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2RI, KEOIFZuyaFEaERDLE LBHIRRAORNESR, WEIMF B & ORPICHE
MENTWE, REFEBTRZIAIPESTESIHE T, BRI EDOWIRRIAVETSH 5.

A SHIOEVER

........................................

IX T VEANES O Y ERBROFFIRES TERES, ORHICAS AL TW5. BREAAE
D~ —H—"T&» 3 creatine kinase (CK) DT &L 82,000 T, BIEH: - DEICEMRIZAWT S as-
partic aminotransferase (AST), lactic dehydrogenase (LDH) DIiFFTHO L/ BN L DX, THhT
HOSFEHH 95000, 140,000 T, CKDFREDKEVNEDTHE EELLATNA.

—FIF I uE Y DHTFEIF17,800 &, ~NEFTE VO 1/4 T, CK, AST, LDH 2l L T/h
XEBNFETHS. 3470 VI KBo»EHE, FRoRESh, #BF0RFAOIREITHT
PThH5. LrLKEOHIENS—EISEI > 25&ICRPAKEICHR h, BEREETS.

[BEOPY] 498-22808 1. A IOV RIEOZR & &5
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WEERORE (7 BEBREEZEC LD SR

yEER [ aZ!  Glucose-6-phosphatase G6PC 3.1.39 iagi ir%id)

$EER [ b B G-6-P translocase SLC37A4 e FHiE CRfs-Ron gt
EERIE  Acdd a-glucosidase GAA 3.2.1.20 U2 GR, IRESRE, & FHEpEy
$EEHIE"  Debranching enzyme AGL 24.1.25 32133 #, BFiE BS0IK FRODEK FFEY,
' FFenEY
yEERIVEL  Branching enzyme GBE1 2.4.1.18 IRINER, FTEE BTEY,
FFAREY
$EER VAL Muscle phosphorylase PYGM 2411 & Ay
PEER VIE Liver phosphorylase PYGL 2.4.1.1 B BFEY
$EEURVIEY®  Phosphofruktokinase (PFK)  PFKM 2.7.1.11 5, FRODER ? #hEY
YEEURVIZL™  Phosphorylase kinase (PBK)  PHKB 2.7.1.38 il HEY
YERBIXALY  Phosphoglycerate kinase PGK1 2723 JRINER, B00EK, # EREY,
Bm
PEERHRXE®  Phosphoglycerate mutase PGAM2  54.2.1, 31313, 57
(PGLM) 542.4
PEERXE"  Lactate dehydrogenase-A LDHA 1.1.1.27 %, I8 (BRUKE/\S—2) BE
(LDH) ,
FEFURNEL"  Aldolase-A ALDOA  4.1.2.13 FRIDIK, Hh AREY,
A
FEERAIEL™  B-enolase ENO3 42.1.11 #h HhEY

..........................................................

MR TAO N REIE, BILARGHETH D an3 5, WETHRAROBEMASZVETHS. ~NE
FuayREDENNERTH 54, IFCK AEHELAR, NTHoa7 ) VAET L TRV,
BB VIERRIIS, AR, AR T A EOEREGHL TSI L THTE S, 34 uLy
RO & Bl % 5% 2 1587

1BERDIER

MR B FRIMERIEDN —
=HJOE VR B EE haptoglobulin IE%
CKER
NEJOEVER f2 fl=) haptoglobulin &R
FULEY R
CKIE®
IV T4 UVER feit: EE -
100 7 6 1ERS 498-22808
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BEREZATOEVERE

.................................

FRAURERR OB L, BIRER S FERNRELZEED T CTEET b2\, DD
ERIZBT A7) a—7 v OFERE, OFKIZIVT—- 24 EET5EE L, OBINGEICLEL
ATP #HE 3 2 REID 2 D25 5. BIE IR T, BELERS (OFHS ?) TFbhb. Zhi
RENLBE»OADE, BIETE2RTH I RNICHMICER L) a—- 7y Y OERS
W, EFAMBTE )2 —7r v OFERBEEY> S DFAETEVREENE V. Lo THAE
ERRiE, MEBEENICE T x Ly —#ERERNL /Lo - 2AfEEERICh T o h, FAFNE
B B EERERE T (&3).

