SPAVRUTZHECBII2ERBEERTBADICIIAEROREENIVLENHD, HER
DHREFKIIBRBFEZOMBERMICL>TEL, BR/RBERBMEWIRICE > TEL B &LV S Wolff
OMESR " HEVBESZFANSATELY, BETHOBIREICL > THEEIEL D L3
ZonTIRWAWSS, £, BEIKGENTIZAL, BEERECE U REHEES
(CSD) IC&->THELBEEZZSNTNS ", CSDIE. —BMDRMEICIEHENTEL S
MRS S Y THBEOESEHONME N 2~3mm/SDEETEEL TV BRRTH 2, Rk
HH BN TER (FHM) TREBE3I DOBEEEGFSTUSNTVSL, FHMERF/ v oA
YRYURETINT, REMSKETICEET ALEMRDF (SD) bREnTHY A BiHkEs
HaWH., FHRERFERICAONI B4 HEHMESRENS. REH5 W\ IRETICEET S SD
IC&->THBEENTNS,
ERISRAENERDFRAICL > THBEEINTNS®, BENER T BEEBOEE,
EEER. MROAVEIR SIS LVORARRCEBERSUSHB, £, ZXEE.
AR, REREBLVCLMERROBEEARTS ICHOERBRIUNSH D, LHL., HMREPLE
BADMENR (arterioles) (CIBERBESMHI/R, —F, BEEIMEBTIT. BE. HE. GHE,
B NESLVBBICKBRZIELSHZPTFEERICERN, BEEZIEHOHDEEHERIL.
SR (EICE 1) & AMEME (C1. C2) DREMBRRERAMICZIITINS, =X
#WEDSSDEREHL. EENLSC2LANETHALTNSEXNHREHEBE (S XHEHEE
HAW) ICEAONDY, REEFLRERHOSOBERRIT. LUBEHRICL > THHRA
ICEZONTVS, C1BLUC2LUANLTREABRELSDBEFFESINELTNSS, = XEaE
HBERED S DRHBBHIHAO SR BEREAKE EITL. REOZAABEAZICESLTH
3, DB, BEFRIBEERED—RBEFICEAOSN TV, ZXHRTHBREN S
BEiEH 5 NIFENICHREATSN. RERESLUVBREICHEAONTINS,
FEERETIE. IESHEBMNSE X Shistamine, = X#EREK M S HH < N 5 calcitonin
gene-related peptide (CGRP). neurokinin A, substance PZREDBHBERTF FICk > T, BR
MESLOEEME CTEFEERELE CEXBERESBEEIND LEZZA5N TS Gt
BifE)., E5(C. FNICIEHEL< BB LUORKICHITZRE (PRERIE) /5. RE7OT 1
—FICEKBELTVREEZZONTINS Y, CSDAZRMBMEREEMLTIILbREN
TWB"®", L. FEERER. RENSOBREFELS L THHREFEOLTHEL BT
BEME®, PEBORERIMBLERICHDETIELIHIRBENTIS,

