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oe EFFNhILZF U L 3O%
g mg ug ug
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HASON—=2ABFET+—=215 (110) 0.2 <0.1 1.5 | 104
XFAZUBRERA (S-26) 0 0 0.2 7.0
EERREHIL (S-23) 0 0 0 8.5
AVOAYY - KUY - AFF T - AAZ - 0 0 02 19
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CODEX HRE 1.5~75 1 128k | 1~9 |10~50

0 [FIRHRFA T 2R

EEEBE | £RRHMESEICAVSNAIRIIVIER FOEE—SICHBREROLRE
[CDWT—. %)V 1E5R 48 : 79-81, 2012 KDBIH, —5XZE)

X R

1) BEETF M HERINVS - BBEERERROY Y b7 x—b. BIEFE116: 637-654, 2012
2) 1lhara K, et al. * Biotin Deficiency in a Glycogen Storage Disease Type 1b Girl Fed Only with Glycogen Storage Disease-Related

Formula. Pediatr Dermatol 28 © 339-341, 2011

3) dLMEEE  ARRBEREEOHECHVONAERIN/EALOFEHUMERELZOTREIIDVWT— HH3

N7 153 48 - 79-81, 2012

4) Standard for infant formula and formulas for special medical purposes intended for infants : CODEX STAN 72-1981 (rev 2007)
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1. Y7O0T7FUVERE (EXF 7570 8Hhi2.5%, 10%)

KT P o Fad 771 v (BH,) BHATHAH, BHUE7 ==V 7 7= (Phe) /KEE
1t (PAH) OFBEE T, PAH DNEMEE D D7D AT KM E TH 5. AFHNE BHRZI
L A% Phe IfE (BRIUE Phe MAE) DOEFSE L L CHOMETHE, 1992 FIZAKR S L

1999 4 PAH KIBHE D —HEZF 12 BT BHAZ S X 0 L Phe DME T A EFIDSERE S h
BH,SUGIES Phe MJE & fr Szl 2ok, @/ ToBR s, bAETIE 200847 A
BH, UG 1 Phe M AT L C b APREBMASEREEL S 7z, 4Bk o BRI 3 2 R
otz ARKEICRS T AGEETH Ay 7 —b FarEr VR EDLZENRE
ENEY Fok, BARLOYEEICB VT 4 AN T BHLARFAOHRESER SO
oY, HEFOEGDNE - BEEOREThNL TS
2. JxZ)UBSERT FUD L (7 x=—IJU® 2500 mg, BRI 94%)

7o ZJVEEEET D) 7 A (NaPB) W ZREV AV VEBEICL AET VY EZ T MEDEHEET
HADH. NaPBIIERT7 2= VEEEET R ) A, E6107 22 V7 EFIVCoA ERY, TNF
SVERBELT7 I NVT T VIV E I LTIRBPICHRES LA, 1ERFH S TWARE
EFEES M)A (BEE) CHRT2EOMEIH L. BERAL L CEREBRED D 2 WVEEID
FRLEE VETIVBETHIORMET I VBORTIRESIN TS, KHOFREIZ L
NEROTNVE I 2 T—=V@A$5H70H, GH8ET7 I BEROT IV EeHCTI VS 3
VEEN O TNV I RAERT A RISDER, BT IV EBEPRITELEEILR TS K
SIS ERRRIC M T 3 BT R AT, AV 04 Y EDS 25 umol/L LLTITE T § 54

SEIVEIS L TEBREHEOHESCVET I /VBEFOFRAZIT). FhThEELLVE
FiE NaPBHEESBDOREZZEE TS, EHEBNECALWERTIE, HERELI VL LVETH
%?é@ﬁiw”

. PILFZY (PILF U EESEERD

ﬁ*%%ﬁ»%%ﬁ(?»# YIEERRC) BEIU) VY REEBATEICE) &7 VE
Z7MEWCBETHE. RETAINDOEECHATNVF VNI bBHTHIEIZE
D, REFA 7 VHEEILEN, RPEEREOBEVERE, Y MV v, TUFZ ) ansBiz
IAERPMORE LNV IFT VEZTRRBALSEE. AN V) VEREREERE (CPS) 1
RIBFE, ANVZF Y PTF Y AH NN F—¥ (OTC) RIEETIE 100~200 mg/kg/H, ¥ bv
)V E TR, TAF = I BRERIE Tl 400~500 mg/kg/ HE%5-4 4. CPS1 *° OTC K1§
ETTYEZT7DAY MO—UEBEWEAIZREEOY M VY v (RE) RELRET Y.
AMPICR 7T U EFETEVSE & D,

4, REA (BARAFI P EXR)

REVAFVIRIE (VASFA = BEREERXRIBIE), a7 I VRBEEE xF LV T

Fob FOERBTEBERBEICEIBREY AT, VIEOKBIIEYHTHE, NF 4%
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BETLERFAVREVATA VAT VEBEBBEROBEIIL Y REIATA VAT F =
VWEBRENLLD, FEVATA VOMFBEIMET TS, —F, AFA=VEEERTA.
AU ECIEIE3g, 11EERMICIE 1EHSOmg/kg % 1 H 2 BEORST5H. Ny A ri5%k
WM A FF = A EO LR F ) BREFIRE SN TV A28, IR A F4+ = U EDT15 mg/dL
BRI VLN A VIREEFFETS.
5. UikAIWZF> (TILAILF®§E 100 mg/300 mg, FF AR 10%, FF&8E 1,000 mg)
EHER - TR BRHEHERECBIAINF U REEDHEEETH L. WNV=F VL -k,
dEONEEMEL D LY, EBFEELZLO0ZI-E (LEINV=FY) THE. HINV=F >
SESEFEBSI Fary FUTHIEIDAEN, FBRILEZZTABOLEMETHHH, b9
—ODEERZERIZIFI Y F)THD CoA/7 IV CoA DT TH 5. HHEL - FRIFBA
HEEENDI PV FYTHTELLEERT VVCATINVFVEREEL, TV
Fr R VEBEAMERES D, FOKE I IV Y THROEERT VIV CoA DBRER
DIHET NS EFERFICHERBED CoAPMERBEENSL T L LD, CoA/T VIV CoA L MRS
5 RBREBEVERINZF VB E LT30~120me/ke/ B TH 5. EHREEAHEEECIIE
AN F VEEFERLANVEMERFT A L) ICRSETEERRL, BBAHEFETIE
15 ymol/L LT IR T LB A I BT ZET 59,

