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BB REEE L SRR TEEH B RAIECK
BICEHEFRRELREETHE, 3470
BB, (BHOBEENS5TE 18,000 D~
LAEHTEASLORECHMEOKERESILZ
C R NS T A s i e Gy B
JoubrriEPEicd. 2OBR, 3470
NRPI BRIt I LIt XY, RAEEE
BEIL, FRBERNEEEEEI TS, 24
Su bt vREEB TR ELTEFIONS, H
N ERREOT RFEERERS K E LT, HEHiEt
FHREAHOLHREENALNE I Eb D
ZUTEHCEREZELOADIELDD, BZS
{, FEROBICLIZ2DTREVWMAEFEZLS

BERRREEE wvol. 46 no. 5 200255 H 485
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N5, bbb T, SRR
WZR->T, FEEREER, X bav ) 7R,
B-oxidation, #n =%, CPT, AMP-deami-
nase BT L2 & 25, #30%ERRHHRE
BEETE .

ERBOEEREIERT, B, TR B
MfE, BHITiERsASH 3, HERX/NBEKET
1/15,000 A, BXAREEET 1/50,000 ATH 5. #
REVT /Y BFEBEEFRYRD DAL
EMBFTHOSATHWE, 2%, M3
ANy LBEBEF v ANVOBEREEI LB EEL
ENTWVwE, Nyt ry=na) vyois
K ELBENE VY, BHERTLEID > 3,
Z0Of, AbFyTNLY, ZIAVY, BB
TNV, YruFunsryiE Ty, $E
RREERERD S, fEELOEETE, £
MONATIR, BYAOT4—E, 3427

ETIHERES A O T 4 —F, £FKEF
M7 R EOFRBTOHRENS & 2B RRE
SRTBY, BEEBRO VR 7EEr LTEEs
MHBTH5,

gl

1) Moses SW : Muscle glycogenosis. J Inher Metab
Dis 13 : 452-465, 1990

2) BOAFE, BOLBT  RBMERESE EEBHsR
=R, FORARY (EEK, (), BT
, pp. 626-638, 1995

3) Darras BT, Friedman NR : Metabolic myopath-
ies © A clinical approach ; part I. J Child Neurol
22 87-97, 2000

4) Darras BT, Friedman NR : Metabolic myopath-
ies - A clinical approach ; part II. J Child Neurol
22 :171-181, 2000

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

6) BOFX, BIBTF: kAR +) vEE+—+
RIHE, [BRHERE] DAREHER ISR
Y =X (No.36), BFEEIH, pp37-40, 2001

By vvvron v D SN D+ oo (D)

STANAFY H—EiFEE EIREIRREEIRE & DRER

KEYWORDS// ST~ /AFY & —1,
KBk R

% OEFWEMENEREEREOTFIICE
KREEREE2LD2CRP, ¥4 M A4, EESTF,
WBC R YOEREE~—F—%2FHELT w3, BET
i, EELEFPER, R, i~ o7y —Ybh o
BEXHMEnd s tungt o5 — ¥ (MPO)#E
RENRIEE (CAD) DETICBMR T 2 Z L R AN
Twd, ZOBRI7V—7 s8I REROE
B EELEL, BECBLTRY XEAOEL
ZEEL, BIRBECECHNMMIBETHILELILNT
Wh, FESIMPOBELMERE L V&
7CAD OFEE L DBEFGIzonT, CADBEE 1584

BELUVIECAD BE 175 2 1 &icst Lz, MPO
BIFHFRESImgY 20 © MPOE (S &
MPO) & ¥ 1 m] %72 D D MPO & (MPO ) &
LTEL, CADEREL OBFR 2Tz, (HMEk
MPO B & U1 & MPO i1 3£ CAD B3 izt~ CAD
BETHELIHEIMLTCY T, SEEETCH,
Framingham risk score, WBC #¥ & U MPO DiE
#id CAD OFE L B WA ER L,

(Zhang R, Brennan ML, Fu X, et al: Association

between myeloperoxidase levels and risk of coronary

artery disease. JAMA 286 : 2136-2142, 2001)
(F‘FE@_LK%%EEHJ’( i %f*?k@m)

-------------------------------------------
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BEoES, 24 :1099-1105, 2002 1099(15)