2-2) HFERICBIFAI bV RUT

1980 ERMOKBEAEICI PV RUFHBEELTONADOTREWSEHENShTER ",
FEEFEMIETRELUTIE, RRF, COXREFHEHDWNII OV RUTORERED, &
HEMFTEEETARER. FHM 52 VW RFEREMNEZEEETRENATVS °%, &I
EFvRELTIE. BEREEETH. 8&ILEMED LR 2., phosphocreatine/inorganic phosphate
LEDET 2%, N-acetylaspartate/choline LEDIETF 2 %3 L\ ADP £8 ##5. *P-MR
spectroscopy TRE N TUVS, F 7=, /MR D superoxide dismutase. NADH-dehydrogenase,
citrate synthase & & X cytochrome-c-oxidase (COX) MDIETFHRENTINS 7%, EEHIE
ToRELTE, FERBICEBREGOERSHZZEHS, MDNA %5 M3 X REEICEE
LTVWBDTRALVMEEINENTINS ¥, MELAS 3EBEREEECHRRMNAI POV RY
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TR THHN O MELAS 0 mDNA ZER & K ififis & OBLEF B E hTWh WL ', Fk,
C16519T & G3010A O mtDNA @ 1 IEEEZ 805 B HATENREAE & i (CBIFR L TV 5 2 & A9R
ENTWS P FHMEE b2 R Y ZH TN FHM (24 5 15 B 5% ERSEE L MELAS
D SE &SFERSACHMLTOS Y, FHM EHEREFICL> T3 HMCHHEN TS, 7
A bOYA RCHRERLTOS Na' /K" ATPase pump O o2 subunit 23— K LTL\5 ATP1A2 5i
EFICERAEHTH FHM 2 BIClE,. ATPase pump @ loss of function [Tk Y, > F 7 REEIC
M Ehs Ve 2 VEBHIRE A Ed, MRAOI VY = VEEBRESERL, —a—0
COBEHOIMEEBE, CSDBFREINPT <AL EMNENTNS P, o F T RDMEER
EDEM M TN CSD Z SO/ FTRREICE<BMELTWA I EERLTNS Y, HEH
oI EF R E LTI, riboflavin, coenzyme Q10, magnesium, niacin, carnitine, topiramate,
lipoicacidZEDE ba> RU 7B ARET SEAPFFRICHEDTHD ZEBRINTY
%',

DlEDS, KMEMERICLS=XMENEROEE L, EREERHTRICES LTS
B OB T, MOEEADOS bay R ZHEERTCK S 5MBMICH 3 5 M
BRI, BFIMIAZE#H S N FMEEE ROSBRIEAME, S bV R ZHEEERSIIC
EET 584 AETREEFESHENESNATOS S, chdld, S Y RUTHKICHET 28R
DRIEMFEHNT S LTEETH D,

3. MELAS

3-1) MELAS D&

MELASIZE baY FUTZREEDOF TRHOHHEENE <. FABICHIT2HHFEXRIADI10HH
YOIBALREENTNSY, ARMOBHENREE—RICERTH DM, EFE. PH.
RRE IS, B, BE. TADAREDR4ICHIAL, SEZRURT LD TADS,

19904, Goto 5 AMDNADRNAFVUIR (MT-TL1) A3243GEZERERELTHM S, 40
BL L OBEFERNSMELAS, MELASEHAEREH 5 O IIMELASEHLBI THRES A TS Y,
MT-TL1(DA3243GZERM80% L HmH % <. TI7TICERMB10%%E HHTINVD, MT-TL1LSAD
tRNADSZRIZFHETH S, /2. ND1, ND3, ND4, ND5, ND6, COX I, COXIl, COX Iz
ERYRTF RBGEFERTHMELASOMELASEHFERBENSECDZ EMNRENTNDS, 20
ftt. POLGHEEFZERTHMELASHLDMBENEL B ENREEINTVSY, LhL,
A3243GEZREZH UL TWTHSEERET 5 2 &<, MERFE., BSHHEE, LFE, HLsS
ERHDNIBEROAEETHIHEGDH 5. SEML. MEOZEBIC—HULVRKEZEERE %
HUBBMERDOLDARME] CEREBREINTVWSICAZY, BEAEEEZV, MELAST
[, MT-TLTHEGEFERICKSI POV FUTERERBESELREREZZO5NTWSS,
NODEEGFEENSEDLD ICSERIRICEAE L TWSDDIEH Mo THRL,

3-2) iz ERFREAEOBRRAVE
SE [%. Tfs. B, HEER, BEHEEHDVIEETRETS LM EL<, HEEOLD
CHESREEPHMETERRET S ZEFAEAN T AT R AEECRBEEICELS &
D%, ARLEPRETEECPTL (B1) %, KEOBMERTRET S L&b074<
O, RERSHERENBET 5 L0%<. EHBIREEHE LIELIEAHT S ™, Bizh
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FAE R A DEEFMED HMIEE E# 2~33% & |EE N TS . MELAS Tld. SE 2HH
DI T0%ICESRIELEL S Y, 4350, SERERHBRIRIESERIELELPTVIEMND, £
DREIFAMEEOREENTIEL TS LN 3 O BRI 2RCRESEDEEIC
ERTREND, BEREIREEERSEIEERFO—DOTHS %

