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KIRRE - B8, AKX, 68, BHHEE I
HELESERRAD TV, 72, BHIZATRT,
AR 19K T, BABERIE 29 &K TRARILL
Twiz(E1), BHORRE X MARORIKRDFH
HIZTEAZZ S, 2 A& bIETER]E TEEDERE
LT, BEBEL T, BT 2ERE TL
g, WHLE, BROEVLIC GOETIEEZ X
FTBY, A7k, BE X HREEICTCTR62
% ELEREROFIRERZ RS IN T, BT
EEO—&BE T — 4% Tid BUN 140, Cre 4.3,
WBC 29.900, RBC 269 FZDEHE T —F 2 RD
7288, BRI C ORI ETE R oW,

BURIE | HAER, SNEHICRFCEE kv
773, BEHEX VESR E ZREHORIIHEE
ontl:, KBEORETIALD bERPTE
B BE ke oz, Ak 3 4 10 AE 20 %)
»oRE, BER, EREVSHIER, BE*ZZ L A
SFOMERZHERIER, ZORBFCHER
I L TWsS ¥R 4 4 3 B, BUKE, BX,
REEESHR, EE2ZZLARRL Lo, [
BE THEAT L 72 MRI Tl/IMXZERELS, ERRREAT
RTIXCPK, LDHOER, 7A AT urEH
BEZEIAD SNWEEDDFER4F 4B 8HY
Bhc ABEL 72,

ABEREEE - B & 156cm, fAE 36 kg&b %D
231z, k¥ 84/4y, %, MF 100/70 mmHg, HR
MBI EE OB M % 3R o, MEHEER R L,
BERRpol, BERKE, BLOKERITRT
fEELIBR/NTHoT.

MEZAE  BERIEEH, Mgk WAIST

£ 1 ABRS—MARERHE

BRR : E%

¥ : RBC 393%x104/mm?®, Hb 11.7 g/dl,
Hct 35.5 %

WBC 8170/mm?, PIt 30.4Xx10*/mm?®

Mk : 27 mm/hr

CRP: (—)

—M4E1b%¥ : GOT 401U/, GPT 351U/, LDH 652
1U/1, ALP 14110/, TG 228 mg/dl,
T-Cholesterol 248 mg/d/, CPK 230
U/m!, BUN 14 mg/d/, Cr 0.7 mg/
d/, FBS 83mg/dl/, UA 7.5mg/d!/

M A A 5347 - pH 7.362, PCO, 44.5, PO, 90.5,

HCO, 24.8, BE-0.5

MmgLE 31 mg/dl, AV 1.7mg/dl

BEWRFLEE 39 mg/dl, v U EE1.5mg/dl

¥ . £ 15cmH,0, ¥ >»%7 55mg/dl,

¥ 75 mg/dl

PIS KT ¢ T, 0.65ng/ml, T,6.94 ug/dl, TSH
0.3 xIU/mi, FT,; 1.89pg/ml, FT,
0.9ng/d/, testosterone 35ng/dl, 17
KS 2.2 mg/day, FSH 4.87 mIU/m/,
LH 3.14 mIU/m/

Q=87 L FDO T Th - fz. BitfE T3S, RE,
REIZIER T, BEfL, R, IREKESHIIEETD
S, BERENED NG, iz, HMHERE
MEERE L IRER A DHA 2ROz, WEKTE, £
B2 B HHERE, HET, HRROBEET
BRSO oMz, MHCERERE»o7, FEHRK
FHIeMIcEEZ O ULET L Tnizas, RIK
Fid7e <, BREBEELZD ohkdr o7, B
EDYEEAR & I ESEFE N A S L,
REMR(R]L) | —RRBECIZREIZS,
METRIEEOCEMERD 2. EILFERE T
#®D CPK, LDH, y-GTP, #£a VA7 u—J,
TG, REES & UMK & BHEOAEE, ELVE VR
EHS VTN EETDH - 77, WO WEERE T3,
BIBHEEICIZRE 3o 1208, TEERTERE
BTz, B&EOFRBEERIET & EHL MR
BEEET 23RO . MIEA A TIIBRE OH
W7y R —y 2%ERL, HBERETIIE, Mia
EHEETH-o 722, BEHOEEHMERD .
Bruce protocol IZ & % b Ly N I VEBIEMR
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L.