Fl sz

1) Kure S, et al. * Tetrahydrobiopterin-responsive phenylalanine hydroxylase deficiency. J Pediatr 135 : 375-378, 1999

2) Kl 7 roe o375y (BHY) BIRMER 7 2=V 7 5= v MEICH T 5 KRR BH4 BHIEEY 7
o7y yOBEERCETAEEES. BB 113 1 649-653, 2009

3) MBBETF, AN F UM AR NNI T ERBECESNIINTA 7 2o VB MY v AOHEEER H
1B 5k 116 © 842-848, 2012

4) FEH B BT yESTIERRTEE ATAR BUES (B, RRERVERRBEE. HNEBEERYZ X
23. FLERE, 150-153, 2010

5) BEINVIARAELEERES (B) /v 7P AEACHEI T L HREBOEIEIRS. BRI v EHRae (3
1), 2007 {http://www.boshiaiikukai jp/img/milk/tandemumasu_houkoku.pdf)

(RmEE]
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1. R TF—LlF

B S A 235 — EFRIRAIZBED N B FEPI %

b0, 5T REFRELTL, BT
7= DVEH 35% FREET, Wi 2P KE S TS S

DDA T L DHHIRTH L. Lo Lk
A6, HEF 2 FrEEA S X o TR Wb RO E
EFT- B IRHEO SRR E, AT R
F— DIFREN RIS N LI L5 T, HEHN %
ARG L,

RBMEI AT —THB IR EETH LT
EbdHY, BEHNZENTETHLBMIIEL DD
FNE, AL, HiEL EH R S e n s,
TR D Iz ORI TN W E F 0k
Witlb 2 <dbsbZenfEflansg. Thoidhb
HTCEZLE, PRVEORBEI L/ 3F =N
KEBMOFFTHLIENBRTESD,

MBS AN

I AV F— (ATP) AR O RE X, BELC
TR NVF — KA OREE, FFCE, O, B OE
m BRI, BE 7 & Clk s v F—RBoEEl

BOBEEEE L WHTLTHEN T .

MPm?T///~U/% > i % 3% (ATPase)

\Z LY ADP &R VIR RS BB R T,
UL #E( S 4 3 ¥ ATPase), A 4 » i 3% (Ca-
ATPase, Na, K-ATPase % &), OHEHEx HEHF L,
M TOREEEZHRFLTCHA(ET). Lo
TATP A HE L, HMBOEREBRELT YT

B A F—sid

N RS AS: Tod b
TIEERE.

e BT A A NF— LB LI, 7)) a—
Py TN a—- AR IEE T BRI RYER, I
RO T AN —FEERERE & U IRz 228 &
T 5 BEALR, I T FY 7B AR
YEALDID D HEARPITO ATP FEAEIZDWTIE,
BRIOE T A F — T L T~
LT7F ) EE(P-C) A, FOBRBOBENLTY
V= RS K A SRR BB S, #
DENEHERACHIT X DI E M ;51$w#~
e~ EHEd (3R 1), BEERIERE O LB IZ A
ﬁméﬂ,%%ﬁ%ﬁwf%é7Ub/¢ﬂﬁu

AR E RS &7

UHERL, TR R ST
HBbTRTEH DT L BT 3

fb ATP FEAEZEL LT3

—HIDLH) BT ANF—FEEOM AL, HiF
Ok R GEB)RM, FEHUC LA RBTIE
& U I AEBERZ) ST ETH X
g EN, FUIHET Ao AN F—EE
D, energy supply / demand DOREFEDSEHE
&7 o TR 5.

REESANF—EFE

[ sk] [RBHES 4 /57— (i) 139 a0 %
MEXEL A ERE LT, BbITRLF—
(ATP) BRI E £35S L, I,

FABHERR I E S ATP OB TR 2D 5 VIR H
ENWEOHHEANOERIC L DRFEE
ATPase
ATP ADP+Pi x£1 EHEFSANTHEINZEE
CK CERORE | IxIF—EEEE
£ BLicks
P-Cr+ADP ATP+Cr} | 2EZ b - R
BERE O EE) Re b
(Paxyrie) ”
B1 ATP QOEE PRI O i
ATPase: adenosine triphosphatase, P-Cr : phospho- ngxg@ﬁﬁ mn?iﬁai%@”ﬁ”w:—x & RERERR
R, ) : S BV SESE A E
creatine Pi : inorganic phosphate, CK : creatine ki-
nase. SEEEOES) (R L) | LT F VB, STy
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G SIS ) (F BN

WEoTEFEETRIFNF—EFEREETHLD
Thb ]

BRMESRL LTI, ATP EAOREF A
EEQ@Q7)a—7rr / rva—a QR
@TF I/ BiY) BRIORERE L TEHNLRE
X AHMBEE, AERESIN TV AMREED
BELREORBDEINS.

