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Disorders of muscle glycogen metabolism: an overview p s
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AR ORI e R 2 R R (B 1) OEEER R
He Lok, OATPEEREIBEL, ATP
DA LR &3, QRFINLZVYEORH
HIBIA~OERLR LWL - THEE, i, M
BRI, BT 2 EOHmERERTHO
THbH. T NbHidprimary disorders of glyco-
gen metabolism & /2%, Hik @ R D
RFREE T Lo TZRIIZEDPORBERNHE
L TER 2R (NGWEEIR, NFE, iR
BEIR T &) %473 5 secondary disorders of

glycogen metabolism & IERREER S R X

hoodh5b OOBETET —BWE/FREET
PR 228 @ TIXETED L VIZEE
WOFHIET, HEHORER & 5.
HERIZZOEDT ELER (7)) a—4Y)
PEBRL TVEEEEZEL TV, HEEO
) a—4 v OERMIIZEED H0IE, HEI
HE LTV AR IESI N, FEER &)
WHERICBERY N TMREE LS V. HWELE
BICERT A0 BB ) a—7r U RBE
HAE LFERONRYTH D, DT ARRTIEHE
BRRCId <, 7 a—-r v REBEEL TR
LTw(l.

BEZ7) a-r YREEFEOHREREIL
157EAH Y, HBEIEZFOHTURELZ 5D
5(R1).

1) ATP & & Va1 — X4

FVA—= iGN a— ARED al—4
L al-6HEAICL VBRI -2
BrLTwhb 7)) a—7 VidEICHA & TR
TEAIZER, REMMTHLHh, HTIXREED
¥1-2%, TR ETNTVEH, EH)
B, EFEENE, JWRELETERERSY
I—TFVEBEIRELSEEHTH FVva—RAd
HIBAB D AT NEBIZE I VI—ZA T VA
K=& —(GLUD) ZLELTA. %< DGLUT
773 —=RBHEELTVSD, GLUTLIZAL
RS ICAEAEL, GLUT2 X2, BA
I GLUTA S RH L T 5B, ZF)a—2vo
SR L BRIZERRNOLERIZE U TIThILT
W5,

AL ERNTT Y a—-7r Y2 FEL
TWAHEERBTH L. HEREOKRENIHA
TIZATPH#E, TRV a—2A0HET
HY, METFOHWUPELR-TWA, T
b ABEO—EIIE, HUANOREICDH
BEL WAL, HERTIEEL, BEE
HOEREETLHELH 5.

FELTVa-FUORBEFTETH LIRS
) a—4 AU ERE IR, FFEXSE
FERTHY, HETEFERIFRE LS. F
BT LR OERE RO L E R
AW, WREIZ L o T TN OIERDVEM 25
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glycogen synthase 1phosphorylase kinase]
branching enzyme ?C{:ﬁ, acid a—glucosidase]
glycogenin . oa
= / yIa=rv \§¢} phosphorylase a ]4————-—~] phosphorylase b]
UDPG PLD
23— A-1-P / = ( debranching enzyme ‘
¢<,L::_1| phosphoglucomutase ] glyceraldehyde-3-P
- y dehydrogenase
[hexokinase| !
Fa—2 6P Ja—2 1, 3-EAXAFRAKRT) &) VB
I i < | phosphoglycerate kinase[
1glucose~6—phosphatase Complexl 3k 2k T Y RY VEE

7NV b—RA6-P
fructose diphophatase | Tlé—':‘ |phosphofruktokinase|

t < I phosphoglycerate mutase ¥
2-RARTY Y VB

TN F=AL6-ERY VB ¢<):1
ﬁ\’ FARL ) —VENE VB

JeFuFxi 7P
<3| aldolase l
— <= pyravate e
phosphotriose S 2<VE ]
ISOmerase I<:::J{ lactic dehydrogenase |

OB

FUYEVT VTR F3-P=

1 FRPEERCBEEY 2BR

F1 BEIUI-FOABRBEORE

Y SE, BIEFAIE, B
I, )

v DHEERE GBEI 2.4.1.18 FRILER, FFBE, % BIMET

73??(?57)1/’/" k¥ F—E

RO BME 5

RAKRTY ) VEEF -

AR AR

EHRE
XV y)ay=y-1 GYGI  |24.1.186 BOET, TEIR

CK: creatine kinase, CDG: congenital disorders of glycosylation.
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glycogen
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CO,
glucose <
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T

Co#E, MEHUA

C3,4,56 7%

7 3 o EEREE

TCA

2TV

FADH, NADH,

respiratory chain

<———= fatty acid

K2 #BESKRIBIOREREOEE
metabolic Hub % 7~7.