Ml X SREHE T, (LHIFREL 44 % THf 5 - I
EDOREMRI R, o7(K2), HEEMRI&RT
&, BB OKMEE & PEE O/NEEFEIRD S
N, E4NEOILKREHES Tz, Mk, HEX,
BEMINE R RE I A S o Tz, FRRE
HEMRETII% VC, 1 BEDETE L UBKUCE
DETHRD 6N, LERI(K 3) TIkLHE
90/43, HFART, V,~V, FET T KoL X
WU IR THMEL RS EEEEMNERAD L.
B, BEHOLERGET T 5 2 F£40) bIZIZFEER
DFFRZRL TV, Sy —LER TS
IREFZDHBDAHT, TEIKIIED ShkhroTz,
DI —REOHER (K 4), LEFREE 13 mm,
EEHBEE 17mm L AEBEOIRE L © 1 — e
D EFABA SN, LARBESLEALEREDEE
WIEELAZDRrolz, X TILEHY Y F 77
LB XY, *"Tc pyp iy > F 277 4L, BE
BAaoNLhrolz, UlEA T —T VRETIE, L
WEE, DMRBUIIEE T, BElkER L, Bk seg
111250 Dk %D - (M 5), Abth—ER
ERENHEL, ZOROLEMTV,~VsiZ T

FOBEEFE/BAONI T2, TRFLa) ¥

HEIRAIR G & 2 BREFFERBR = 1T L 7225,
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LA T—T IVRE

RA 1 mmHg

RV 19/0 mmHg, EDP 4 mmHg
PA 14/4(9)mmHg

PCWP 4 mmHg

LV 94/0 mmHg, EDP 10 mmHg
Ao 98/60 mmHg

CO 4.7 [/min
CI 3.6 //min/m?
HR 75 bpm
Treadmill ‘ZE & frE52 (Bruce protocol 8 573)
Al %
pH 7.36 7.28
PCO, 44.5 39.6
PO, 90.5| 111.1
HCO, 25.3 18.3
SO, 96.4 97.5
pyru. (mg/d/) 1.7 3.0 (0.3-0.7)
lact (mg/d!) 31| ° 72 (4.0-16.0)
LER—S 7B
Ao Cs

Bl | % |&104:| HT | & |#&10%4
pH 7.2717.28 v 7.30|7.25|7.28 7.27
HCO, 21.5(121.4| 21.4122.8122.0| 22.2
SO, 97.0197.6| 97.8|57.1|64.4| 54.9
pyru. 1.3 1.1 1.1 0.6 0.6 0.6
lact 28 29 29 25 24 24
lact. ext.| 10.7 | 17.2 | 17.2
(%)

HEEIIFHINE» o2, EREHERETIR
CEEELRB T IRIIES R T2, LE
~R—¥>7(90,110,130/53%2 <4 3,3,4 43 ;
Wenckebach block #4£ U 2H[D LV — » THKT)
2 & 3 ERINARREEFIE, A, e CRE
BIE T, =y 7R TAR, Ve BE
DO EFRABEMEEOET 2D 20 - 1z (ALK,
YV E VB ORMIMNIC B G 2 EEEENINICR
L7, ABMWMEERDOEFMEIXZBLI0% LS
33), —F, _—¥ ¥ HE{TEOEER kAR R
FEZST%EmETH-T2(FK2).
AERIUTERS DR AEHRR Tld ragged-red fiber % &%
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WFENY strain T BERM T E2ES EZEERFTREZRL TV S,

HT, BEFRTH I ary ) 7OREERERK
Wasnkhol, BELRETOHERMET
it HE %t TERE O $#BRET] &0 D ZEHARE
% 53, Gomori-trichrome % & T id ragged -red
fiber % ZHER D, HEDOZERISIC—HL TV
7o, BEICED I IRV 7OREERGER
INTFRZ ¥ O RERE 2 HER L 72 (B4 6,7).