BRI IR VT I AV F —HEB DLW EE T
HA, FFIERRFITEEO 10 5L L0 ATP %
EET L5, LT, FFIGEBRIC ATP E45
WZHE7Z ADSREAUE, BEIRE L CRE, FifiE
WAL AR BRI, B D1 T GEETH F /1213ET1E),
BEEET R EDALNE. T/, HEEERE
DEHAUIMZLRIBL T AEEE, FlETHN
WERFEER (FFRE R, (RIBEZ &), B Chidire
NA, BHEE, FEHER, TPEEES): &S
BAERAET A LA, LT, B
KREMEL THEE T 5L, MEHIRERD A
DR, FHERZ HFET 2R, LHEEL 6
FE D8 - Ll sPARCAEERE IR % B3 5 B

BIAREz 6N 5 —FIC 2B FoEEEEL
BET AEEE, £FHE LREI Pk L
iz,

— R I AN F - R TR O 5 A
B EOHPEEI LT TANVF— BN TE RN
BERUVORBINBVHEOERT 254, O
BEADHVITHEDOEE I L 2 EEOHED
FRBEOEED 4 2250605 B2IFD
I HEDO~@IZDNTHEZFERLIL.

DEDEIREBZ NG, KETEHE )
a-r U REEEE] [HRERHEEE]L 3
farv FYT7TREEEE] (7 VREEEE]
[SEFIE S F8F— ), [EUEHE] [EHFHE

WERREE /], (34 7YV RIE NI T
WL Tn5

x2 ﬁﬁ@bﬁlﬁﬁﬁ~jﬂ§ @%zﬁ

BREEEm7IVIUZL (B2)

FEENC L ELR T ANE— R AR T 5EAD
EELEEOES, FHREMIUKFELTVWS. K
TWART LI, EFOWE, BHICL-sTHY
ENDIAINF—EEDERNOEEDEND D
h, TNEHEMBTLIET, EOL)REHNTE
AR Y 2T bk, BH~OFEFI2)2HES
ZELTEE.

FEBRO 2B AP RBE IS/ —1TRE
2 DODBERBEN VT A ENTEDL, Thb
L, OEBNHE, QOEENZH KT ETE,
JEETHE) R TH B, HIETEL LI LIEHIE
RDOBT 6T & HERFFER, R AREER,
A WAERE OBEELR )24 2 0%,

OOEHAWE O P THERLEBEMN T
WRa X -FHaxr)a—rr REOBE I D
., “homerun” A & XiIh, 7 )a-r%
BLRIANF—FELTHREHEFE LR
WX VIT 2 WIRIL TR Do TV B I L %R
BLTWwa, ZNCHETAHE, Elewo<I L
fﬁﬁﬁ@%éﬁ% Jeb ZENAF LT Gy
H— e EORIERDP S 5 17, B

WhhAIMI Y FYTR2FEKE LT ANF—
EAN DD BIRIBRO R EEIEICS . T2
IPIVNY TR ERMERSH B L E,
FERIZFBII T2 (, RIAWVARS FT ARAE
UERMDH 5.

BB IZBW~DFEIPNERLT VI A 0%
RL7z ZOTVITY AL THEE(ED
BB ICEESTFEINL D) % B, &5
IHRREED TN ZENLETH B,

1) *Das AM, et al.:Inborn errors of energy metabolism

e

ATP E’iﬂ?ﬂ? (energy-shortage type)
IO OO AN F - HIERE

ﬂ)ﬁﬁa ﬁ’ﬁﬁﬁ %‘5771&“["
AR AR, PR EIR

exercise intolerance B!

BB DEFE (substrate accumulation type)
EHMERE

IRARIER, FAIEMR, HOET, LHEE YAEREE

-weakness &I

EROEHMEE (substrate depletion type) | A /IET,

CEFEE R &

BE5 < weakness B |
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B -EE1E

| TCAY 1 v | — BeibR 1 > B8E > |ATP K]
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JUa—-7 o RKHERE
PKIRIRAE
AAGRIBIE (Pompefs)

A ORI S A /S F — 5 B

RHIE S 5757 —EE o
EER
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e E « B
seirmas | | e
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PK: phosphorylase kinase, AAG: acid o -glucosidase

associated with myopathies. J Biomed Biotechnol
2010: 340849, 2010

2 ) Adel B, et al.: Metabolic myopathies: update 2009 J
Clin Newromusc Dis 10: 97-121, 2009

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

4 ) *Berardo A, et al.; A diagnostic algorithm for meta-
bolic myopathies. Curr Neurol Neurosci Rep 10 (2)
118-126, 2010

5)*Botham K, et al.: Bioenergetics:the role of ATP.
In: Harper's Illustrated Biochemistry, 29 th ed (Mur-
ray R, et al. Ed) pp 109-031, McGraw Hill, 2012

6) S W Moses: Muscle glycogenosis. J Inher Metab dis
13: 452-465, 1990

7) MR, HlET ABEHRE AERESN

7R ELREIRS. AR (EE R, ),
pp626-638, MG, 1995

8) Darras BT, et al.: Metabolic myopathies: A clinical
approach; part 1. J Child Neurol 22: 87-97, 2000

9 ) Darras BT, er al.: Metabolic myopathies: A clinical
approach; part I1. J Child Neurol 22: 171-181, 2000

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

1) MIFR, HILBTF R AAT) L) UBFF—E
RIBIE. [BHEARREIERE] H PR IR S R i &
1) =X (No.36). pp37-40, 2001
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%‘*‘iﬁ’% B A/ F—BEANER