Ebdb.

2) BRI

BREAAEY o R IRECIRIFRMERE L L TH
BEREEYOENVE VB 6 TCAY A 7 b
AB72, EVY VEEDD acetyl-CoA D ERL
ENb. acetyl-CoAlXTCAY A 7V, FRiiEE
R#EOFHEEATHH, VbW 5 ‘metabolic
hub’ & U THEEEL Twah. R Tl glucose
—6-phosphate 25X > b — A\ & 7V a— X,
YVE VBRI B LU TCAY 4 7 VO EE
THAHALT T HuFEBLERL T3 (E2).
kD ATP AR EIC BT 5 B R
AT P Y FY 728 AERLE Y VB Lt
Hb TNI—ABARIIELETORET
NBEEOBERBENEDTWEDY, 0
BRT1IENDTIVI—ANE, 3FAKTY
) VX F—B LYY VB F— Y ORE
TALENVDATPHFERENDLY, SV I—R%
Y UVBALT AANFVFF—EBIUT TNV b—
A6 VEBENPLTIVI F—RX1,6-2Y YEBRND
R#BEMIBTERAFTING N FF—VOERE
T2END ATPRHETH7:012, ke LT

E+2ELVDATP PR THER SN L &I
%A BRECEDAIBERTAF VYIS —¥, 5k
AKRTZNT hEF—F, ¥V /BT —EH
T A BUSE, FETHNKIST, oKL
—FFBITICH#AT ST A, FEFTANERL S
hBm X Z 7V a—AEAICE») L EXIh
Lo IEEOBRIEES RIS, T b

= AV AFAT 7 -, TNVI—AE6FKAT

7 ¥ —ENEHL SN, B AEO TR
WHEATT B

BRI ) a— 7 VAR EFEO ARG 2 v
TAYRU— LB L THhEE, BERE
TORBTIIMEERERENFTSTKTL,
TP RN ORE THEITT 5 TCAY A 7 Vi

BULEEHDKT I ZREIZALND Z Eh b,

BABEOBEDATIEIL ELICTRICH S
TCAH A 7 V=, RO IR LERAED
3N, HHENOHBETRLF—DETIC
HEZNFTTWEEEZLONRBY.

3) BEBROERISRY

MRFE b BRI REEEID Y, £h
FNORHEL T LRBERERT. FHETH
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®2 BHREROHE,SHLBETY
a-— #/ﬁé%%:%f‘d)%ﬂﬂ

EERHOBAET B
G frabn iR
- ™ | mewEme
II *‘J 0 Al
12 ME(Fh)
IVE VE
X & VI &
XV E VIIL(IX) 24
PGK /i
X3
X138
XIT 81
Xrm
XV

AIUSIHER (FFIE R, EifpEZ2 &), fitahiud
FRREIR, B CaiuEERE, B, MAHER, R
PEEEE 2 COFMMRERERL, Thth
PRI HIEIRERT. BRERD 5098
THEEHERRME LT, L,
B DA, RSHESERONED, BRI
2HEED LOBHEERHET L5681 &5
BERTTAL RS Lk,

3. BB LUBKRERORSE, 2h
FILTU XL

B, FFAREL,

1) EREREER DFFE

&R B AR O B BH & DiMauro 532 %
EDH D) ZT2ODRKRBEIZHFEL TV 5
bbb OEHAME GESIRE O, HEE
BB RRAE 22 &), @ BB 2285 1K T8 (H
T, eI TH L. HAHETEILIEL
EHER DA% & &R (FHER, AR w
FERER, WNOWERE, LHEER ) 2
BRRIEIR © AT 7)) o — 7 Y RBEEE
DRBZDOWTIER2ITRT. GBERs ) 2
= UREEFEINRIIHARTEEZRT &
SNTW7As, R RE % BE 5 5 51
bFEINL TS