DiMauro (ZEEREREFRICEEEOFHIIET (fixed weakness) R THE, FEENM (exercise
intolerance) %R 2 DOFIIHT TENEFNZDRAREAEHL TS W1, 34rury
FRIEZ T EH I TR 3L ¥ — HigfEFIICE T 2 HERER T, SEEROREIC X b HIGE
IZRAD ATPHREH CEa<hdZLickd (%3).

=3
AY

y

IxrILF—GEEtl - ATP EEET B BhfE BB, BiET
(energy supply-shortage) | - 27U =S VERIEFRE | 08 : DEBIE

FRARRRE . TR, BEE

TN I3~ {HpEsny - DA SR T {KIsE, EREX AMIEEE HHET. LHES
(glucose supply-shortage) | - JUTD—4"VEFEER | fiAHRES, XEGRES

BEMER | EpRBIREE |
B T—t BEEOHHET | \
BB g
FILRTS—t—A TV ZF NS AR—5—
DIER chEE 7Yl CoA Bk RBER

- s 5EET)L CoA BKEREER

RARS— B+ —1 ! ks
I p— G VBRI

RARDIINEF—1 HI=F V) UERA VNS VR TTS—FI
RATIUCU BT~ B | sstemsmnis - mrigis & BRI Con BkRER
AR BLS — SEEER

B- /25— ‘ B R RESE B3 EROFY PV CoA BOkERSR

I BFEROS S —

| ESRRREIR S ERES

FRRMERR & =4 J OB VR
F1TRT I ITHEREROL,» T, BAGRMBEL 295 0RBERERIE, FEEFVE, FERRE
VIZY, WERURVIE!, BEBURIEY, BEEOR XA, MEEURXIGY, WEFORXIE, FERURXIZLO 9 RBHETH

498-22808 1. STHJOEVEREDZE CER
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4. FMS bHEREEEDZWODIE, VA (McArdle %), VIE! (Taruid®) TH 5. ME (de-
bmmﬁgﬁﬁkﬁﬁ)@%%ﬁﬁ%@%é@z%&wk%hfntﬁ,%ﬁﬁﬁ%m%%%ﬁbt
ETAMEDPBAINTND.

d, BEREEDRE CREMERENEDLNIRICIEHERNIER I NIGENH 55, F
EREPFIBEHICOOCTEREERE Y HFEES 2WIE CKAEEM LU C2BMAUBEE L THwa, &
MO FHAERBE CIFICEERE BV TZOREEROEEEIIRTI 226 TH 5.

SATJOEVREEBEE X2

............................................

RO BRI - THMIlENOREL, OEH, BER (347 ve Yy, CK, LDH, AST, 7L F 5 —
¥) AEEE LIRSS 5. RRCEREMEENER (DIC) *2R&EAE, WA ETIC X 208
WEEICERTLIZLEH 5.

B0 Y LAMEE, B VILE, BALY Y LAMESASNS.

IFA S VRICBRTSAMECEELORENERETH»S. I/ Vid, HFE
17,800 DNLEBHET, RERETIEB I ALY FH A b=V 2 TRMEDO LEMBBICADRE SR
5. RO BETAREROEPEL I AZ LIk d—nN~Tu—-Lz3Itsurs, BORE
TH 3 05~15mg/dl 24 5 LIRBICHEEX AL, WhWABEREETS. IAsuLvicks
FEEOEF I+ oM I TOAaWD, R2iond&9ic (@ BMEOIGEICX 5EM, (b) &

| wmiEREE (=3) |

!
| BN ATP HATHHAE |
| D ATP IR T ORI |
[ EEPIAND N, Cl. KSODRN | | RO ca DFA |

!

