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KU B AR v ESHTHIC L DBWMFTRRICIE D, B0 Fova vBIRE, Va4 VBl
FEREREDF O NEE, BEINSLICI > TR, Lh LEREE BRERHNERIE
DI ThH > EbELRRINZEREGABIMECDONTE, £0EBEEMBEEHNEH
T, ISR ANSBEBEECOVTRIZEA LRI IN TN, £ TRABRIMEICNT 5
b DT> T ABW AEEENICL YA D0 o NADH-CoQ reductase RIED 24
BEONTHET 5,

1 UEER, FERTRETTANECEE L. BFERE 6 REX D BEHEIHER,
1088 & D EIA L 72 5 700 128 R TRIBRN A BERIA & 7120 2 O R & L BE IFE % 18175 X
Nice THZOEI D KEBIMICHBALE L3 L S0 o7, B ERICREERME, £
ZEEICRTE AR, HXEET, EFHBEE, BEORERFELFER. BHE CT scan T THH
TEI%EEEC low density area W7z F/BRLEE L EREBEZIFEE L. €08
CT scan OFR & L OMEFENERIEE Ui,

R 2 135 BR. KEBETRBTINE LB L. HFRE: RELOBEEHELR0S8
RBOLHRICER. ABCHAIETHD, HTEREE L o/ 10REH OMEEMAEESENS
DISLT—EHKE LA » ARICEE L. LALREECEERHIERE L,
1381, BEOLDER~AR. ARBREECTINE, WREBTE, M TEEARLUEE
E BT BT, RE, CRIEE, HHETZEZRES/. 53 CT scan THHZRIEED low
density area ZEWH 7o

WECED SN LILBOIRE UTHHRERICHEEL, RETBHCONTHAET &k
L, 8 ii—aorEmE, FEENNSHD CT scan & TIMEXERIC—H L BLKE
EREFDRETH B,

AR, hE KUK P OEIEEE LB lactate-pyruvate ratio (L/P 1) 13/
EAERT . 5 ICHEB/CFMAITT ragged red fiber 2BH2ETH 5,

— 118 —



# 1 Incubation and Assay

incubation medium
30mM potassium phosphate
2mM EDTA
10mM Tris—-HCI
5mM MgCl;
75mM KCi
25mM sucrose
20mM glucose
2mM ADP
1-2 units of hexokinase
final volume 5004/, pH 7.4

substrates
1mM pyruvate (0.2£Ci[1-C]pyruvate)
1mM malate  (0.2#Ci [U-C] malate)
1mM 2-ketoglutarate
(0.24Ci[1-4C] 2-ketoglutarate)
5mM malonate
5mM acetylcarnitine
0.2mM arsenite

E{eZrRH A E

MEFIICB O THEREZTOLE SN ERB LD intact mitochondria % Bookelman O
BICEOSE LAY £ 10 medium ~E SN/ intact mitochondria %2, (1-4CJ py-
ruvate, (U-4C) malate, [1-14C] 2-ketoglutarate % substrate & LTI &CINE, BEEXN -
% MCOp ZHE Lo

% 7z cytochrome-c-oxidase &Mk, succinate cytochrome-c-reductase % #: % Cooper-
stein, Sottocasa M HFIEIC X VHIE LYY,

RS v =F VB, carnitine palmitoyltransferase it (CPT) 2410 HiEick D HE
L7z,

ISR 1 @ fibroblast 2 >T Atkin OFHEIC X D pyruvate carboxylase Hik (PC)

ZHE LY.

BRELUVER

K2OTELSWERMES “CO;, EARLTHOREEAROLLBEELTNTUET LTV,
1, 2 B HT pyruvate dehydrogenase complex, 3, 4, 5EEiz TCA cycle, XS5 BHIZ
isocitrate dehydrogenase, 6 B¥ B3 2-ketoglutarate dehydrogenase complex OiEM:AFEDH
To ZOED BT NTOERET OIBEELIALIL, respiratory chain CEFET 5,

% L C respiratory chain OB TH 5 cytochrome-c-oxidase & succinate cytochro-
me-c-reductase ZPE L CATEFEIBEIEFHBBICH o7z (F3). %L PC,
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%92 U4CO, production from labelled substrates in muscle mitochondria*

Control values
Substrates Case 1| Case 2 meaniSVD(range)
[1-C] pyruvate + malate 10.6 10.7 45.6+28.8(22.2~93.8)
[1-#C] pyruvate + carnitine 9.6 45.6
[U-1C) malate T pyruvate 1.10 4.52%2.94(2.13~8.74)
[U-HClmalate + acetylearnitine | g g5 | 105 | 3.05+1.22(1.57~4.88)
[U-#C] malate + acetylcarnitine -
+ arsenite 0.79 0.98 2.74£1.35(1.63~4.70)
[1-14C] 2-ketoglutarate 17.3 2.3 35.0+14.3(18.7~45.2)

*: nmol *COz/min/mg mitochondrial protein

% 3 Cytochrom-c-oxidase and succinate cytochrome-c-reductase
activity in muscle mitochondria*

Control values
Cass 1 | Case 2 mean*SD(range)
Cytochrome-c-oxidase 647 708 1554+ 753(601~2837)
Succinate cytochrome-c-reductase 807 1000 889+ 507(343~1767)
* : nmol/min/mg mitochondrial protein
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CPT BLUHBHI V=F VEEZIEETH >,

B 1@ & { respiratory chain OS2 NADH cytochrome-c-reductase, suceinate
cytochrome-c-reductase & cytochrome-c-oxidase [T A& Do b, B_BEEE, &
7-871=%(3 CoQ-cytochrome-c-reductase BRI E LTHEH D &L D K 2 EMDEEY
friZ, respiratory chain @5 % NADH-CoQ reductase F & 755,

~—%, i Pavlakis 543 MELAS (Mitochondiial Myopathy, Encephalopathy, Lactic
Acidosis, and Strokelike Episodes) &35 new entity ZHE L TWHTY bitbiid 2EH
OEFKGEBLL Thd, THOBYHIRERICRETL, RETAICONTNE (B#8, 15
BEEE, REE) ORFENRDOEEICEIARE, FBEFHIC mitochondrial myopathy %
#3.

¥ 7 Holliday 5 & 3 BIORBERAERSE L TWT NADH 0 bEELLEH; > T EY,

bbb OEEL S, Pavlakis 04 L Tl>% MELAS & NADH-CoQ reductase Kig &
DESEIIRE E N B, _

BBICEHLBIEOHRBEICHONbh DT> TR A HEM L vEOR LS (PDH com-
plex ‘K38, respiratory chain OREZENL L) OBWICHHATH 5.
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