3 ha > P17 DNA (mtDNA) & - MELAS

ThbEHEE ICHER SN T2 mtDNA OIFE
FE 32430 A— G HERDEHEZ, LLTO PCR
~HIFREERALE I X D RRET L7z, BEOHMK, £
RERHS L CRICEME L DB VICE> T
DNA ##iH L, Goto 52D HEIZHE > TIEKL
7z primer Z W, B/ 7=V v 7/ HREE=

95°C(14)/55°C(30 #)/72°C(2 43) D 4T 30

+4 7 Vv RITH, BeDNAERZERLZ, (%
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4 LOHTxa—frR

DEPIREEE 13 mm, AEEEE 17mm & EZERERZED 5
nic, {4, AEEEESNICEFE IR, o 72,

LVG  Diastole LCA LAO 60

Systole RCA RAO 30

5 EEEEH SUBHIRETLFIR
EEER TREERICIRE 247, BEIEE L, BIFRES# 11)1250 %
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6 AELCHERT OBHERME

b

a: HE $+a (X 100) T3 LA OB OIEFFICY & ZRARE S

naoni,

b : Gomori-trichrome %€ (X 50) Tl ragged-red fiber 25588 S 7z,

7 OERETAE (X 2000)
ShaYRYT7OEEERGVEHTH S
2, ZVARAIDEEIRhoT.

B, primer DEHEAF]IX 5’ AGGACAAGAGA-
AATAAGGCC, 3’ CACGTTGGGGCCTTTG-
CGTATH3.) 2w TInrHIREERE Apal T
I, 7 A u—R I =S VEREKE 2TV, ©
FYLATORA REREBICLID N FEREL

U EDEREIZBWT, IEHE mtDNA Tk 294 bp
DIEKDNY REELDH, 32431 A->GER
3D mtDNA Tix 182bp & 112bp D 2 KDY

¢

294 bp—
182—
112— £

1.E N:IEEA

2. KERIYSEAR P : positive control
3. RILE

8 I P32 FY7 DNA(mtDNA) R
HIMER, B, RICEMEO mtDNA %
PCR-#IPREERALTE R IC & D BRI L 724G 8,
IE'H mtDNA (294 bp) & 2% mtDNA (EEE
T 3243 2 A->GEEREZH DL DT, 182bp
E112bp D 2ERKD/NY RizYIRT W3 D
ANTOSTXI—TH5 I ENERINT,
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& 3 KBRMEERF I b a2 K ) PEFmERBREML

. Control**
Patient (Range)
NADH-cytochrome c reductase 0 249+174
(Complex I+11) (82-167)
Succcinate-cytochrome ¢ reductase 2,997 889507
(Complex II+1I) (343-1,697)
Cytochrome c oxidase 1,863 1554+753
(Complex IV) (601-2,873)

*n mol/min/of mitochondrial protein

**Mean=+SD

EEEIEME T complex 11+ 1138 X Uf complex VIZET X380 sz o

7253, complex I + I DIEMEEH R

LRI i,

YREEUB LR AW, KEFTIIBRET L7z
SHEDHMT RNTTA->GERL L OEE mt
DNA ki &, IEE mtDNA L DO~T7 /75
AI—RBLTWI(XSE), &8, KEFORE
D28F 7 4 VHARIEAR (LB b _EECD J7E THRETS
L7z, DNA O#itH»3 1 +4 T mtDNA ZED
BEIIERTE R Mo T,

EERRE - EREBEHOI b2 P TE
FLERBREEOHE, oV KEESHK
(complex I, II~IV, V) ® immunoblotting %, \»
b Ichiki 5D FETITo 72, BREETIX
complex II +11H & Uf complex IVIZ/E T IZF8 9
s, complex 1+ 10D IEMEEHFK R
B 5Ntz (E 3). ¥ 5 I immunoblotting T ¥
complex I D% 7 2=y D> BbKH%* DI
HooH 7 2=y bTRDPVBED 5, Ino 5
D¥RE U7 complex [ RIBFE DERH & [FAE D Y
Tazy MRABEEEL-(K9), AEED, &
BRI complex | RIBIE L Z2Hr L7z, 28, &
EFOEFIREICOWTIZ, EELEYIRE 21T
STWwhWnicd, HLETPCRIZIVREEIN
TeECHIRE 2R L7,