2) EBRERREOHE

R REO~Y— I —Thsb, MEILTF

YEFF—¥(CKRIFrub yoreiisE
ZHWMT 59 A TRESEI RS, —HHITH
B a—r Y REEEETILESRM T LA
L, ZFZEICIVIEEED L VWERREER
EITERTTL20PFETHL. HHKTET
WEEFRAEIC R T 5 &, EFC L AELIE
D,

BRRETLIZLIEfTbhCwakEERL L
THIMEEENRABRNH 5. ARBRIIEZICE
ZBVAT DG, BRETIE: (FRETTD
NBDPET LW, BEREFRERICEENH
AHAIETIE, FiEE B KB (AT 2
FERMICLY, MPOABIEF LWL
T, FRERBROBELHETEZ A, B3 ICHE
EHAMHBREBREE L L2BE L, @%TW
PHERE LIGEORBEI AT W T
ijxA%TLt.@&®%%LomT@%
DR EI3BYETHERVZE v B
112! (Pompe %) (X BESAEOBE Tld V2o,
RHibEE R TR TOAR LA X EFICALN
5. F 72 VE (McArdle 3%) Tl 708/709delTTC
@ single codon deletion A3%7 50 % DB E I H A
ANDOFHERL L TRDOONLDTHEHATH 5.

3) & &

BENF R CIIESHRMED X 5 L KED
RESREI O EVWEIICTFHTAZ LNEE
Thbd, TODIITEFREE LTEHELE
Byl 5, BEER) 21T o TIRAEB &t
VB EORENLETH S, 11E (Pompe ¥§)
7NN T =BT VT 7L ABERT
BEVEE SN, S PRIFICILERTER
#FLTWEY, I CIIERZEZICEBREE
57 NEVAFIZL B BEBRETOUEIRE
ENTWAEY, FVE(McArdle %) Tl ¥
I VBHEENHARANDEE 2B THIED R
HEINAARLMEND ", FIIIES IV
BB EIZDOWTEELRY. HBHRWIZIE IV
— 26V VEERLD LIRICBIT AMEHERETIE
EBERIO Y a FEOBNSEEREOREILFS
THEEZOLNEDOTHTMELNDH 5.
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REMEI AT — B
EHAT — EEEHIET

REBHE I A F B fl
J\/L BBt %
f RELIfL B B 2 7 A B J B D EH) SEER AT %
S
m %% ﬁ%% %
FhREE FHREE &
s |20 ] | s ?
LBREADD ABERRL 7{
7 v ﬂ ﬂ 7
TRy R i IR R | ) 37 RHRTE
7 a—r U RBREE FERTERACH R E
AAG K RE (Pompe ##) (3 havFTRER |

3 EBEBHAEROREESLUVEBKERODG CENTREESHEFERHR ()5 Ak
KRB I ANF—ZEH7ILTUX L
PHK: phosphorylase kinase, AAG: acid a—glucosidase.

£3 EXIYBs &AW VE (McArdle 78) BB

1. VitB B0 ELRR T ATREISSTRIBEINLDOT, N ZHHROBEERLEBNT A & 2 U
LT1H25-50mg 2T 2L 0FBED ERICIBEAZENSH S /20, PALT50-100ng/mL &% 5%
LI CERBRE® AT 5.

2. cornstarch ® 5 WIIFE IR CEF R FREINLFNC 1-2g/kg BRI T A 2 & THRVHFTE 5.

3. BEIZ$AHIIH o TOLMTE L TREREENLET, EHERZELHITo 2RI, EFTsz L.

4. VitBe D EHRAIC oW TN ZEERFz v 7 217) 2 &,

Bx 7N

1) MiLFEkR BIBT: 7Y a—7rvRECOWT. REMEI T F— BIIHFREHFE), p36-
41, WL R, 2014

2) Bender DA, et al: Glycolysis and the oxidation of pyruvate. In: Harper's llustrated Biochemistry,
p170-177, McGraw Hill, 2012.

3) Bender DA, et al: Metabolism of glycogen. In: Harper's Illustrated Biochemistry, p178-186,
McGraw Hill, 2012.

4) MILFERIEH»  RBHERD X ¥ K0 — LfEHN. Clinical Neuroscience 30(12): 14281429,
2012.