REMEI F/3F =13, HHEORAF RS -
AHEFF I TRV — SRRy 2 AL
BEIZIVEESN, IFF—RELTERD
BIHTHD, I/ F LA igsoBEEr
EHTHEELHY, EbIAREONEITLFHE
b7z b, WIBTREREIIDOWTERARYEH LD
T, X TIEABME I A/ N F— 2B 5 — %R
R IZDOWTOMEY RE,

MERE

ER [miR—fix

EERVIEGRAR 7V b+ —¥XIE)
(B LR, IXBICGR AR ) &) v EEX F—
YRIR), XU (TN FT—¥ ARIE) TlREm
MWEIMAS AR SND. Barth EFEE CHFHRERORA,
88 A B Bk I 7K 3% B2 3R (MCAD), neutral lipid
storage disease with myopathy (NLSDM) T H Ifl 3k
PEREHEA RO b5,

(2 Juib i =R

FRNRa CEAESS, (LA O ERIBZ M - THHIRLA
DHELDY VX7 (IF7u¥y) BECK
LDH, AST, 7V FJ —¥)»%&MH Ll 125 i
T5 INOIIHRBEOEERY—H—TH5

% B B % © 4 F & 3 creatine kinase (CK)
82,000, aspartic aminotransferase (AST) 95,000,
lactic dehydrogenase (LDH) 140,000, alanine ami-
notransferase (ALT) 54,000, aldolase 39,000 T& ¥,
AR B IAR R BYIZRF 0 CK AT X h B < e
TLERTAH F/ 3F 7005 FEE

K1 JUPFUFF—EBPAVUYAL

17,800 & S HIEASFTHY, PR SS5 =32
B &4, EBIZRFICERESI NS 0 ED
CREZBRVTIE TRRHBERETH LT, fHikE
Z? early indicator & LTEETH 5.

1. CK (creatine kinase)

A b 5E L EELBRRET, ME. T
BoOIlL o T CK DERISHAVIHRE SN CK
TEREE, OHOBIEIC L &R L T AR
ZORETHY, HEZORENILE, HERD
WL Cidb o QSN EETH 5.

CKICIZ42DTA VA LN, T2
# %, CK-MM, CK-MB, CK-BB, mitoCK T &
0D ZNFNOFEIEE 1 IR

% CK EIiE—fxms, THL VBB TE L,
ALRBEIRAL VB 248), 2L T, BT
R CHEBEF R ETHMERD LI DD
% (Topics Z8).

CK OEEH D LFIFB LRHON, HRBYH
BEZHD ENDD. —HRHISEED 24 ~ 48
BEgEr—o&L, 5~7 BBV THEDE
[CRD. EHBIIEAZERKEVSATYSYVUTE
CK BT (UL [TEBZEPHH, JLTITH
BEOH2E<OBWVWILERTDCENED. F=ie
FEHHPBEVEEEREREICKD CKDEEF 4K
< BROOEEL TWVWDETISBERNROME&KIC
& D& LRI, ERENDERBEL.
Ele, HBREHICIEVLWTH 2~ 10E<5L0 CK
EEMNBSNDH, TNFEEOHRIREENEE|
[CRDEtHEEENEI OND.

% CK AT S 08E, OHEREZSR-25E
WATWEDWMAETH B, MEOHEISITOEE

CFPAIYA L MM ' MB BB - mitoCK
il BHG Wi B - FiEs IbavkEy7
FFE 82,000 82,000 82,000 84,000
Km (Cr-P[mM]) 2.56 1.36 0.86 0.51 ~1.28
E LT AL F— 54.9 66.5 59.4 101 ~ 1108
A (RHE) 15 12 3

(8% A JOEVHEE 5.5 £ 3.2 BY)
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(2& Y, BEER ETORIMOBEICEARICER S
NAHZELH A, IMECK OREMEIR N/
&, FOMOHFFFIEREE LY & CK [UEIL 4 D
OFEI oA B 1), $7bh, &Kl
EABRET, FEhETCIEFEED L VITIERIC
FE I AHFTWET L8R, mEkRL,
SRR BREREITH L. BETE DTV
Sz, CKAEDOMIRI ol % #1234 &
Jwv, 2B CKIELZER L -BEOZEO
WD E T Lo I 4/ F TR

VENER A IR, 2 ~ 3B BMRET A
BOEELRRA L DERE LA 4
F-— O HTH Pompe I 1L EEFEE D 6 d &5 B O 356
Blam L, BEMERACH &HE CIl IR eI
RO PR THEERIZERIL AT 52 0%
Vo FLT, FO/10% TREE 2 LR A
His.
2. FOMhOERFER
FOMOERBEESEIZ, AST, LDH, ALT, 7
FT—¥Endhh, FFEENSELNLZELH 508

(/L)
100,000
10,000
1,000
100
. — EFERY _

R )

o JERE (ch)

—a— FEGA (8F)
1

K1 CKA{BEDEHE

F2 & CKIMEDEZHOEDTT

Ney—> - | CKIE,

%

BE >2,000

B % AT E

IFANNF— HYAMOT 1~ RIEWHER
Duchenne B, Becker !
EERBBT A ba 74— (BLUW)

500 ~ 2,000

Frmid hEE

BB A O 74—
Duchenne BIREH (&l8)
Pompe &

200 ~ 500

YA MO 74— (BHEREETE)
Soa— O NF—

Pompe 7§

BRI AR BRI T

EFE~8F

iRR

—BEOREE /AN, HORE
REHE o+ 85—
EE) 7% L OB
25y 2 EEE
L
L %
%t JRARTE
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Wi RBHSS/(F—EFRNER

AST £ W & ALT OEEN L% DT, ZOHD
TR 2D, AST DENXIZ CK OB X IHEBIL T
FOMBERRONE. TLFS—ELRETHS
D, REBEELDICCK LIYVE A FEEFO—
DTHETNVFT—X ARBETIIERMEL 2 5.
HBINLORBERIIBHBRAHEEETI
fBerDORECTCEALTBY, BHFFO&HICLS
ZEDLEN,

3. ¥

bV FUTREERFEIEROBRICK
D, WIREHPFEETIHEDRH 5.