l Lipase, Protease (Diﬁ’l‘éﬁtj

RERUARREARAE | ARHHAIRTE & MR B (DR
(CK, Myoglobin, ALT, AST, LDH, Purine, Aldolase, K, Pi, Cytokine)

Lr

Myoglobin € NO (1) Renal vasoconstriction
> (2) Distal tubule obstruction
Oxidant injury (3) Proximal tubule ™ toxic/ischemic injury
BEf=

12 B et ey 15

HCOPY]

6. BEER 498-22808
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RO, % X OEEEH, © RMEMNICESTS I+ 70y HIC L 5EMRHE D
BELERBEb-oTWAEELNE. BHEOEMICBEAL TEI AT ub  Itk3NODFL — ME
EASMENELEBRL TWE Wb TS,

BENDT BINAZ

« BERERRITEEAN C L DR BEEREDIERZERL, IE KK HSEIC
FRIDHEIC, ROMBETHNIEZA TOEVROTEEENS.

« EFREBOOHOBREZF JOLVREDREICIE, BBDHIEECIEED

DROBEFZF<LERLTESL, BEOREEEREREZS2Z2 U CHRREESZ
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340

I rar FYTEMRADSEETH), £0FE
7 B BRI IPIRSE (BTEER, ATPAK) KL 5
FENIANVE—DEETH A, MBI IBIHEES
TCAEKICHEETA2RH, X704 FEK, 7
RE— VAR EEHLBREESSL. FOI Y
KU 7 OERE (BIEH), BRIOBREEHI
FaYRYTRRE RS, EETIIERFE R ED X
yRNy 7y Fu—La, & #h HMEEHEE
BRECI My Py THEEBORENPRE S,
I bav FYTHEEENS OERTHERE SR
TWa., [FETRTOMBICHFETHI FarF
7 OREEREE, SRENLERERICEST
HEREMEEH B8, B, B, OB Lot
VE-BEOBVESFICHFRERERTI by
R TRIEE, TRAVF—REAICE D B R
DEREICERTAIEENOIIIVFUTHETDH
L. ZZTRIMaYFYTRBESE LTEICHE
WEEEICIEZI Y FY THICOWTHRHRT
5.

MEESEIZI by FY THIRICSDOBEEKRE
LTHETA. MEHEEFEORRE L LTIEEHE
2R T ATy PORYE, BERBHKET
ORYE, LI baY FYTHTOEHARD
BE, I bary PNy TEEROKR - B8 - BEIC
HOL2EHORFICLVERETIERZSHh, =
AINF-RREE R LBEHITERIENSE. 2hb
DEHIZI P2 FY 7 DNA (mtDNA) (22—
FE3NBBDEBEEFIZI—FENRTVWEHOD
BHH (R, —BINEHARIICRET AHT
BEEETERICLDIIONEL, LVEENT
EDLVY, BATHEBETOREIC L BER
PEEREENTHE, BICmtDNABETLE
BICREL, BEELFDEEL, ERLEETE
BRIILTFLLMEELEY. I bary MY 7EEIR
EDOBRBRICHRINVEDLY, BLcOEROERE
H—TId L ALEETEETH> THERICE
ENRHONL. FOERHAmIDNA BE O &
BEM"THS. I baryFY7TER—MBERICEK

| ZotoEE g
| a) Tarnopolsky MA : The mitochondrial cocktail : ra- |
| tionale for combined nutraceutical rherapy in mito-

chondrial cytopathies. Adv Drug Deliv Rev 60 :
| 1561-1567, 2008 :
b) Komaki H ey al : Pyruvate therapy for Leigh syn-
drome due to cytochrome C oxidase deficiency.
| Biochim Biophys Acta 1800 : 313-315, 2010
| OF&E IS I IV FYTRBRCBY A% |
| RO 5 ORREFE (S5, WAL 27 (8 |