5) DiMauro S, et al: Metabolic myopathies. Curr Rheumatol Rep 12: 386-393, 2010.

6) DiMauro S, Lamperti C: Muscle glycogenoses. Muscle Nerve 24: 984-999, 2001.

7) Kazemi-Esfarjani P, et al: A nonischemic forearm exercise test for McArdle disease. Ann Neu-
rol 52:153-159, 2002.

8) Sugie H, et al: Genetic analysis of Japanese patients with myophosphorylase deficiency
(McArdle's disease) : single—codon deletion in exon 17 is the predominant mutation. Clin
Chim Acta 236: 81-86, 1995.

9) ParentJJ, Schamberger M: Resolution of severe cardiomyopathy in infantile Pompe disease.
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Cardiol Young 25(1): 146-148, 2015.

10) Mayorandan S, et al: Glycogen storage disease type III: modified Atkins diet improves
myopathy. Orphanet J Rare Dis 9: 196-202, 2014.

11) Sato S, et al: Confirmation of the efficacy of vitamin B6 supplementation for McArdle disease
by follow—up muscle biopsy. Muscle Nerve 45: 436440, 2012.

12) Izumi R, et al: A case of McArdle disease: efficacy of vitamin B6 on fatigability and impaired
glycogenolysis. Intern Med 49: 1623-1625, 2010.
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Phosphoglucomutase 1 deficiency (glycogen storage disease type XIV)

55

1 % %'
%I BT

Key words : RAKR V45—, BEEBHN, 7V a7 REREE,

7 ad WALREE

1. 8 =

2. HmEBLURE 0

B ERSERED 7)) a— 7 Y REEEE
T, FAKFNVah%—+E(phosphoglucomu-
tase: PGM)DRIEIZL 5. £ DT A VHFA
AD3HBHAH, PGMLOKIBIZL b 00% < %
HOTWA, RRIBET TN 2AHEEETHR
HiIL v, EREIEZETHY, EFFEHO
FREER 2 &, IFFEREREE, PRMZEREE, N9
WEE IR LEEERTHIDETHL ¥
BIEREETAHEEE, RN REROREE
m@@?%&wﬁib TRIICERE S NTAR

A RE (R IS BEN) \OEE T 2 0 Tld e vae
EEZLNTWS £ DT A VH 1 APGM],
PGM2, PGM3, PGM4, PGM5) B AMEHE %
FIHLT, ABEEZELOEELZ#EEY—/—
ELTHFIAER TV B,

PGM RABJE D KER D2 PGM1 RIBRED 5 ©

50T, I TidPGML KIBEIZ DWW THRNS.

PGM1 BIZFIZa—F3NWBEY 7 THD
PGM 7 va—2x-1-1) YL 7V a—A-6-
D VEEORMTHEZRICEDLABER (K1) T

A R=E oY S &%@%%@meww
sis) L SN aA—ADY) YL ENIZH DDA
GIRHEBETHMENTO L ETEROME
(glycolysis), 7'V a2 —4" v & (glyconeo-
genesis) DH#EEIZH 5. REFERIBIEDRE
BIE IO TA R, BEEEL LIEITRHT
5.

PGM D7 A VYA LIZFNFNEL LEE
REAL BT EANSH Y, PGML it 1p31,
PGM2 (2 4p14, PGMS3 id 6ql14.1-15, PGM5 i
9p21 T, PGM4 OBIEZTFEAMIIAHTHA. 7

C glycogen D
glucose~1-phosphate

l<::] phosphoglucomutase (PGM)

glucose < glucose-6-phosphate

!

pyruvate ———g lactate

1 Phosphoglucomutase M4 {bFHIER AT

'Hideo Sugie, *Yoko Sugie:'Faculty of Health and Medical Sciences, Tokoha University & ZE kSR EEESEL
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4 VA4 5 PGM1, PGM2, PGMS3 iZAEMKRAND
FEAETRTCOBEZRICERLTVWA. Fo
THHEMEL, R, B RO PGMIEMER
PGM1 7813 & A L% 8 (#80-95%), &b ik
PGM2 1M & PGM3EMTH 5 2%, PGM3 &M
ST THS PGM4A I ASLTICHEREL
PGM5 TV E 722 DARRBRIIFHTH 25, J5L<
BRI L CnWBH EEZ N TWAY,