B (L. SE DEH L VWHIEERD—DTHY . RIEDH 70% 125D >, BRE(L. mEET.
B - EMEED LA, FREAICHRS., HE~KEARESEL. SRTEEEECRER
VEERERET 2 0%, ABIMAEEBRESDOE L, MELAS TIREBASLIZLISBEL, B
FEECESERELMMETIATHS, REERETEREIKCABEZTELELS, L. B
RAEOTEIIME B ICk > TSEBFERINDIZENH S,

SHBEEENEHEBREIBERET S, KBMEERERTIH. RAREFHTIIRAEE
EVREBELRETHIENSZVWH, LAL.REIMICIE SE £ REL. SREEEIZE < ITIET L.
ADL [IEL<{ET T 5. MELAS & 96 Bl HRIC. AP TRESNAERBFEBAEDOHER.
18 BERB TRIE U BERER L 18 MUBICRE LERARER, WL HICRE 5 FUN
[C ADL EEICIET T3 EMREE N Y, FUERIEFRERDANS<. EEREND
10 EEFEITH 70%. BARER 2H 0% EREE N, — A, IOV ETAEN S, A3243G
SZREAL SE #REE LTV S MELAS B3 31 i & R FREHI D A3243G SZRIZEE 54 1,
it 85 GIDEMIPHRAME S N, BRI SE £ RE L= BEE S MELAS 2:E 55 fith
21 BINTET L, FHETERSIL 34819 8%, 55 GIOTFIHEFLRIL 169 ELMEx N S,

3-3) BEDPERFEEOEGRAR

HAER R, IETRBIC—HLTOWVAVWKBEREED 0 LT EZERRETHS (K1)
¥, REISLMITE - FEHIE - BEELCHRL. EPREEEOLERZEEECDILHHD ¥,
SE O# 60%T. MEARENSEBREM I TEAIREICEBRICERT S, JOBRETHLK

(slowly progressive spread) (& MELAS O SE [CH AR TH S 2, BAMEIC/RD &M
ZEEILREISHEL, BIREEEECHEYSTAREICAS T1 BASESEHESECADS >,
BHERICAR S E KR BEIITEELUMEBEDILKRT 5. UL L. BEDFITEERTEIEHH B,

SHRRMEERETILEEHAEGTEISESEHE UTHE S NS H, apparent diffusion
coefficient (ADC) ENRKEZES MO LS ICEBIKICIKTIS LI/ TH S, L LA, ADCHE
FEEWMICHREEET. REE. $50FERL TS **, MELAS Tl vasogenic edema
HECBEMESNTVDS Y, BRARRICHIBREEEREZSECRD. REENICHZ1—0
UHBHEL TSI M5, cytotoxic edema HREEL TSR EBbNS ¥, TALAEERE
EREMEL=BAICIE ADC BHETT 5 . £/, ADC fEA—%IC EF L T BD(E. vasogenic
edema DRERENS KR EICELTWR=HEEbh, MEBREEP (BBB) DAkt s
MAREICHD EHBENS MY, SEAMEIICIE. HEABEOREEETT HHE - ©REEES)
% (pial arteries. leptomeningeal arteries) OAEBILIRL TS (K 2), RESMHEIICIIEER
MO CGRP $ EHLTWAZ EMD ¥, MELAS [CEVWTHREABD= MR MERIITTIHE
LTWBDTIEAmWHEHERIT S,

NRTIIRERBSBRLUAOBEEICEEFAMMRIETLTONREREESNATNS ® L
L. BRABITIZZEDRE T, RERBA~BBELNICEETREOR/ABMMAZEML TS

(B 2) ¥, ZomiTsHEEDEN . M SPECT DRERL. 52 O EREFHBOEBIVCL
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BHDEDMMIEE SN TIE/ARN, SE (IMERAE SR Y., REMLUEBEHEICRODZLEELIE
UIERETH D, ERRELI, BRREET S EGFAEHL, FBICRARENTIE, FMH.
MErt, fREFMEE. SHEMAEESD S OB MERSEBLU LD THTTSH &M<, RERM
([CREBRAEIR DA p 5 SE LRMT 2 LIEHMTH S,