1]: 74, 2010 §
| FOMO, VEEIEFYAEEBHIATY |
| RO, IZ—URBRREVCDODBNTS. |
| Tarnopolsky® &5 4 7Lk LT creatine ||
| monohydrate, CoQ10, a URBEMEBL, |
| SRV RUTRBEREOLRENET, & |
| LANLADETERELTVS. BATHE |
| Tanaka 5% # CCORIED Leigh IEERBRIC |
| EILEVEE S MU LEER LESBEEOWE |
| BRONEEREL, RESY IERBFNHE |
| BMICKRKEERL, BREF-ROREER |
| ELTWB. EBICHENRARBEN S HICH

EHrSETFa¥—-FEL, BETIZIEE mtDNA
EBREmMDNADRIELTWA. ZOEEPHIE
B, MEEICEL), BE mtDNAOEE "
fE" 22 BRCRENBEL, EREETS
EENTWE., ZOMBREEEISEROLRE—S
Wz, ZHORESOERICL ZoTwEEE
ZAbohb, FRCEETIEH, BRETEEOR
HITHEA TV S, REANREBEEORRBICIE
FoTwh\v, HREOEEOMER, EEHBRER
E0MHENC X 2WRBOETIR P EERTH 575,
W OPOF T RIGREBEIHRE SN TE ) &R
35,
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& 1 ¢ RRBLTERCREROH

BWEKI-VHT1zy

7 SRIVRUTR

341

LHON, MELAS, LS, NARP % &

tRNA
rRNA
mtDNA &%k

PEO, MELAS, MERRF#% &
i3

&K (subunit, assembly)
CoQ10 ZiBJE (CABC1 £ &)

PEO, KSS, Pearsons ndrome

LS, GRACILEX& &
myopathy, encephalomyopathy

POLG PEO, MERRF, MDS, SANDO
SLC25A4, PEO1, twinkle PEO

TK2, SUCLA2, DGUOK MDS

TYMP MNGIE

OPA1 PEO, fMiRER K<B, 5

MFN2 CMT2

TIMMSA s, X b7

HSPD1 BEEEEENRE AESX FOT 4 —
DARS2, RARS2 BB

g TAZ

Barth syndrome

LHON : Leber’'s hereditary optic neuropathy, MELAS : mitochondrial encephalomyopathy, lactic acidosis and stroke-like

episodes, LS : Leigh syndrome, NARP ! neuropathy, ataxia amd retinitis pigmentosa, PEQ @ progressive external
ophthalmoplegia, KSS : Kerrns-Sayre syndrome, MERRF ! myoclonic epilepsy with ragged red fibers, GRACILE : growth
retardation, amino aciduria, cholestasis, ion overload, lactic acidosis and early death, MDS : mitochondrial depletion
syndrome, SANDO : sensory ataxic neuropathy dysarthria ans ophtalmoplegia, MNGIE : mitochondrial neurogastrointestinal

encephalomyopathy, CMT2 : Charcot-Marie-Tooth type2

A | ZHTERE .

&
BRODERER, 2BTHY, I35
CEHBEETHL. BBEHEOERDOADI LD
H5HH, MOBERTHBETE RVWEREEFICE 2T
BIERDVHHEXIIPIVFIYTHEER) &0
PFIERAE, ISPV FYTRTALNLLIED
ZWFHERE L CRAHRSRE, HHET, SE
%, ERBRAE, OHEERE, OHIER &8
MRHEIR & UCIIEER, A - TRk, mMikEE,
WAEE, B KW, REHERE BEaRE
W, BEFREE, RHEMEBEERENH L. £
nolamz, Kak, #HERB FEREBEE Ht
SRR, PMBRBRL R ERALNEZ LD 5.
RERCTIIEN, FBEEER CHFENR
BEFREZETAILLH LD, BEORNI L
bE W, BT 7= VILEZED BALBILE, §71C
B/ CVE VB 20 EEE, Tty

1At (3-OHB/acetoacetate) 283 LA Lo & & H Ff
WHBEEIRBINS.