R a-r RFREELL TR
Stojkovic 212 & Y BERSHRAHIE & B9 2 BA%
Wi SN, EEAMEOE Y a—7
BEEELTXIVEIZSE N LrLEN
DIR IS B IR S T /2 PGML R IBE
THERRERERLTWARLDH Y, FORK
DR TH o7, PGMLIZY A MV =T
Va v VEICES L TwaAZ s, Bk, &
K7 ) a ¥ VLB E E (congenital disorder
of glycosylation: CDG) D—ERHE T& % PGM1
ORBAHE &N, PGMLI-CDG & 73 s h
7}:3,4)‘

3. fEW - BB AR (R 1)

BAEFTOELHFEIF(PGMI-CDGD 4
Flagt) 2 Rd(FD™. HERGECK %
KT, ZEFE, ESUHRARE 2 &) DA
NG EFICVEOESE, bifid uvala), WESW
ERUEEE, EHERNEBR, FREBEEETE
%), BIRIME, {KILWE, MWEEZEEER
FERERY. BEREZRTSHOHET1IHHE
FARBRCHITEE L EHOERER LT
EFT, HIZ)a—-FroEBRFBDOLN
=Y 2B 17T A ROBRT, FEREEL,
AR, HHE T PGMIEENZENENIEED
15%, 30% LT LT 3HHEEES
MWREBL-5 7 HOIRT, W, EHREEIC
FFEED S RIEZBREL TWHT, BIK
B Reye JEMRHRE & W L7-. REOFEBEB ST
TRIES P VBV ANVRVBRENRVWE SR
7o BT, MELEMIES a-r
DERE, EALFINIEH PGM IEHED 11 % &3
BT LT Wiz in vitro TOBESRMERT

TOIBERIE, PCGM Al S 5 7V a— 2~
1-Y YBE NV a—A-6-1) VBROB TREE
RSN TWE, FLBoKkEDOINV=F &~
BT b TWAY 4BIHIEBEOBEMETH
B, HATHEEH D bh, BikiEmES) &7
KRB THABO LHZ2R0T. HltEcidr

) a—7 Y OEREED, EFERIZIEPGM
EHREED 15% THo72%. 5B HIF 35D
BYT, BRMEOEBUGRFAED RS b I E
I, REELC &I B EB &M R T
WBABRO LABALN, FTUEZTOE
Bz bR Eo T2 PCMIEMEIZ1% &%
BLTW BEFRIECEIELEATLT
Thr115Ala & splice donor site DZEENFRD 5
72,

PGM RIBEIZ TN T, EIRDIEE VD TH
RHCZW 2 TAZ LIZREETH L. Ll
BROFERYD Y, INCEEREREZRLL
BAEWCIORBELZSE) LWL ETHL. F
7 BB CHRIE S A A RURE S & 7238
RREER O ENO—2 & LTERLTEBLLE
BHb. HERDGD Y ERLEREEHL TV
DB TV A VMR EEDEZ, I VX
7)) VOEBRBERIKETAZ Y277
5HZ ETHMITE B,

4. BELTFE

SHEBEN TR E 255, T 1ORER 3 TIE
N =T OROBRGPERNTH o7 T2
RhbEZLE, FVa—2-6-1) VEBERIDT
MREFTHLDOT, VE(McArdle ) & Ak
12, BOTZVI—ADWARITI T EERE
LTWAEEEOHIE L W BEI» SRR D S
TREMEATRIE I NG, FRIER) & IhD HBHZ—
EBDINVI—AERBATAI L rd L
nhv F)av MEOEEPHERINT:
FEBITEF T 7 M —ADH 5 WEAEORORS
THEROBRT 2B 0MEEN TS, TR
H o A DIHIE/ TS 7 P ADFEEITL 5T
F)AVMEPEET LI LICLBEEZLNR
% (E2)
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HEPOEETE LIREE
PGMI1-CDGOHREE PGM1-CDG
PGM1-CDG ~+ galactose/lactose
glucose-1-P/galactose~1-P 1 glucose-1-P/galactose-1-PIE# 1L
UDP-galactose 24 K EE UDP-galactose2: .ok &
transferin galactosylation ! glycosylation® #
2 PGM1-CDG DJRHE & B
B Bk
1) BEHEE SARI VLY —E(PGM). HAERK 53CETIS | IR#AME - JRILFHRE, %
B (F)) : 210-214, 1995.
2) Stojkovic T, et al: Muscle glycogenosis due to phosphoglucomutase 1 deficiency. N Engl ] Med

361: 425-427, 2009.