§ B

KEEGZFAER DTS - B, HEFEE, HE
e, BER, INMKHR, BEUEHERE AR7 VP
— YR, TEEBAIEREET 2 DL RBKE
RBIUREMREZEIT 222 &, BEBHZLV
WU ERIERDORERZHT, S ha>FY7 DNA

R 5, complex I RIBFETH 3 Z

fEtr, BT oERERREORERZ WL, mt
DNA 3243 D A — GEE% H b ELEMNIZ com-
plex [ IEMHIET %2 b > MELAS s ZHran-,
KREF TIIRIERE CHFELED 57z, Petty
50D bR THKEHEE 66 BIOFHREIC L 5 &,
VIHAREIR CHEBE L 3BT H > 7208, FHBFTIHR
THEBED 17 P A S FIROETE & b ITH
WENEF B AREME SR EN T W 39, MELAS
B2 HEE L BRCET 2 RERIRE LG
BETIRRO» SR olzhs, BN B W THEZ
MELAS CHEWKEMHICHKBE LD L HEX
nt ¥z, HBE, BESER, BRI ARRE
FHoN(K1), EROHEES Dzlsfjéﬁsz»
lﬁﬁf?é LOSRE NI, ‘
MELAS DFERH & L TRLALENEVE XN
T390 KEFDFE, KIRET 3 AHRARSE
LTED, LEXNESEE BHIIEHELEROE
AREDAHERRLOEMREERZEL T, ZhsD
AR 5, RIRDZEMRFEHS MELAS & B3 21
BEMEDSSH W EFE 2, BEIOEERITo 2, LT
I-HTE, IhETOWE & RREARGHE

HOBEZ 2RSS 5l s, WEEOHLRR
i {BEEEND RIFCH o7, —7, HBEIRER T

1 seg 11 1Z 50 Q% DRSS S B LS, B
RE D sk otz, MELAS B& D E#ik
B L UEHICEEFRICET 2HE b TH
RVHY, RIME B L T, —McmBREEe
WEERAMEIZ 20 & SR, BXERRRRFEIED HIRH
Fr i3 M1/ INBhAR D SRR E AT 3 & U MR = b
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Compiex {

Complex ill

e

e i
BHM C P BHM C P BHM C P ‘
BHM : beef heart mitochondria
C :control
P : patient

2V RN 7THREREFCEILEERTWS, Ly
L2556, Pavlakis & I3BHEIIROFAZEMRA L £
WERT2HKEL X VCREEEOHE A
MELAS @ 1 B E#H L TH D2, iz, kS IE
i & BRI O NERAZEG B S
THEEEERHFAL T2 319, XEER D EEIIRE
ZRIFRELRLNT, SBBELFBIRIN GG
2, SHBREMTRENSHER T SAEELHVES
EEZHN, TORIRSERFTEET 3.
MELAS D.LEFERFIR & LTI, XKEICTH
FIRRHESR D R/NRE], SERFECH, LERfRE D22
ZHD, BRERK TS arYFYTOREER, 7
Va—5 RO, 7Y AY ORSIRE, £
BRHE DML E MG S TE p o9~ K
BiTd, HE FEaTEEOHEFRT L LHOZER
By, BETIRI Par RY) 7TOREERDS
BOON, BEOHRE LIZIREIRTH 2. 22,
Gomori-trichrome % T I3 ragged -red fiber
(BLF RRF) 3% $(38 8 & N LHE D Z2fa iR 53 iz —
BLTw3 Zps, LEMEOZERRENEIZE
MUZREEI PPV 7R TIEFEZION
7z, b a R 7 BEE TOORE IZAEAR,
YL RBRERELHECEMNT 2 LENTSE
p s~1n9~23 KED & 35 R EARLULAEREDRRE
& complex I REFEWEAL Ty BERZKEIN

BHM C P

Complex V

< X9 KEBMEEFFI A FUT7D
Immunoblotting
immunoblotting T complex
[y 7Ta=y D> BEH
DGOV T 2=y b
CBAYPBRD o, Thik
Ino 5 D#eE L7z complex
I RABHE DFER & Rk D/
—>ThH-oT.