IS, arterial spine labeling &% F UV /= perfusion MRIIC & - T, SE F&AE &M 125 Bk I
FEHHINT B EBHRENTNG Y, 50, SERFEOMB~ s B s, KEHEE LR
EALIC—B L TRAMMAEA ML TOBENSREZ N TOS Y, 20 pre-symptomatic
hyperperfusion M3EFEMFF (IR TH 505, KAFFE LB TIEBENICKKEE =1 -0
OEBEUDSZEL, T TAOEHBERBCECTND I LEBRLTNS,

SE FAE 2 M 1 (4 9T4EH5 H0D 3 PR MR I 7 8 & IR B (1380 LT 2 08 . RIER D B s
SRS L ORMBEBRRGEFTLTOS S EMMESNTNS Y, Zhid, 2T x
IFE—BEOMMICHENVERMOITET S0, TNICEREIEITOBKZLZFHR TETWVEND
EERELTWS, ZOMERHEBERMAHO uncoupling (£, B VELEEICLIBHRED
FIREED SE OPKIEETH Y, MOMRRENS—XWEFEETERONIEERLTNS,
7, AMHICIEABES L5 L. N-acetyl aspartate HIETFT LTS ¥, RiESMIRIC(TRE
OWMKIRIESITEL THBY., RROERE &S (CHBENRBALOBEHTS (K 2),

WRMHIC/E D & BRSO EHHOTEG EIL A<D, UL, TOBEICKES
EEFRERILERTIRE B L BFHRIE) [CH> TN Z &M PET TRENTNS
BERBMOTTHECT] EH< ROS OBRELESEOBER LM NS, HkdH2D(E. 2T
A< HEAMICHRTREICE>TNEIETHD, ZOLOHRHE2EHOIFEN ROS E4B
FIRAE L KM HOBREERICEAS U TOSRTEEENH 5,

RMEHIC/R S SRIBMRROEAH,. BRABSLIUMILRIZET TS5, MRl LB S MR
BAR<TH, BRICEEPSER UM TIIBRMMLEIETLTOS (K 2), FEERRE
[ SPECT 2175 &, MILRSHAFRE—ICHEBENE LD E 0,

3-4) MEPEREOBERAR
SESMHICIIFREIC—H LU TESESH D NIHAEICABETADARKNELESEICADS
¥, BEICEBTAE. RES4BBICIHRERRICSIRSELECHEL, £8BAICIER
ERIZE ST X A L, subclinical seizure [CBTL. BHEERMEALEUERNERRBRL
TW3 Y, BEETALABRKBIRIVT LD TALAREERBRLAKETELZVS, —2—0
CORBEESFENCHTEL TWE I LEEFTEHDTH S,

3-5) BZEPHRIEORERS

T haAYRUZOEAESHBEE LB Y VEBLEEDN MELAS OIRANFETH S, SE
IR L T, BTE mitochondrial angiopathy & cytopathy @ 2 DDIRHAIZIBE N TS, BTE(L.
HREEHRCHSIMRONEFEHHERCOENRBRAOI a2y R 7OBEREEICE DL
EMHMEREHRTHY., BEIHEAI POV PUTORERECED<ERARSIEES
Thd. TOM, MEMRKEE NO OET. MmiE L-arginine DIE T, BHIE COX BFIFIR,
B LR, $B0MIZa—OCORBEHAELRE, HeRERFSREEINATNS ¥,

Koga Sl, MELAS E£ET(3M#EH L-arginine j2E & ME M EIKEMN L BENIRILESENSIET
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LTHY. SE BAMHICIIBAMOAMSETLTNS S EMS, SE [FMENEMBEEC L
BRMELIREESH S NIMOMFEECE I ENMERETHS LHAL., RELSMEHIC
L-arginine 28 L. #MBERISSRICKET S LE2HELAE P, £, L-arginine DAMR
[Ck U SEDRUEHEEGRITIILEERELTNS P,