B RE _BORSERDS TENENER

|

58 X IEIRRE DERER IR

BILFR, BILE T

¥ 83 BRI X EEEE X EHEEORNMER T, triplet repeat HO—2ThH Do B
OBBEPRLD, SHL2SEER TEHSERERT. FEOHERETFTH S
FMR-1Ta— FXh3ZEH (FMRP) iX RNA-binding protein T& 1), £#EATH FMRP
OBE L AEOIERIZ DT EOMMITERDY S o Tnwa, BIEITBIRTI000AKC I A
twvbh, SEERESNTVWIEEREL DERRBEHII R WTH A ) L#EEELTYL
bo KBAOBEER (CCO)n LEEROREMRIIX 2HENE VA, FMR-1OBEF
FR (EER, RERE) KEDEEIHVEENLETH S, REODHE, BRICIKE
REZ+SERLBIICHELTO L I EMNEETH S,

BROEE  24:1099-1105, 2002

key words : triplet repeat, mental retardation, X —linked, frangile X syndrome, FMR -1

U B I

BRERILKRICRET R LBRIZWI LR
FERDETRIEIA 6 88 X 1, Penrose 2*€ DM
Rz o W TI1938FE 12 L 2o £ D 1% Priest,
Turner 5 AR OBHER, 1 XEHRED
BEESNZOBLXEORIIESF LTS T
59 LHERL.

W X ERER X Ao R EERMERE O
—DoTH B, REDIX L& TORIIZI43FIC
Martin & Bell 11 ADHHERFE ROKRZ R
ELDOHFBRATH % - THIEIL Martin-
Bell 2R & LIFIEN B, £ D Lubs ASHEHE

Clinical features in the patient with fragile X syndrome.
SERTREEMRS ¥ ¥ —/ RN

[T434-0023 #EdLTHTRE775-1]

Hideo Sugie and Yoko Sugie:Department of Pediatric
Neurology, Hamamatsu City Medical Center for Develop-
mental Medicene. 775~1, Takazono, Hamakita, Shizuoka,
434-0023 Japan,

EEERARENER

Yoko Sugie : Department of Pediatric, Hamamatsu Univer-
sity, School of Medicine.

WOAANDBIRE, 2 AOEFXHIC X el
EREXHIZ U ERKE, & 512 Southerland #¢
13BIOMEHERB R TR g (SEMRZED) R
2T X et b BRRBICRIMHA (fragile site)
FEOLNIBERHEL, FEIRE XERE
TN B IZE 5 7%

SF VR XERBOATE, XEEARK
KIS ORI ZTE FRAXA (Xq27.3) IH
5 (1) 727 L X RBtBERMER DRSS
R4tk FRAXA Pz & FRAXAE, FRAXF 2%
HEDTEENILETHS. BFERBIFLRED
B FAEIRTbRTw RV, FRSELSL
FITbNBEAELEBRENED [HES X E
BEOHRE] HELBEIL, NEOBREKLOH
B, BT, BEIZOWTHRRE™Y,

I. WBRUEE

FEFZXEHERMERFOP TR, L HEIE
FLRUVTOFREPEATIREODEDT,
Xa27. 3BT 2 HEERT (fragile X mental
retardation 1:FMR-1) @ exon 1% 5 FEEHERMH
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1100{16)

1 BEXaek
K OERALITBETR AR (fragile site) 2R3

K2 BEEXEREHERBR
BwiE, X&4H, dhigofzvwEL
FOMEER OGRS,

BicBiTs (CGEnDRYELORFEREICL
% triplet repeat HD—2TdH 5o

HLr—FZOHREATBITREMRERLL
(CGGn iz kY, FMR-1OEEFEEIHTH S 1,
FMR-1ZH (FMRP) OFEHMET§LHI LA
HEOBEETH A FMR-IREEEETIHE
(CGOn I2HBAH Y, HAITHoAEEBIRT
D CGG REMBOARSHIZ0E TH D 5 A1 b
42N LTV iz,

(CGO)n PEERBERIZOVWTEZ ETHER
BWEEEZHNLOPIZOVTIEZ D cut-off [
Wi S 5%, A (CCOn KERK L Y L
TOIIIIHEER TS, EHKE (normal),

RORE 245128

#1 CGGRAEMBICLZHE

aHE FEERE HE
Minimal <11 rare
Common 11-40 #198%
Intermediate 41-60 2%
Premutation §1-200 -
Full mutation >200 -

i (intermediate/gray), RIZEAZEERE (premu-
tation), ZE&ZRER (full mutation) (K1),

— % B9 12 1354/55%% IE ¥ AR B £ @ cut—off
point TH A9 &£ T 5 H DHE W, premutation
RO Y E LB R ICIZRIRZ T 5 BiCB/{Em
AEEERRL, AC—HEEMT L LS
%o BIRICL 1 CGC OEERESBHNER (dy-
namic mutation) Z#Z L, full mutation & % 5,
ZOBEOHIBRIZEORORBLRTIETY,
FTIERI L2V,