A5 BLBE BUAR (Pompe 7 % B () TP O B A
H3d HIRECIIZERHMERIAE 2 R 9. BRICHE R
1 B CEFLY RN IER S RMEEX 25

T G585 £33 B8 TR A B AR DL 7 |
ED LR E ROV TH 5.

4. MBAHINVZF>, FIINANLZFTO

71—k, (B KORPBHEEE D)

AN =FidHe, REBHBEI bR
TANIR%ET 5 & XIWADHEETH L. FHIEL
R EEEICE ) ABHEI A /ST —08Eb LS
EERAINVZF COHIE, HbETT VIV
For7OTA4 =NV F S TATAANRY U AT
E—THET LI LIMMLESZHE L TEETH S
(AR, pl7 ~JBHR). E/RPERER ST
LHETTHET A LT, MBRIENT A0
ATHb EINEOEELLRLOTHREKEAETIE
ahER SATHFRL LS.

5. FOfts
REEIANNF—TEBEELEHTHZ L0
D, ZOFEME L TOBUN % Cr, HEIFEAHE
EEOREBROMBET VEZTEE, I+arF
)7 R B EEOMBEABRSEGEDL) 205
LHEEMIIERETSEIIENI N,

AN TERERE TR

Fa—r U REEFEVFEDNDLEDR
V=Y T FANELTEETHA. FEllLS
LT RIBLES & malERi, EELZHIEE, 758,
IF UV ROFEROBEBEINED 12, TFIC
LA E I T ATk BB SRS B R SN (R
4 FTER4-ROBEIL T BT R EE BT B D F (T H
WL B)IEMR). RS OHICEEOL R WIER
THkLEBBEREGEGE 4 H2)3RmESh, H
S\CBWHEED S VRSN TV DAY, EHEE
TLTVESTDOEADNZLWEEHHY, AMP
deaminase RIBFEDFFMEMETHIZWEARME T
H5H. LorL, TOWETIE EHBEFIEEIC
RIFL TV B 700 BE B HE 2 BT
WEAMETHY), HHEROBERCOREILTE
s,

EETIIIE 7YEoTOLEANALNS.
(O HIUITED 25 F U ETHhIITER L&F
fili LTV 2 ) FLERD L EASED &Lz Vi A3
SHIEOREN, TYESTOLEN WSS
{X AMP deaminase ZIBED £ ) % 7)) ¥ AH D

=3 REEEERE - HDIV=FY - PUIWHILZF U

1) ANZFrHA s VEREE
a) CPT2 : — EE~hEFEET Cl16 Cl18/C2
b) Primary carnitine deficiency ' }
2) BEREECH B R E
VLCAD EE~FEERT Cil4:1  Cl4
LCAD SHNELEE
MCAD C6-C10 ¥ 71 V3K B ! C8
SCAD TF LT ! C4
SCHAD 3-hydroxyglitarate { C40H  C40H/C2
LCHAD/TFP THNK U C160H
-k FOXR I TUHINNRCE
MADD | ~—
NLSDM - IERIER
Barth SEETE - AFNT VY aVER
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2. tEHE

&4 FEPRM T RIpOER S RSO FEFIE

(1) herciEhxMET 5
(2) EREIRIZT T — TW%”ﬁ?&
(3) 7 A FEHOFMAT 5. (FLE, YAV UEE, 7o T lE)
(4) (1) CHlE LB 70% OJC 30 BEHB IR 2 - TR L 1 5.
(5) 1, 2, 3, 4, 5, (10) HBICHRmMAE T, ERRWETET 5.
(Hogrel, ef al: Neurol 56:1733, 2001)
(Kazemi-Esfarjani, et al: Ann Newrol 52:153, 2002)

%ﬁWEMTﬁmﬁﬁéﬁﬁﬁ®¥&(§ﬁm$%)
‘*L/L_L«;z HFRAR S 720 B ET 5
fiﬁfﬂ‘ GEEEM L bR 179 .
KA ( ﬁ%ﬁ%)@$§~ﬂm7//L/b%%%,E%mmmmguﬂﬁ
T5

[e

LRy Yy bR E, R PIIE ROAIUE +R/MIUE 2) 1B 2.

BAE (F3 T4k RIELHEE A | #C1 B 120 [ 2 5T HhE 5

0BT BRER R, FoERaMITIERIC T bR Tn b i

37)«5 é

6. MEEHFET RIS Lo Y Y 2y NOFE% 200 mmHg VBT CEOFE F 2455
Tl S5 .

7. BEIR D S BRSNS TR LE B I EFMOES 010b &,

8. BRI ZHBL AT EFZOMB | ~ 20 ICILL, @ EH# TR T T
FEIM$ 5%

O RIMATE T I ITFREOIEL 010 ¥ LE P L ORI T 5.