—H. BRARED MELAS Tl3. SZRICIIERCEFAMMRAEMLTNSZ EMNBRETH
Y, BMENESRMAHASIEELTNS (B 2). L-arginine DEEMEIZ. BREER. >F
T REEREVER ¥ 55\ 3 TCA BIRESEER ¥ 128 MEHRELUADERBEE LTSS
CHAEND, FEBEEIC= MO UEY VEBRETE L, HIBESERED NO #5465
REBPERINS P BEATIHEERNO #E5AKRRERESISRITIERIBTHSH,
BEBEETHLUIILIIREBRENTERENS, NO HIEEME T5HS L-arginine % SE 2141
5T 3L. HERBEREUOHEBREETIRET 00, EEEADOFENSH5 LR
BEARRTHS, £, NO[I Far R 7H#EEL mDNA OESRKICEE LRI EREL
TWBIEMSMBNTINS P, NO [ZBFIRMINZ SIS BN DBERREEMES 305,
BIEED NO (X COX LA L. COXEHEETEE. HREBELZETEIEZIEPTSN
TW3, E FEHELATRA MOV A FHOSEEENE NO IHEHBELBETS LS
RENTWVA Y, —F, BENDH S ISEMEEECIE. NO ICHRENRSH S ZENTRENT
B Y. NO I 5-AMP-activated protein kinase #;&4{tL. —a—0OV[CRBELTW35)La—
ARSYRK—F— (GLUT3) 2NT 35N I—AOMYALEREL, BEREEET Y
BEABHBLEBMESNTNS Y,

3-6) BMEFHRESHIORIELER

EE&L1Z. HROADEBERT—FICED VT, BHEAMMLEEMN. EHOLESSMETE. —a—
O DMsEE. BLVPZa—0OCOEEMODOITE (neuronal hyperexcitability) 7% SE D458 T
Y. neuronal hyperexcitability 75 SE DRI L REDERICEELRBRENEZRALLTWS EHE
LTk ¥, £/, SEd-a—OYEnERESHEICEEL TOWSIEEMMERE

(non-ischemic neurovascular event) T#H % & b3 L TZ 7= **, neuronal hyperexcitability
DOREEFERETH DD, HEAN K442, Ca¥MF42., HBVNETIY I VEBEDRAFR
= ADEARE, ATP 24 B LT 5T 7AFIHBEBOMEDN. MBREEEZRZEICIET
WBRERD—DTIIARVWMEHBT B, A3243C SZREFTHYATU Y RICBWT, )b
&I UBORYAHEDETIRENTNG %,

FAMAYA pEZa—OVEBEECERRBLTEY., ZXRMAYA NI FTREHE
EZ#—LTW3 (astrocyte-neuron communication) %, 1 @D F7RIZ1EADT R kO
YA MIE>TEVEENTWSD, 1HO7RAMOYA MIBADLFTRICEMTEIE
CE>TOFTREHEFHTEHELLEBIC. ZHORREEZHMIAEITE->TNS (H3). &
Oftt. 72 bAY A k& gap junction 2/ U TERBO7 A OV A bEHER LTINS, —H,
TIWI I VEBEEE— 1 — O PEEL, PFTRABBOINSI I VBEENLERTSE, 7
AbhOYA bEENERBML, EEETS (8 4), FHELAEZRMOYA FO Caz+iBEL
FHLU.BREMS MEILRME 5 U BRI 7 % 3851 X & 5 (neurovascular coupling) .
EHEELAEZR bOYA MY, gapjunction 2N U CHET 27X O A bEEMHLETSET
T, ATP IV E I VB ED glio-transmitters ZF{H U, BBEO 7 X O YA b HiEME(E
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L. Ry b —20OFEHERHLTWS, BRRETCE a2 -0 Id#iaA0 s/ I a—R
EHBOmMELETAINF—FE L THRNICIRYIAALATNS, LML, PFTREBMPIEEIC
FUHE L 7RIE (TADARERE) TlE, TFRIVF—HEORBE LA CHIET 5720, —a
—AxiF, ZIa—R6, astrocyte-neuron lactate shuttle (ANLS) /4L T7 A bOY A b
Do ENAABICTRIVF—REL T U, HBEERVIAKL, ATP £ TWV5 (ANLS 1R
6 B 4) O,