$¢ - T premutation #* & full mutation ~ @ &
MERSCHAEEHORER, BRIOEHIXE
AMNBERELEGEORIBET S, FALBEHX
ERFIINRELAERNERL, B XRARE
%2 L5008 MO premutation (normal  transmit-
ting male) FELERT (—EITHEA REMEE
2ETHEWIHEDLDS), LD premutation
DF30%ITBEONHEEIBD 6 b,

B FMR-1IBEFHRICEETFERMNEI Y,
FMRP oA shhil Lok r =X
LATHoTHRABBIFALTHS DT, [FMR-1
BIEFHHI— FLTWwSFMR-1ZEE (FMRP)
DIET, RIBICL 2 X EHEHEEREEHEE]
LERTHIEDTEL, COBSRBHRIRET
JEgs X il ta v,

I. % i3

BIREFREHEORTY Y VERBICOWTHR
BEOZWRMER L sh, FRFIEEEIS00AKL
1A, ZHEDB0AIALEESRTYS,

Lo Lo OB mBHMEFRICE T Rk
BE (R Xfffdoikll) oRELERICIL
T, R AOCBILERELRELLDOTH
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1101(17)

2002 %124
4 FMR-1
4 beta-actin
MW C c C C Cc Ptl P2
3 FMR-LE{EFO RT-PCRICLZRBEORKRE
MW, Haelll digest; C, IE% ; Ptl, Pt2, #E
#2 MEXEBRESMFIvIUIL (XR2EHWEA)
(Hagerman (S & % £ 16 DL ETiX45%, 190 LA ECREUGVFETH - 72)
. BEICFEL,EE
K 2z
fER ZULI0A) BEBELEE V(1A HOPICHFETS(2 5)
HhER
ZE
HEEEPEE
AbE B
Hand-flapping
Hand-biting
R AR
MP MEi DR HE
KELHEIOFE
EXEAL
iR
B O ERE

D, DNARBKOERILL - THREZFZ LR T
EREEERI VBRIIFMIALTVRIOTI
BnhtEZILNBLHITEo72%

%I US. Center for Disease Control (CDC,
July 2001) BPFEDHFHEIZOVWTT LD, —f%
AODBEDL000~6000A12 1 A, ZHEDOBEIZ
8000~3000AIZ 1 AEHREL Tw 5. RRFHE
HWaxtH e L7 (DNA-based) AETERED
BBI20.2%~2. T% L 1B S 545, T4 DMiakT
To7-IQIOLLTORAEH B CITo -METIR
ZDEIZ0.9%TH o 7o

m. & iR

1. BRI
ik, HERILEY, SRHAEFHIVKE

A, BACR2 EFEHE2THS. SO LER
(RELTHIRMWAE, iRVE, Ka2HEHA,
BTEHERZE MY, Bl - £i1 A, HhiZow
BH) #AR6hs (K2),
HAEMBESICEELZERE UCHETTEIR
oYK, AOE, OFH, §8, BEE, v
AV=Y, BRESRERZEEETLIIEDH D,
FRA T mitral valve prolapse 5% RS
NEEEESNTWERD, BEEINETH D,
—BEICEREHDBICEREAIBARIZR > TL
VS REBFEL, RATHERELLFoR
HOB TI320%IC FMRIBZFREEHRH 6 R
TEY, BHMENSLLEZ 6N, KIFOH
ECTREFEYLEITD sBURBRICT T2 4ml BL
LOEAFER L OEFNSE L, DR, FEH
BT ARECEELRRFED—2TH 5,
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1102(18)

BRoflE #H24%125

H4 anti-FMRP A EZAVTRMOZRERADY > NERTORBEOHF
EmORE
EFTRBEFREIRLY, BB XERBCIEESLE Y,
A, E® i B, 15 X ERE

FhiZseminoma DREDHE L H B, BER
#, ERNICREREORIETEER, LR
Do, REOHETIEEVE, K&4H, E
REAIZOZOBFIEDLNLELEIATND
S, At PRBERLEMCIREREFFHNTIR
BVIHE LS L, ERSHEEEILTnSER
EXRETHEDIDH D,

2, PREHRIERK

FRAEN (PEE~EENEV), {TEHHEOLF
e LCEE, HEE, AR WBTH» LY =),
BEMITEI Ny — > ((RBoOEE, ZXbY),
BEMTER ERRL Y, T AR~
20%IZBEHLNE, FEREOCEHEDLE V.

V.