BHREIRDI A DN A SE W AERIIBRNCER T
H5. HHRETIEGomori trichrome 2 FEHH 12
FOBEEIMa P 7THEE SN 5 rragged-
red fiber (RRF), I/7 BRBiIKZEE (SDH) &
Pgets T 5 SDH EME M (strongly SDH reactive
vessels 1 SSV) O, F b7 u— A cBLEEE
(COX) B L ATEERIBBR L EWEEY
TH5.

BEFREIBEMOERNSFE S UIZHTIC
MO0 &, mtDNADOKEK, BAOEEDOE
ERITEREE TR VDS, BRERE TR
b DHH5H. mtDNA DEFFEN, BEETO
BATIIRELANLVTH Y, BRE % 5%EET
&L, TRTERBETHORERLTTCIEET
Ho. T, WREBRSESNLYD, BERKED
B IR & B 7o R S B R TR T
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S 3 -~ mg/ g

E 4 2> Bz riboflavin
| E4 3> Bs: pyridoxine
L-AI=F >

E% 3> H: biotin
ZOKERIEY RER

NEB10mg/kg/ B

NE30~100mg/H

PNEB50~100mg/ B
NE30~60mg/kg/H, A 1,000mg/H
P10 ~50mg/ke/ B

250~ 4,000mg/ 8

MR 10me/ke/ B

BERE

OO0 (BEELTEAEW)

25mg/kg/ H, REMEREOEIEMA

/MR 0.08~0.35g/kg/H, BA4.5~10¢g/H

ERL 5~30mg/H
SNTER 3~6g/H
L-HIL=ZF NR30~60mg/kg/H, EA1,000mg/H
L-7I¥z> 2R AR SEERS 0.5 g/ kg #8iE
/ PRARMZE PR FE(E TR

prednisolone
methylprednisolone

1~2mg/ke/ B, MEEDEIEIER
20~30mg/kg/H, BZEhiERIER

BEMEASN

| edaravone

IR 2R AR SE (R RS

SR o C ST L DD D, RREARE L DERFLE

ERECENZIHICERTH L. BRERETH
FERA S AU BEAEE FRRICSD D223 ) 3w,
IO OMBERE, W, BETERORER
BENALONIEBWICH O L 2Y, BEISHEE
ENGBLTHEHEBRITE 20,

B | mERO—fiRAH .

<

B A CUERRE, WEBREFERL 25,
PUREBEE & | Cvalproate sodiumiZ I Fa2 v F
UT O VB bR RIS A L &, TER
BEALZVWIEIDPEVWESATWS, R

barbital, tetracycline, chloramphenicol,
aminoglycoside & #iJ 721Z ) RV E EhTw
. IPIVIFYTHRE LTHREELDD 5 EH|
BV, R2D L) RIBEENH L. HEHEO
EEXHER, TEWEOWT, EHBEOIH
BEREREOERBRETH L. INHIEHELAD

ERITHEREIRE SN B, HBRE—EET,

MNEEOT Y PO — VA Y F A BHATENR TV S
25, BRI LEN T WL OWITEAET
H5H., LrL, SParyFUTEENPEDLDNLLE
WWEEEY Y I VR HMBROEAERAATRVE
Zz26h5. CoQl0ORIBEIICHBIT S CoQl0 DK
76, MELASBBEZERBEEICBITAL-TLF=
VERELREOMREERINTWAD, EEOH
7272 E L CMNGIE I BT 5 FERdash
MRdHbH MNGIERZRFIVVHAAKFYT—F%
I—-FLAEEETORETHY, FIVVAE
BKOBETHY, IhITHEEREEDDIC
M/MREE R E2MThb 0, RS —BET
Holz. BHRBHEINNEETH 52T S A
MR ENTETVWEY, 72, Wi PR
LARIVTH B A, PPAR/PGC-1 a FH D IEHAL
BOBEHENRE STV A, PGC-1 ¢ iZEE
EBERFTI bay N 7EEGRZEET 58k
PHER SN, <7 AL BEHHRLCRRETEED
FRPEREHROBEN#HE SR TVEY,
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