10. fLEE, YWY VEER 7TrED T RWNET A,

[ SN SN

FURAIRE SN G, LT © Mo — R R
TEHEWE VEEORE R EAPHHI2000h 5
TR LA L2 s CRERE A A B
TR BT X AREE I A s — D
MaER B IR

FRIGE

Bl =470 KR~
AT UYEATTUY VL RO 5
e IR TERE, RS LT WA, 347
M2 IJEFRmmTEbES AR RTFR uLx@ﬂ%@%ikm FSE I, TS 0,
BEORBEAOHHI T TH L. L LkE

&5 EMTWEL@%ﬁﬂ§h$%W%& FINF—D 5

R T EILE VR L PUEZT
ﬂ:a’%’f;ut T 3~afs T s~ t 3~5ty
B R4 TS
TE L —, 2fLF —, 2T E¥RIG
RAKRY T — X — ¥ RIBE 2~ 4f 2~ 34 EHEG
N (E<ily—ERIBRE EEEE E# B EERS
X1 B (SLERB K R RIEHE) - —F it 1 EERID
RERRBR LR NG EERER EE RS
I har P TREE EERE EERG EERIG
AMP 77 3 — Y RIGHE EE RS RIS -

{Darras BT, et al: J Child Neurol, 2000)
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“win KBNS/ \F-BENER

DEBREF—EICRI 2B IIRPAKEK
HEtxh, BERYETAH 34/ OO0+
Bli1780&, "NEFu¥Y¥ o 1/4 T, CK,
AST, LDH 2B L TN 5 FETH A, Lo
YNT UV LRSS THRENET, FEH
A55 = 32BFM L 40, ERPIRPICHRES
NB7-DFAER O ME CIIR I EEE 25,
FBERVERONIEE, IR NESOE VIR,
IFTOEUR, BVT74) VRVEEEDONLS. B
RCEIMASEBEIC L b 6d, E TRIMER
OEMA R VIBES, NEFSOEUVREIFSOY
VROENHNEEL A, ME CKNEMELR A
NFrZa7) rBETLTWRWE, &AW
FRERRLZ, #5908, SR T 2R EofmERE &L
TWAI ETHETEAL, 34/ jRiTa—
F(cola) DEFIFIZ OGNS, FHEENEZRI
B IIRT
BBRHEMBAENIF UL VROBEEYS

E3 =HJOEVEROEHE (Mb: IF50EY)
(0% 1, pix BH)

- a&ﬁdﬁjﬁi

«««««

REMEIFNNF—OFTIF /O VRERFE
ZTo, BEROPTIEIANVEF—MREICE
THHEEERT, FEAREOBEIL X ) HIUE
WRED ATP S TE LR RAZLIZL S, &
BRI E, FEEGA VAL ERR VIE, BER
VI B, REER IX B RS X B BERR X1 B,
ERFEXIE EERXNEOIEETH 5.
F0HHEBEHMEBEEOEZ DL, VI (McArdle
#R), VI E(Tarui %) Th b, M B (o HEEE
RIBIE) IS TE R AL R S e ahT
WS, BRI RR R BIEL /- & T ARES
BRENTVS, BERBETETIIEIL BE
SHNE R BRI K EEEFE (VLCAD) RIBEE, HHIERS
BRIk ZB# 3 (SCAD) RIBJE. 3-hydroxyacyl-CoA
dehydrogenase (SCHAD) KIBIE, =SEEE# (TFO/
LCHAD) X #& fE, phosphatidic acid phosphatase
(LPINI) R3BHE, HNZF VI PA VIS
A7 x5 —¥(CPT)II RIBEDHID 75% T+
FOUYVRENBDLNA.

EREEYNRE

i DER

RBMEI A/ F —TIROHOBES ) Z &t
Znicw, REOEBLIEETHAS. Ibav
R 7 RIZZMBREBTH L0, LHOBEEY
ey ZEALIELIER Y, LEREELZHICE
% (4512 MELAS O /UFFIE, KSS OIMZEEE).
FEIBEER T, 1 5 (Pompe %) T PR BREDE
fE, IE VITBEICTOHIBALNS. IR
RBMEEETE, HERBERNRHREILER
LS ZIES D7 B EH R ERERL, R,
LR EODBENRL LATKELSL. LHEE

x6 BEROER

Pl | REmRS RAE mEERs SEBERER

MR B FRImEREE AN -
R . NTrFOUT) SER HHET

NTrrFa7y KT
NEFUVY R [N E#® YYLY v ER
CKE¥
*ﬁ%ﬁﬁ%
BLT4UR Btk E# - HHET =
B
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RS, [EEEESREID D B (FEEEHI V= F
>~ & I8 fE(PCD), NLSDM, VLCAD, Barth B!
TEO/LCHAD X IBSERFEHY) .

F BhER - #iEnEERE

Pompe i Tl H] ARFE L O EHFEELS, B34 b
= — T R Ay S SR L IR F O BRI ARG
BeiBo s, T, BAEENARCHIEBE 2 &
DFRMEEM SR OND Z E b5, FERIUHRE
WA AR B 2 FIEEEAL SR b b,

(3 R

L, AL EORIREEIEIRE &0
TAHI My R THOFHE, BROOILE
&k,

B 7

ElECT

HAOFMRIETH L, EOBAITRIFE &6
RAZE SO N HARREVIRICAZ S, €O
BIEHOETREZHMTADIIENTH 5.
RESF O T AINTUSEBI B WKL S, FHEWR
AL OWRIBNZ B IHILD.

2 & MRI

T1 SR TR &R & OTLRED AT fE
THY, T2RAFGETEFTAOKSELEHL
TWADTRIER EOFHIIE L T\ 5, R
TR ECE G LB T ESEL L TR,
% B PR AR OEIULE &2 B M2 AT
P TE S,

El B CT/MRI
IPIYFYTRTIEBIESELREERON

B.ORME, N, PR ER & OISR R
D3 A°02, MELAS Tld, HBEEMEMNDLHEAM:
ORARFEMIFR RS, Leigh TJE TIa AN IR,
TR O TE AR R OB R E RN TH
5.