B

1. BEERE2

BT, BRER, BARNE, BIUREERC
MMFERESRONLEAE, ZORBNED
Nbo T/ RUBTEAREImI YL LD 5%
EOFELRIFENTEL, e Fzv A
FPRIERINTWED, FIZTHagerman 2L 5
DbOEBITTBL?(EK2),

2. BE

QR firE

WER SR T VNER AR L T X Rk
FEssiir 2 5245 (K1),

HEH 4% ERBETABETRE T2, L
FRETCOMBERE LT, BESGTHRIE X
BHROMBELTEERTLZ LR, Bt%hrb8%
FTEAZENDHZ, TOHDUTLILBUELET
ZVWHEEDDY, RELTILIHB, ThTh
I (CGE)n DHIFIZL 57, FMR-IRIRDER
WEBLDHY, ZoX) P TIRHEEEEAIE
b0 RoY (/S

OHETRHT

BEOCCCOMYELEIIETU EIC2-T
Wb Z EHE Vv, DNA BHfiZik (CGEn DYiE
DEEPBHYT 5. CGGORVELOBTER,
B3, premutation DERIMTMRETH 5, —HRIC
southern analysis BSEHWw SN AEA5, PCRIETD
W TH D, CGGARBICMHRL TV L EAET
IELE%2LwEPCRICE AHIBAH L v,
PCR CHIEARETHZ Z Lid, HIZCCGGRED
HEzRELTws, HEWBIWIITHETIEH S -
A5, ERICHoTIHBEBEHAEDER LU CHEHE
WAL B,

®mRNA ORFAOEEOKRE (M 3)

FHfER & Y mRNA# i #f LRT-PCR&E T
FMR-IBIEFORBREMET L HE, BE TR
REBEFBDOLNR W, COFETEIREZEDOSE
WTE RV,

@FMR-1EH (FMRP) iZxf¥ 5H&k% Hw
T-iEE:

FMR-1* a2 - F 7 25 &ZH (FMR-1protein:
FMRP) Zxt3 A k% T, FMRP &
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2002 £12H

L

oW THRHEZIT9. Western blot 5 Tfr9 &
LA, RAEMEBEFRERTY 28R FMRP
DFENS AP EIPERETIHEELHEDL D
5 (B4)o

L L, FEmIRe vy EHEEMET
LEBAZEDNHLDTEENLETH S, HH3E
THEBLPENTAERCRERALZA IV -2
BT, BA IToTwad, ZBRENEZITEAE
THbo

V. BEBLUVEREICELE
NWATTHLAKRZ 1 >~

1. #ER - 3LIRKE

KEEG OB OB ICRER {BABT 3
», BEARNREEE U Cclub foot, AXBIES
BREZEDHENZ v, BEHESHIAR, ERR
ZEELZED RO, FICiX SIDS (sudden infant
death syndrome) DERIRPRB VE WS HED
HHORBENLETDHZ. FHRNICIERK
DOEHEFERIIBEENREL, BOCEETL
TEABNF v 7PN ETH b,

2. $HRHA

BEREOBRPRECEADLNTL 5. FHES
REOKAEBIEE T, HFISEREEEYE
FICEREMZZ2 T X80, EBFHCIE
A - MAEE, HEREEROMM R 2B D0 CE
ERELTOFMD CoBMICEIITBE, §%0
BEIREDZVIEIBRELEIIBELR EOLER L
HLTHLK. B, EERE, HFIlki LT
EHTOMMEIZ ORI REICHS TR oTL
bo TTEEH TOEYBEDHBIZOWTEMEIS
BATHEZLIVBETH S,

S HIZIIBERIC I REES X SEERE D15~20%12
TwhAZHEDLENS, BEFERLRDEI %
OISR E N LETH 5, HIEEE LTIIBE
FETADANE V. FECIZBEHOBEL LT
F, BRTEREREIZELDY, 4EFT
WP 7 ) -2 v 7L BETH b,
 ZOBMHIICRERCOREFLEE LVOT, 8
Ve Vv—FefirLE2ms s L 2HEn

1103(19)

Eco RI Pst1

C r1 C p2 c P C P2
5.2kb
4
1kb
>

5 southernblot analysis

R T DNA TR AR o hiz .
Ptl, % ;Pt2, %;C, E¥

{7, REAOLZPTOREE LN B,

3. FEHH

HERP L OIS, MBICowTHESS
PUHETHL, THECORERETICca b e
— NV (LT El) 75 LN RERIZS
TR LA E V0T, EHNEHTHES
FURBBAF TOTHERE, FH*iToTw{,
fbA, BERELREOERARMMEICEET
b0 LA LTIIRBEIRWE ) THNITE
EAHEZBECLLEND 2. TPRTI
mitral valve prolapse (MVP) DIEEEDIEENH
50% L |MEESNTWEDT, IRERSR~—F
SFHELTB L,