3) Timal S, et al: Gene identification in the congenital disorders of glycosylation type I by whole—

4)

exome sequencing. Hum Mol Genet 21: 41514161, 2012.
Pérez B, et al: A novel congenital disorder of glycosylation type without central nervous system

involvement caused by mutations in the phosphoglucomutase 1 gene. J Inherit Metab Dis 36:
535-542, 2013.

5) Thomson WHS, et al: Skeletal muscle glycogenosis: An investigation of two dissimilar cases. J

6)

7)

8)
9)

Neurol Neurosurg Psychiatry 26: 60—-68, 1963.

Illingworth B, et al: Glycogen storage diseases, type II, IV, and V1. In: Ciba Foundation Sym-
posium: Control of glycogen metabolism(ed by Whelan WJ), p336-353, Churchill Living-
stone, 1964.

Sugie H, et al: Infantile muscle glycogen storage disease: phosphoglucomutase deficiency with
decreased muscle and serum carnitine levels. Neurology 38: 602~605, 1988.

EBASEIT D ¢ A SIE @ phosphoglucomutase KIBIED—FI. FRERMHEE 32: 42—47, 1992.
Ondruskova N, et al: Glycogen storage disease-like phenotype with central nervous system
involvement in a PGM1-CDG patient. Neuro Endocrinol Lett 35: 137-141, 2014.

10) Tegtmeyer LC, et al: Multiple phenotypes in phosphoglucomutase 1 deficiency. N Engl ] Med

370: 533-542, 2014.
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Glycogen storage disease type XV (glycogenin—1 deficiency)

59

4

2 AL F K

X X

2B F

Key words : 77 a4 = V-1 RIBE, KU 7 vad Mk OFEE, HiHET,

HETR% XV Y

1. BES - EE |

) a—F U EROBEETHL TSI —%
BT B oD ay = v-1(GYGI) /KB
W&y, FJ)a—FrUERICEER &Y. B
P AL EEEOBRETSE TIZ2E% 8D
WD B, HHERT, TR, LHEEL S
7oL, BRSO PAS B R E O T A3 A
bhbEEE, BEETHOGHIETEZRL,
A CRENZHAMK(T I 7 —EHILTH
T o HWEAABERE R D ETRTHENH D, 2
O@ﬁﬁfmﬁifﬁ&ﬁ%@ﬁ%@ﬁﬁof
Wk AIERSEFTRBHOIIRATE
VBT EEED D D.vﬁmﬁﬂwgﬁkiV
FRIRIEIR T2, REEELRZESHRIC L%
AbNb.

2. wH - RE

yya—rryogglZiEsyar=y, 7
Va—F reEREER ) a—-Tr v oRE
RO3ONEELRBETH L. FIar=
(MW 37,000) & glycosyltransferase ¢, 7'V O
— TV EROMBRELRBEY VT THB., &
2 glucose—O —tyrosine F& & 4K & 1 (apo—
glycogenin-1), #DH a-14EED 7NV —
AP AHTS-13M1F & #E ST 5 (autoglycosy-
lated glycogenin-1) (R 1). D7 a— XM
alAFEETORNolo~ N b4 THERT S
A<=k, UDP-Z IV a—AZHWTEL

'Hideo Sugie, *Yoko Sugie: 'Faculty of Health and Medical Sciences, Tokoha University

W7V a—2ARERER, HLEVESEL, 7
Vo= reERTE ZoME, SHBREIC
%b&&%i&Un FUARERL T a—
VTR TH 5.

702f:ymuzo@74V7*~Aﬁ
HhENENTY) 2= v-1(GYGI), 7
5= -2(GYGRAI L »Ta—FEhTwn
B, GYGL\ZE®W, LHICEEAL, GYG2IX
MW 66,000 THEIZEIHL TW5E". GYGIX
BETIEZ) -7 vV ERICBLEL TSI <—
MTERWD, 7Z7)a—7r vV OERFIEES
N5, F-AEOFRI IR 5 b PAS ik
DYEIIHEY F L ad > Tho e ShTWAD.