T3, KEMZIZERD & 5w .LHMEEYSE
PEBLETE_REOBHELFEZ oz, BB,
A OB OB AR Tk RRF IRHE S v
57z, MELAS 1281} % RRF OBH=IZ 90 % &
Ih, KETcasNEho - BERE L TR
HAIOFED L BHEBICI2ZEIrav Y
7 DAFEDENRE X Sz,

MELAS T3 EB&FEFORBMMIZ B 1) 5 A
B2, CAEVEBOBIMIIZEACBERGHEE &
nTwa, KETI, LHERICBIT2REEN
BRET® PCR &2 AL FEYERRETIC L Y
SPIAVRYT7ORERETEXTWS, Lal,
BRI L OEREFHIBI 2 ANV —DE
&, BROBEDEEICOVWTIRINAE THS »
RENTWEPo T, % I THERL BEAFTE
B DOHEZBRNL, UBHDAD I AN ¥—ELE,
EROREEHS HIZT L, LER—Y YT
B LEAR RHIT L, ZORBR, ~—y v/
HIOFE, ELVEVEEZBRICEETH - 208,
R—y U 7HIBR CHEBIRALT O, ErEy
BRED LRACABMHEEDNETRAOh L -
7. ZOEHELT, AMCABRIERLRMIT
R E AR I A D FLEREHSIEAN L 72 & > T ATREE
bBREIXTE LW, REIDLEEEX BIFICET
NTw3Zehs, QLB 3BEFLEREK




 FEREEIRRATRFESATHWS, @ b2
KV 7@’&%&%‘7‘#3 S harRFY7OEDHE
THbhTWw3, D2 ODFEEEIHEI T,
wTFhict &, =y i cABMERCE
Iz olzt S ZEBERBHEICELE->TEER
FFRTHY, HREETUEREIRFFINh TV
EERRBLTWB EEZ o,

—%H, R—v 7 A OEEIRFENL R
MEREECHLTEETH- 7. ZOBFEL
Tk, OBFEERBERERED:O OBRZEDOH A
EE, »230IEONES 0y DOEBERMBEHMRD
ROIOTRERDSE Z Slz, BB, Py FIu
EEIARIC BT 5 double product i 22,500 T&
2D LULENR—Y Y7 iz 81T 3 double
product /& 18,200 L BETH > 7z, L7zd3o Tils
EBR—y 7 Lo amemz za
STHEEME L BERTERL 1208, LBER—Y
> 7Tt Wenckebach block % & /- 3 EHEjD Vv
—rETLEREEZONT, ZOHRRIEFED
[BALEZONS,

MELAS i 81} 3 LEEARFEDOEF I D T
BEEIOREIZ T TR T2 »ICIITER» -
72, BT ¥ K=y RIZ & 3 08ETRE, T8
Ik, BMTEE(GBELIO V)L ENHEEIN
3. B TCIIEEIRREIDZ bDODEETHY,
BMEDO N —XZAbEL kL, EXREEENR
BELRERATTEIROBS 28 /KT 2R
BEshedhotz, Lh LSRR 3086
FEELTRABY ¥ F—y A& 2 05 RBHER
AN EIoh, AR7 VY F—Y AL 3
FERAEIRPIKME & kO EMITREESEL
AIREMIIBETE RV, SEIAVILER—Y
TARZOBOADI ANX —ELE, EROREE
2HBLOIHHETHY, SERHEEZRICL TR
RIBZLWEY) MELASZBIF 3.0 RV
F—RBEE O U LEHHE D RIRBEF D IFEA
D—Bhc3bDLEZ2oNE, FFIZOWVWTIF
SHBE R follow-up 2175 FETH 3.

BEKRZDHI: ) FPDOEFLEEREREHHAE
B & ' immunoblotting 2 L T T & W LEEHE
TAKRFZDPRB—ARELEICEHRBL X T,
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