4. BEHEN

BHEHOBBIITBETHY, Ny 72tk
BNVEETHZLMPHEBL 2T SN, F0F
BRTFIZOWTE AN, BEREPT- T
THUENSHD. EREILIZEFHICIZE -5
ELTL APRICIRIIDEL V. & OREICE
HEBREOFME2ToTEL I, SHONEIC
BELRD,

5. BEMEL, RAL
FEOMATHE LTI, —BBSIFTET
BEEBREINS (, HATOMS I UE
Th%o

THETOMBE (FRE, B, ~=vsk
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1104(20)

DSX548 GOL

RoORE #243%12%

141R M749

MW C P

¢c P C P

C P C P MW

B16 FMR-1T{E D microclone DIRIF
MW, Haelll digest; C, F¥;P, B

DSX548
STS-M7I59 I ST?-G9L3 STS-]141R M'i49
el
e FMR-1
cen tel
B il wme——— —_—
deletion 100kb

7 AFIcHiH5 PIMR-UBETFEEOBEFRES LUEFIIZS
BRENEDADEE (<)

) FHEAOFIT ARV L TR HEE R
Bo BYMEB I UEHNZRROBENLE
T, E DI HEEFEDDOREFLETD
Bo CORBIERNBRREEIRRL, COER
DEKREZZR LUAAHEN AL E T 5,
FROBRORSHRL LNl H o228, 3
R LCTREEN L EANS V. EBRERS
NBEH L L TiX, methylphenidate, SSRI, ben-
zodiazepine, haloperidol 72 & T®H %,

VI. B855 X ik #559 §, FMRLEEFD
REHERD & h F=FEH]

EFIE 5L SROBRORS, MEL bPHE
EORGEENDY, ROBMELTRER
H, RVH, IHEEHEEL TV, REEICH
HEFITFRD 2V,

Pt AR TR X RAaki 20T, Rk
245 72V ¥ Y8 mRNA % H\»7- RT-PCR &
T FMR-1BEFORHEIR LMY, FMR-10%
BETFTH EKE s (M5), ¥/ ADNAD
southern-blot 4-#7 TiZ Y1 DNA BT RF A" &

W, FMR-IORERE L bz (H5) -
¥, FMR-13E# ® microclone # ¥/ A DNA %
FAWTHIE L7zo STS-GIL3ATERCitigigsh
T E¥, TH O microclone IMIETEX L Z &0
LEATRME D o THI00kb DREVIHIETE X
(®e6,7)

CDEHIZCCE REDERFMENZVIZH
b 5%, FMRIBREZFOPREBRICRETER
(Rék, BERRE) 2% 5 20X FMRISEF
PEBEL EWHND D EEFLETH S,

AEZ UM EDN T LY b FOREIE R
WS, WRERE, TEREOREORRFELEHT
ALTCREELEBTHELEZ NS, S
FEAERT A LT L ) X EEERMER OB
BICoRdi s L2 HEFELEV,

X #

1) Bardoni, B, Schenck, A, Mandel, J.;: The fragile X
mental retardation protein. Brain Res., 56:375-382,
2001.

2) Hagerman, RJ.:Fragile X syndrome, Diagnosis,
Treatment, and Research. 2nd edition (ed. by Hager-
man, R.J. and Cronister, A.), The Johns Hopkins Uni-

—170—



2002 4128

versity Press, Baltimore and London, 1996.

3) Hagerman, RJ, Hagerman, PJ.: Fragile X syn-
drome : A model of gene-brain-behavior relation-
ships. Mol. Genet,, Metab,, 74 : 89-97, 2001.

4) Hatton, DD, Hooper, SR, Bailey, D. et al.:Problem
behavior in boys with fragile X syndrome. Am. J.
Med. Genet, 108 :105-116, 2002.

5) Martin, RH., Bell, J.A.: A pedigree of mental defect
showing sex-linkage. J. Neurol. Psychiatry, 6:154-
157, 1943,

6} Pembrey, ME, Barnicoat, A.], Carmichael, B. et al.:
An assessment of screening strategies for fragile X

7

8)

1105(21)

syndrome in the UK. Health Tec. Ass. 5: 5-20, 2001,
MIFR, BPERY BEHAET fh REXEr
BOHRE. BEE40EBENR  £XRE0H8
B, b= N 7HEETIHE (EXRENTLE),
PR 8 £ EBIFMER, pp. 214-216, BN, 1997.
BAFEXR, FERE, SHAST i LR EI
BILAREMREEEICRTANE BB XERED
MR 5 RN AR, EAELR - B
A RER P RAREERORERE T 540
BIEFZE (EHE—FE), FRIEEWERES, pp
97-101, 3T, 1997.

