLIBS IR I E TES (TEMEAE L,
b= A%%E). MFOLBRRLT T = /1HiX
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