3. &K EIR

BAED & Z A Moslemi 5%, Malfatti 50 2 i
B OEFSFIOBHmENDH S, F1ITEFORFH
N

Moslemi 5 DFEFIL 27 B U CTEIER O
WL BEREEFRTH AL, LEME L RE LE
EEZITTn5S, BEBIIEFE Tho7225 &
B3 ORI B 1358 L TIRE R IR
I TE D o7205 BHEE, RKBEHLZEOT
BOREM OB IREE CTH o7 MHEEILE
W, W, BEE, IASnYrREEDLYE
HEEEIZ . L, LHML A8 Charcot—
Marie-Tooth R & BRI SN T W5, AL
T 7)) a—7 0 OREHPERD b z25, L
WX PASBEHEOZRE(7 I 5 —-E¥THILS R

HEREREERER
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Phosphoglycerate kinase deficiency
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1. & & B

K AR YY) VEEX F— € (phosphoglyc-
erate kinase: PGK) X 1,3-E A K AR &Y
VR 3-RART ) L) VERIZERL, Z0O
WBETTF /Y3 VEBRATP)2EAT 5
(F1). PGKIZIZ22D7 4 V¥4 4 (PGKL &
PGK2) 7 b, PGKI1 IR ZER L TXTOHE
BICHRHEL T A ARBEDOERNDOHE,
1968 4F Kraus H"12 & A B M E M % /R 3 IE
T, PRAEIEIR & U C R RE IR O S B 3,
TADPALZE) ) Z PO T £
D% 1981 4E1Z DiMauro S ANE MR I % 520
TWPGKRIBETHEEIAL /O VREY
BELEAZ MO THRE L, FRIBESHES
Ja—7 U RBEREEO—2THDHIENVHL
WA o 720 PGK RABIE 13 R FRAE R O R
SEmA, s BAR (B -+HHRER) O 3E
WKHEHI LT3,

2. & # L

RIECBIT HEENLRET L, REHE
EGAHATH L. BAEE TITIBRROE
HEFHD, RLCEETFEEVPFRZES LT
5 22 FF 29BN DWT, Chiarelli 5Y D#is
WCREHRESRZDOEMATRY. FHHh
HiE 8 K%, SHIDHEHH B,

glycogen

}

glucose-1-phosphate

}

glucose «— glucose-6-phosphate

.y

T

1, 3-bisphosphoglycerate

ADP+Pi

ATP {phosphoglycerate kinase

3-phosphoglycerate
L

T

pyruvate ————=p- lactate

1 #4¥E% & phosphoglycerate kinase (PGK)

3. = 2]

PGKI1 EIZFREEIZ L 5 PGKEREE DK
TT MEEROBEMEISZ LIZLAS.
PGK1 BIZF X Xtk q13.312dh ), AEIX
HEHLEBEERE & 5. PGR2i3 Yok
6pl12-21.1ICfLEBL, f v ruvddiiwviE
ZFTH 5.

4. fRREEIER E

PGK KIBIE I3 FPACAiEAE R (RERIETE, TA
DA% E) =MD FEERIRAR MBS ML E o
—D L LTRESF LR T/ LA LDi

'Hideo Sugie, *Yoko Sugie:'Faculty of Health and Medical Sciences, Tokoha University H#E K% REREEELR
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c.946 T>C
¢.1060 G>C
c1132 A>C

IVS4-+1G>T

IVS7+5G>A
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H5.
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DR EEH LTS, BBV TD

EﬂKikﬁLTw%tﬁwmwlxw# —
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ORI IEE  PRERERE RS AWHD 5
D ZORLRERIRHTH L. FAREHHE
BF BRI —F vV VRGBS AN L
BOLBY B AR S PHERD—D &
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¢&aﬁﬂ@% e ||
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FER R IRITE A R TR &0 %R & 7
5.

B ER R RBR TRIABO LARLL, @
WROBELRBETHOICEHTH A%, Bl
B EL b OB TR, it &
2 LEkaBadH 5O THRED & TED)
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L CRMERB M 2 V- BEESHANE L Tw
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ZRBD LN TV,
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