s et S T T N = % = S e

Gene-Brain-Behavior relationship : JE58 X fEEE & MHfRAERY

FE59 X JEMREE © phenotype i I HEHIER O &% 634 L HEMERO dysfunction MR LN B, F0
—2 X EBED phenotype L DBETCH D, DSM-IV OB AFTU —lh T3 L, HREORIINX
EEERRECRIS~B%HFZOIF IV —lHTHEI L vbhTrd, LALEBICKBE X EEEOSR
BEhdedatt SARRBEREOTNERRL LR EE2RT5, T-B4M0ANOHBEERIETH
FLULERTIE, BESXERFE—FAbwiElol,

BRERWEFZF0RXEREFPRESATIRVRWDY, 0 b VEEREF 2 OBEE SR D
FEITbN TS, BELE—BETTHATEZ LX), BROBETFOEET 13T 55O sec-
ond hit DELZ YV EOREICHEL TR EBBIND, SO FELIFIIMOBRGEHEER T LRI
HEATHEA, MEEE XERF T PREMEERCESRD 5N EE E LTIFMR-1EH (FMRP) 81
BLOBE (2iER, MIRMZ second genetic hit D QRBEEFZO I ENELLND, (NIToWwTiX
S TORMRRILZVHSE2IEE), FIZRIToWTORES, B X EEBoMBEROIE, BREED

MEZERTLLETLETH .
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ERHEEIA/I\F—
SHE A

Muscle glycogen storage diseases

i1k BB Fommmemnnstyy—NEmEH)

Hideo Sucie and Yoko Suaie

ORI A NF—RFYI—F L EGRTECVEREOBETS ), Bl 0TV a-F L 0ERS
EREBIEAD T RN XS (ATP) AR L WERIBET 3. EREIANTSE 2 21048 T% 5. DE
BAtIcHE¥ELAGE, SFE, SAVOECRERELTEREC, OEEMOSHET, BFERERTE
BETH5. AFRRBERES IV REEENICIYEELSHEETFH T3 L TCho 1o, RERER
1 & (Pompe iR) ICH T 3 BFRBEFEAIR& 5N, EELBKEEROBELARTEMAGHBE LI LS
ot £, BERVE(McAdie IR ICOWTHE X I L BNBREORA I BEIATVES, 2hd0D
AERDRMETARZEOERE TOBRBENL O TS 3, £EH6FHROUE, £EHBEOLAICERCRE
ELREEATH S,

Qeey, | gravmem, spmEE, STUOCVRE, BRMARRE C5SY B,

word

EFRDE S S BDK) 80%DEIRICTFIEL , R
RUS—UEREBEUTFELTVWS. Uikt T,

BERBRY = 439 — (muscle glycogen storage
disease : MGSD)E, 27V a—» v 24T 2812
B BERNBERKADI DI, YV a—4
vOOEBEEINSEET, BE 12 BEIRE
ENTVRE (R, BREOFBIEL T2 DK
FIERICRE T & 3, OQFESHAMchR L THE,

BHIEE, A ue v RIE - BEERIREL B/
TIERE, QEEHOHHET, MBHEERTE
REE(R 1), THB., —BRIICHBZENICHAR
AAD S a—4OERVEFEELDOIR (D,
W, V), $2BE0oRENERGICREYT
generalized IzA 5 BREIE E, EEEOHIE
TE2RTEEIE-EEA, K1),

HEOBFETCEHERIC oW TIREIEBE &
F1ICELY, BERI, VR WTHEOR
A8 & OFIEES ARSI O W TOREDEER
ICDW TR B,
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RARUS—EEBHEEAERBLTIND McArdle
RCIFBBEAOESYZY BHBRREZLTLD, =,
McArdle IROERBTEERFEYZ Y BDETHR
HENTVS. IFDOEFI Y BEEIRERICKDIA
MFBTELHESNTNDL, CNRBEHICBHE

VBT I BDREIC RSO TRITELDE
EAONTWD. &z, v NCREYZY BERS
THEHRARIS—EEEPF ERT DI EAASN
TW3. IhEE - BERBHEESZ UV BIRTOKSICE
LI SBEEHERC, vitamin By status 4857
TAHC LG, FREBBHICBLTHER McArdle 17
DEIERABICEVTLEREDORETCEKRD D
ETHD.
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1 HEHERSK
i) KIRER | oF | B0 | BFJMET | PAS #8%