HBEIRERE

Ta—00, B, TOMESRZBWTOEED
Rl SICIFRBHTERHETH L. F
o — b PR AR S8 E T O BE R IT O BRI 2 7%
LD,

TR (* MR

1) Morandi L, et al.: High plasma creatine kinase: re-
view of the literature and proposal for a diagnostic
algorithm. Neuro Sci 27: 303-311, 2006

2) Berardo A. et al.: A Diagnostic Algorithm for Meta-
bolic Myopathy. Curr Neuro Neurosci Rep 10: 118-
126, 2010

3) ML, o AUBHE 2 A 8F — . BRIR R A 46
479-486, 2002

4) Bruno C, et al.: Lipid storage myopathies. Curr Opin
Neurol 21: 601-606, 2008

5) Pfeffer G, et al.: Diagnosis and treatment of mito-
chondrial myopathies. Ann Med 45: 4-16, 2013

6 ) Gianfranco C, et al.: Rhabdomyolysis: historical
background, clinical, diagnostic and therapeutic fea-
tures. Cli Chem Lab Med 48: 749-756, 2010

T)BIAFHFR R 34UV RIEOSITE &
B A% B (), HAIERE (W), HIRERE

N7 o AR, pp99-103, 2013

8) *Quinlivan R, et al.: Myopathic causes of exercise
intolerance with rhabdomyolysis. Dev Med Child
Neurol 54: 836-91, 2012

9) AR  ROYEENHE— &R, RE, R
L&, REEIL, pH. #EEKSS: 1212-1216, 2009

10) Gogna A, et al.: Image-guided musculoskeleta] bi-
opsy. Radiol Clin North Am 46: 455-473, 2008

ZIgT ", BIsx?
DSERABERI AR, 2 ESRERIASIRR
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1. BRITUI-TSURBEBEDERE MY IR

BRI OS5 REEEEDESE EYIR

771) 3 — 4" X, 3 (glycogenolysis/glycolysis) @
B, 4D 18 (Von Gierke ) TIRE S 72D
i)‘ilgi NTHoHH. REEI A/ F—E LTERR
EhloR s a-rrREEYTEONE
(Pompe ¥%), V B (McArdle &) ThHb. FDHEL
O CHF7-RREOIMED 2D 27275, 1980 F
fRIZAD, EIANTF—%ETHVDD LIE
WREEN G4 ESERENTEL F0EENS
HEDD o 7 FEEHRE T U #7727 phenotype & L
TIF/F—2HEIRUEUP R I T, 4E
BURBIEET A B AETIEH 2, %L H
MR L EBIERPRE SN TH
B, FRBBEEONE Yy 7L L CIIBERHTEE
7 Pompe T CHFE SN AL L, WEOETHLH
Fn BB H o7

2T, ORI & L RRERTSED
e, @ EEEROF - 2R, O TR
R BEBOBE, O3 D5 THREDHE
FIZDOWTHAT B,

FRERHERDE Ul REMROEsS

MW, BERPW, LEBHIEREYE
ERBHEI A/ F —B D00y F1) =T
HHH, HILbNOWRETHN LRBHEI 4
I8F — FEAFITIEA 30% DEEBI TR W ATHEE T

5500, BOIIEERPAFHETH /2. HERASY
RO — L O—F 5 TRIFEEE T AT T B HAl,

Tkt -7z o —2 L -85
70— LR, BEHDLBETIIKS TTH)
= R —ITAEB &N, B ERY R
TWh, KERY—7 2o — 2 HWzaHico
WTIEBBRENEDT, ZITIEAYROT—0%
2 & B REDRITIC OV TERB.

Soga & 2Nz X DB SN Z O, FRIER,
EHRD XY KO — KON THEDORHY L 1
BB OHEG TEEGEE, EE)VTHET
ERORIREX ML ETHERTH A, bnb

MZZ B RHME I A8 F — OERBIISHET 5
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1‘s%iﬁU3—TJﬁﬁi%ﬁ®E

ESE Nf“JQZ.

ZET, WMENICERTEAMYEREL, 2,
RERBIISHTEZWREI PRI L. OF
‘9, EREERIER ETIERBHRBO S THRITL
TWibDw, ¥4+ 3y 7 25RO kE
waﬁnﬁﬂﬁt&ot®féb

fl £%BCRETED A RO—LDIESE
HERRARK) 10 mg THRERORBWE ofEE,
BLUNRY =AY VEREIEE 3 TEEE TCAY A7
Vo TENEERFRETEALA(ET). 0L IZME
FEZROAL LT, FIABBBIZDOWTH R
WETEXLZEIEHRT DS,

B BEHOBEERRETRICULEAT R
O— LfEROIE

BE 4EEOMBMEERSHON TS5,
FD R COEEE DL R EAE EE 1 T (Cori
#), VE(McArdle 5% ), VIIE (Tarui %), B &
CIXEIGRAFRZ )X V8% J—F  PGK X
BRI BWTAY RO — A %M LRI
mA, vEZZIva— 21 Y B(G-1-P) L&D
BESMEMBIERO A Y X0 — 23T TR LT
7o, KEEERIZENENT) 27 V5 RECTETE
Db ABETHY, TOERES) - %
EESHTABEROREORHLEEZILNS.
RAKTIVY bFF+—H(PFK) DRIBTH 5 VII
BT, 7Vvo h—26") VEEFP) LD LD
REOEBNRON, 7LV 7 =21, 621
E:(FDP) & D THROFBEIIMELTEBY, KK
B TILF6P & FDP DI H 5 PFK THEED T
Oy 7 HABELIFETEL XTI v
TN e R 3-1) VER(Glyl-3-P) £ b L OZEE A
HIL 3- R AK7) ) YEE(BPG) & ) T T
BOB% B D, PFK RIB L FEE, Glyl-3-P &
3PG D THORENHEESI N, CDOLHITRAY
RAO—-b 7074 = VERETHIELT, L0l
BIBENDLIPEHEETELILVOND. HE
ERCWRAEREOTEEOALZLT, XTI
(LDH-A KIBEE) % W TIRE RO BRRKHEM T