UL L. MELAS [CEBWTIL, BEMY VBB ED O IRV F—HEOBMICRAE >/
ATP S+ ICEAS NV ESHENE NS, SE 2MIICIE, —a—0 2 ORZEAHHCITZRRA
BHHICHEbod ., EEELAETAMOY A MIABEZRUBETSE0D, b, Za—
O oOHEASE T A bOY A bOFERBA coupling L TULVA LY neuron-astrocyte uncoupling
REEDSBIEYT 5 DT NDEHENT B 2, SEML LT X MY A b LB PRI % 1 <
/5P, Za—0OXIEF+97E ATP ZEATE/RV/ESH, MR TEERENETL. &K
B9 IC R S M5 /0 M B fE & Fh O (SRR 8 D W (3B IEIK IC R HIRIE ISR A D Tld W EHERI4 5
¥, WAMMICHD>ND ROS BFEL 3. MEEDWERFO—DICHE> TOAATHEMNSH
%, MMERBEO=ZXHERERNSHMEIND CGRP I EDHBERTF R, FAMBEKER®
BERMEIRICES LTS EHNT S ¥, BARNLE THIHEBRONEFBHOI b K
U7 OMERT(E, MENEB<OTIEALS, CUALROBMMEDBELIGREELD &
ICkY., MEKRICBIFA2MEERRHEZBRESETCOWSAEEEGDH S, £ MENEHEO
T haYRUTOREERNT BBB OMBEDERD—DEEZOND, RELAI O RUT
DEREMICEY., HMEERNTCOX BBRRBMLTNSLETHIE, NOLEATAHAZLICK
YUNO#ETZUEAAEEMGH D, —F. BREEREIRD 2 (LR EMBIRMOEEE(CH(FS ROS
BEATUHEIL. BATD BBB g s . ABMEREZ1~O Y OBEOARREEERSETNSA
HEMDH B,

SE OHIEAA N DM EEANTELCSDD. HEH5WVIKEEN (MRME) THIESDMIE
#oEE AN, UL, REBRHPSHBMEESSERICHRT LI LN, 2Aa<ED
RERHICHRMEZRY S ZXBHEE 1 SROERFOREZREPTREIN TS &
WRBEND, BEAOEFINEERERNTEY., HMROEECH(TSH ROS BREE. £
NICEIEHE<NENBTARBEI=XHBIEEKEFTHL. = XHBROEROEHLEN LU THE
BHEUOEBREEFRLUTCVWSAEENSH D, £/, MEIR TR EEOMENIRO EHMm
FBICHERL., MEENOHBANDA A4 RIEEZE X, neuronal hyperexcitability JREE% &
TEHEDTIFEWNEHANT S, BERITELD MELAS OEYEIRTIEAR<. SEDIBFEY E&HIS
BEBEEHATHH D,

oY

MELAS ICBIF2BEBEORERFIIRLETATH D4, SE & EABERREF & OBRKRIIEAM
EPORDREEZER L, FRINODKRENHERL NI TRAZN, LYMRNRGEE
PREEIND ZLEMET D,

ISR - i
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AA : Arachidonic acid, COX-1: cyclooxygenase-1, EDHF : Endothelium-derived hyperpolarizing
factor, EETs: epoxyeicosatrienoic acids, eNOS : endothelial NO synthase, GC: guanylate cyclase,
Kir channel: inwardly rectifying potassium channel. L-Arg : L-arginine, nNOS : neuronal NO
synthase, NO : nitric oxide, PGE2 : prostaglandin E2. PGI2 : prostaglandin 12, PLAZ2 :

phospholipase A2, 20-HETE : 20-hydroxyeicosatetraenoic acid, VIP : vasoactive intestinal
polypeptide
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ADK : adenosine kinase, AMPAR : «-amino-3-hydroxy-5-methyl-4-isoxazolepropionic acid
receptor. GS : glutamine synthetase. IP;: Inositol trisphosphate. KCN : voltage-gated potassium
channel, Kird.1 channel: inwardly rectifying potassium channei Kir4.1, mGIuR : metabotropic
glutamate receptor, NMDAR : N-methyl-D-aspartate receptor. NO : nitric oxide. PDHC; pyruvate

dehydrogenase complex. PLC : phospholipase C. SCN : voltage-sensitive Na+ channel, VGCC :
voltage-gated calcium channels
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clinical symptoms