PERARIE | AM G | — + +++
FSEJRIIE! | debrancher G | - + 44+
PEERIVEL | brancher G | - + 144
BERVE | phosphorylase | M | + - +
PR VIEL PFK M + - +
B R VIR PBK M + — +
HE I E PGK G -+ — +
HEHXE | PGAM M| + - +
HEEFRXE | LDH M| + - +
BEHRXOE | Aldolase-A M| + + +
BFRXIMA! | B-enolase M| + - +
PGM KiE | PGM G - — +

phosphorylase : McArdlefi (V)

PFK : Taruif@ (W)

PBK (VI?) BEREOET

PGK (IX) > 5% BEE

PGAM (X) RIS

LDH : Kanno#=? (X1)
f-enclase (XI)

acld maltase : Pompes® (II)
debranching : Corifs (II)
branching = Andersoni® (IV)
aldolase-A -(XI)

b

EEED
BHET

1 BREBERKROERER

| BB TRIVE—KS
BRGTORBRIBENEDOLODIFN X —
(ATPMEEETH B DIcH LT, FFeoZEoBEY
BB INVa—-2A2HET2 50T, BHBEHIC
BUsEBLFCOZRLIZEREREVSD
5, BREOIIAAVY—FEORBLLRLDIZSY)
a4V EERBBTH B, 2LT7F ) VER(E
IENF—V UV ELTHZRZAF—REL
Tw3, REROL VX —{RIZREREEE &L
LCHIAT 2, AETHRLIEE - 3RVERKE
ONFEETIBICRILTF Y v EH» 5 ATP
FEEL, FLEBIEFELTVS, 2BIERE
AR ORR IR D, VY VY—-LAT
D7) 2= ARBRETH B, 2001 FifFok
BRHAE I A —-0FEICET 2 2E8HER
FUEECOBERICEBE, I, I, VED3IE
HTHERMES I AF -0 5% 2 5H TV
ZEHSHERL 72Y,
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| ¥Em 08 (Pompe 7% : BI Ly —EXiE
IS T IERGIEE

FEEH D RIZEERRE D S, FLIRH, NEE,
BAED 3 8HH 2, LRHGERTHAET,
IERIET, B, FEXR, OHEKE &258D,
DFREER RIS T 3, DMRENISEET
DHRAIGET LR O ET LET T 5. B’
ABTCIRFEHETHERED SNEGERBC A bo
74 —ELEMLERERL, BRHOEED
AR o3, S{EMICIE, R U osERTER
TNF—-E(A)ERELRELEHT 25, dk
2L —FMN)DRABICHET S ENEE L
{, A/NILZazZ ok hRREZIL AT
b5, BEFEIRGE17FCHD, BEET TR
ZHOBETEENBEIN TS, —FEIT
REITIIRS:, FrevyAZERE2RL, RART
BATSA4ADERENSVEINTWDS, EER
TIREE~TRERTEENRS O,

IE4E, recombinant TERI S vak L T
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3 ¥ —¥ % F\vi: Gaucher R I 2 BERMFHT
BOBMT, LV Y Y —LRIHT SRR
FRELEMSO L OMRA LN, Fabry E, Ao%E
E, Pompe fFic BV CEERMFBREOHRIRAE S
NTWw3, PompefFic ¢ 2 BERRAREER
1964 EiCa SN ay F—-ERAFEET 7D
AU HTTH S, BN Van der Ploeg 59
Chen 59 DEEENREEIEE2 2 h Eh R L, KL
BEfToT\w5, BiETI, 44D Pompe FEE
(%45 2~8 1 B) T transgenic rabbit D ¥ 64
Lo Vav¥—-FRAVTHREL, &t
AL LMBBOWENED o, 1 BRUELESF
LTW»3 I EBREEINTRS, #F TR, CHO
Rz g XN o ¥ —PBETFEEALERELE
BIL T3, 3 RO (%S 2~4 H H) THIG
rateEENSEE, OSEEIRWE LA, 24TIRE
hh S WENRTbIC L DBTPRES N, L
L, 1H I ke LESRE 2D 5
EF R b TiZITEREY ECREL &, &Td
5B L 2 Bl o Loy ¥ —BHfHHiRA

LTEbh, —F, @EikkL k1 flikititol
iAo -, FEORERSZ OBERZZEICE

NEOTIRBVREELLSNDG, TD 200K
HREETIL L WEERBIRGRED o, £
BB L VWERICH S P RRENTRD oL
ZLdn, BEEMTERECEENL TR,

R VE (McArdle 75, BIRARU 5—

RISTE) &in

SERIE, ESROGRE, EE, R
EThs, FNREKREE L THERBOEE,
IREL, SIDS % % WIHETHEOHERETIH, £
SEERED PIEEIEp S H 5, ERHAEFICL o TH
R BRsEEI T W OBIELMET 5
+, B/ L7z ADP 23O L (R IER R MIED
ALND, BEICRGHEBEECEARY 7—¥
WP FIITERTH S LTRHITELY, HE
EBUIC I HAEE T AR Y 7 —¥EEORE
PEAT B Z LB ETH B, HEACERITEA
AT EENS Y, 27V 1TD 12
¥ > 0 (TTC) K4 (708/709delTTC) 5% 509 1272
B 5ND I HDHLEDS 59, McArdle FDEHE