EREL AT O— AR M - Muscle glycogenoses (BFEUBETR)
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]

glycogen
glucose / 'L
G-1-P
v

N b =2 AR

G-6-P

6-PG

—

Ru-5P

v

v

a -ketoglutarate

A

dihydroxy F-6-P
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-acetone-P

!

Glycerol-3-P

v

FDP

y
Glyl-3-P

v

3PG

Y

PEP
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pyruvate

7

lactate

5

succinyl-CoA

X

isocitrate

Acetyl-CoA

succinate

!

fumarate

/

malate

[

citrate

TCA cycle

oxaloacetate /

1 ERD JUBMEORSEX Z RO~ L
CO mmen sy,

HEENVEVEBORTAALN, ZOZ LY
WY VEED S T 2T CoA ~HEL TCA Y1 7 )L
OB RAEM Sz, FE TCA Y
A7 NVOEEIET LT, Tl TCA Y
A4 7 )W CHEREILS NADH, FADH O A KT
RIRE EHIIEIRECI by B TIPS
TOATP EAIIS Rt B e 5 2 Th BT RN
ERELTWA, B 1ICFOREFMELTVE
BT AT RU—LDORREER L. Tilobh
HAIVTHEERR vV ELI B W T, PDKY BIZT D5
BEAEBIHEMLCWAEAIRE L. PDK4I
7)) a—4 R D S IRRFER A~ metabolic
switch DIFEZ B LTWnEEEZLNTEY,
HEE SR V BT metabolic switch 2570 L T, #
PERTIIM 2 e VT AV F— R % Je iR~
WLIVELTCWAREEZONS, LALESED
TCA A4 7 VORBYOFIHTIE TCA YA 7V
DEEFEENIRI LT 2E 00, gD
LDTEF )N CoA DEYETHLEE W E 72 IR
BHHOTE LR S

RS ERORR SRR (M, & 1)

2, 2 VICHAAHBEL AR TR
DWTRT, BEIc DWW TCIE & TS,

FREERICH T 2REORE

11 2 (Pompe 9) 12 3547 % [ 32l FE &5 (enzyme
replacement therapy : ERT X AED BIRERZ KE
KEZTz L LILIRETO.LH DR RIZHS
P THBIZS LT, LB, EFRIIB
THEHNOMRIIZESETH L. EOEE
HHVCIRBEAOMBELEPHIToNTWA
B, RECEENTHEL T 7 VD AN =
AAHEELTRBEEZLR TS Y. 728
7o E LT, FUREZEIIERENKECE
fELTC, REREFLBR oL EHETERTS
ZENT R Y, B ZATEIB R ORI EE DT
RIZDOWTLEET HLENNTE/2. ERT T
F &5 recombinant human GAA (thGAA) {Z i1
WEMT@EBL2VOT, ZOASHEEICRZ->T
VW5, SR ERT DMBAOT )N —DFiER
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1. BRTUDI-TURBRSEDESE MY I X

G-~

YUY -LTORE

FURILTILFE RSP <

)

RZART S —IEIE B

2 TSR OESR

=1 HEEERORE (FEOESI DiMauro S 5 V12X %, VI O phosphorylase kinase 13 IX & & STV 5
BaELHH, RRRELTE)
fREY RIBEER BET BRD - PPHTTIRERARE - EREREER
0* glycogen synthase GYSi 24.1.11 fi5 B, SEE) TR
i acid o -glucosidase GAA 3.2.1.20 D oNER, MAMSERINE, B | MAET
11 debranching enzyme AGL 2.4.12532.133 5. FPBE, SR, ROER | HHET. SEBAE?
v branching enzyme GBE] 24.1.18 FRILEK, B, & HIHETF
v muscle phosphorylase PYGM 24.1.1 3] EEAE
VII phosphofructokinase PFEM 2.7.1.11 fif, AR R ENT
VIII (1X) | phosphorylase kinase" PHKB 2.7.1.38 3 EETE
PGK phosphoglycerate kinase | PGKI 2.7.2.3 FRIMER, EImER, & SEHRE
X** phosphoglycerate mutase | PGAM2 | 54.2.1,3.1.3.13,54.24 | # EEAE
X1** lactate dehydrogenase-A | LDHA 1.1.1.27 B, i (B&RiKH) SES) TR
XI** | aldolase-A ALDOA 4.1.2.13 FRIMER, # S CK
XII** B -enolase ENO3 4.2.1.11 ] SEE)AE
XIV** | phosphoglucomutasel PGMI 5.4.2.2 ] EBHAE, CDG
XV** | glycogenin! GYGI 24.1.186 i BET, TR

CK : creatine kinase, CDG : congenital disorders of glycosylation
e SF )T —OREEREST DT ETRESNCDD, ** 1980 ELEHICRESN TEEHIERR
" phosphorylase kinase MBRES(E VI, IX HBMEDNT LS.
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HREUT L) D—A AR BB ENEE - Muscle glycogenoses (BiBBEs)
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