Screening by new biomarkers
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Exceptional mitochondrial disorders
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% ¥4 (RRFragged-red fiber) & L CHERL T &, 3
FaYRUTERROICREBT S :m&ﬁé‘if%ﬂ(%
2R (SDH) DE SR ETLBRETAFRIZAH
# (RBF:ragged-blue fiber) 7% 513 O, saFIfg|c
&, 3 F3 ¥ FY 7 RNALeu(UUR) #& 15 F O
A3243G B E % % T % MELAS (mitochondrial my-



opathy, encephalopathy, lactic acidosis and stroke-
like episodes) THE, RRF & SSV Dl 254 6
B EDL L, RRE DT E A LD COX BETH
5(E4). RREAY2{TH, v horu—a cEb
B (COX) ey CHetufh 2 ) CHMER TN 7 R
i, 7k 5 8 5% (SDH) o 15 1 He 4 ¢ il IR BE o 7 B
(SSV: strongly succinate dehydrogenase-reactive
blood vessels) % iR 7 H5fr, AE % 5 S AR & 72
%. —J5, CPEO(chronic progressive ophthalmople-
gia) % KSS(Kearns-Sayre syndrome) Clk, 3 b
v F1) 7 DNA ORFENHE SN, 0O RRF D
FE AL COXBEMETHH(HB). —F, /ME
DEEEMAEITIRR TH 5 Leigh BHER, ¥V
v B K 3 8 3% K HR(PDHCD), # Bz T 0
SURF1 Z %, 3 P2 F) 7 #{EF D ATPase6
D T993G b L { 1L ND5 O G13513A D HEHRT

ik, WD RREF AL RV (E6). CoX %

85Tl EeRHEA & focal COX RIBEIASH 5.
BTl COX {EH%:BaICEET A ERE

TOFRF R FHAE\TET B SURFI 73 £ Dt
EFIERDE {, focal COX KIBRITIE, 3 b
Y BT RIS T R R TIFR RIS
NBZEWS, AHPOMHEEOEREEL T
LHbDEFEZHLNS —HIIZE, S bV FY
T ARNA W REREA T AFEFI T, RRE DAL
NBHH, 3227 DNA b L <134 DNA @
Wity VN7 BRHL O A BRETERECIE,
RRF A LN L5, B, 3+
Y P TRER T — VDR &I THEOBET
FUH (thymidine kinase 2) T, “WRICI ba v
FU7 DNADEEIRED L T RERT X7
L, RREDIFEA S COX ML RA. D%
VG REEREE AT CPEO D L i
KSS BOWREE & B0 b BUREN Y, BT
2y R TGRS — VDR R & TR OBET
#2 ' (thymidine phosphorylase) T I%, MNGIE (mi-
tochondrial neurogastrointestinal encephalomyopa-

thy) & &7=908, T X D0 OREBEI DU

RBF: ragged-blue fibers

RRF: ragged-red fibers
SS8V: strongly SDH-reactive blood vessels

4 MELAS OERE

= NIV FUTPRMERETIE, Moadified Gomori Trichrome ZHARET, BEURERES MY RUFPHHREIESD
a8 (ARF ragged-red fiber) & UTRESITE, = I RUPHRERNICRE TR\ IBEKERSE (SDH)
DEMRETEHRRATLEREDRM (RBF: ragged-blue fiber) B 5ND. RRF AL TH, Y hJO—ALc
B{LEIR (COX) RBTREUER IRHEPLINIBIKERER (SOH) OFEERETHREDEE (3SV
strongly succinate dehydrogenase-reactive blood vessels) ZEHIEIES, MELAS RSB E D,
MELAS TCl&, RRF & SSVOMERHFOEND T &S, RRFDIFEEAER COX (cytochrome ¢ oxidase)
BHTHD. XS54 RICERYE (HE, mGT, NADH, SDH, COX) TORERTERTS.

(0423, px B

—256—