TIREEGOFAKRY 3 —EiEER 0B To -
bOBEEMIICE N, FARY F—¥ERHIZES
IV B LHMIIARTRELTWE Y, FED X
) KBRFEEEECERIC D R VIEE, BEERN
TREY IV BORZRBILEHS. FADKES

IV BB 80% IERHNICEET 5720
AETRELEOE Y 2V BBERL T3
TCHSB, LdL, 2ERBLLTOES SV B,
REFERITA SRR,

Phoenix 57 ORIKEHELE S &V B2 A
RS L BREZHREL Tw3, 2FHES S
v Bg(50mg/day) # FRAAL T\ 5 50 RO FBiEE
iz, 4T patient-blind study %2 fTWIFBHEL
3, 77 REBTLTTEREP B
WHRBREPFHAD X, 10 BHITE, HHIEE,
HEZ2 2 LBEERREOREN /7R THD
LS L, FERESRFE L, BRE ~3HEAT
FTLOREBIZERTELEREL 03, EOTE
EL7VE¥ Iy BMEOREHBRICETTS
0k, FOBERFHREEECEETION,
POHIBAORSRICES X 2EEL CTHLE R
2%\, BEXRFEICNTIEY v BEKHER
IEFTPTH 5.

| ERBRE A NF— LB 2HBEDE
FERBROERS
EMTmmﬁﬁﬁﬁﬁﬁﬁﬁ%ﬁﬁﬁﬁwﬁﬁ
% invivo CHRETZEBELREERTHS,. ZOoK
ETiIENEMTHD, SETHZOBKREL
LTOBRIARE WY, DTOMREAYSS. ©
MR BEE b oBECRPEE, B, b
WIRAARRIEIE R BT HIBH h, BEICRREE
P, OREOEERIE2AET LU TRY
v, QFEDN, BETRNOESNL), HEE
2T 513 DR, QEBRMBEEOHAIC
Do T3 EHtaREHamEsTbNT, #
TERELMNEEBNEET S,

B, MHAZ{ThiRwEs i aibiEsh & amt
E# (non-ischemic forearm exercise test)?® Hogrel
68),_ Kazemi-Esfarjani 59C & > TH&E S htz,
IS OJ|ER X3 LIEMOBE L EREERZ
B3I LMTE, POBREAORENSR L, F
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(1) BHETEHERET S (10581

(2) F|EFOEFRBIRICHT—TLE
BBT3

(3) BifEMFRM
(LB, ENELE, FLEZT)

(&) BHEHAERALTES P UHEE
LTHWEEHADTORDHT, 30
PRSRENEBET

(5) HRMINFEIET 141, 2, 3, 4, 6,(10)

SBICHROETS I
11 !
(3 (4

(1 @

T 1

2 Non-ischemic forearm exercise test(SCHRY L b &%)

#F 5 b Hogrel &5 DFEZWEL T, EXREEDH
Ao TwiEBIET %2, BAOFFORTFERE
RBL Mo WEHNEERIZTE 55T, non-
ischemic forearm exercise test %217\, BHIM & [Ffk
BEREB, BEELOFERXR2 IKRTH,
DHFEERENIEZ 30 BEEEHD 0% DN
TITH DT, R0 2 DO HEIMRIETO grip
exercise (1 [Bl/sec) iz LB R AIEERIC DTz v,

| EERROZERICAVSE

BREEE I A F—02HHicikdbESTLY
BRRAOEBMENIBEE Ly, BEEFERO
o, o, v, VI(?), iR cOBERIEERE
TREHEETH S, ¥4, BEREREVEZARAR
F DL EIUF MR T EF(708/709delCTT) T H
20T, BEFT 2 L RICHEIBEROR 5% k8
ERCIE R CRMIC X 32RO TRHINTE
%,
ARRBBHEORERE, ATEE, Uk
B EMRL L NTWEDY, BEANRBEETRE
v, REEZROBETFREVEANRGEEL 2
50, fREoERE2+DICHNLZ20oREER LS
AT, &b HERMAERIDRE TR
FHT3ECORBUWRIBFEL LTHEELRNE
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