HENDD.
@ PR
JE ORIV LW R ERBO D Z &b 50, MRWNZIEH 60Tl
ZEbhE.
® EREAER
AT, W, BIETEE BT OFNL . ERAKET S 2 & b RET
3 % . AP FE TV 0> 5 BENE T IR AT 2 5 1 EE RO R E |2 28 2 S ]
VAN
® THIbEREIR
HARWIRIERNC BN T, R IERHCRE S ERICR A 28D 5.
D FEEELE
TSR & I Z W R D58 b Hh 5. BENCE LR o> T AMERIEN D D
[AIE# Rl 0 I THRIMPERIFIC L D L& 2 b 5.

4. BELGLHEERR
@ K~ b AR

I pEOBEIZ IR K OPRF 7 N ARMEE & 72 5. o b RSy & [E]
IR L i P RN I e 2 I E U, WERERR IR/ K8 b > 2.5, b L < iEHERR
Wils/3—t Ru s BElE > 3.0 ThIVUIKIEZ & Telgie g LB E N EEbi 5.
@ FFtbiEEsR LA

FFdemiliEss o LR %230, BUENIIEEFZ &80 L TnaH 2 &£, Hb
EEIY FANRISSR
® 7 CK e

FERERFICRESECYH, SMEMICTERREE 222 bbb 5.
@ &7 vE=7 M

BHRIERICEMEE 725, BEIIPEEETOLEFICE EEZFRL (300
pg/dl (180 uM) FRE). EIREEZEM TITRED EANRONDIFLL.
® MR

TN AR UNAETIXZRND, FAEROFT R CHIRf &2 F IS ET A & 5
n, FREIEAHHED 0il red 0 e TOMKISITAEVBRBEFELR gD
TR 5.
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5. ZHOEN L L LHEHBEE
O MmHFE7TNIN=F 08 (k)

WEEI N =F 2 (CO) DIRT A b EBERFTRA TH LS. —7, BRIV =F
BEOARTIEINOLOENIRETHD. NETIHE, o7 vV =Frbe
BICIREE T, BRLEERBEVWGEITEEI LV =F EXERIE SN DS
EbHDHOTEENBETHS[7]Y. SR CEBEITE TR S,
BEELE CO 8-10 nmol/ml NEMEE L Ih, TNLUTOHREITHMELHESN
L., ZOLE, MOT AN IN=F b ERITEKEEZRT DT, TINAAN=
F L DORKRERT DNER B L. WEBED L =F AKMEIE CPT-2 KIBEXS CACT
RIBRE, T OMEMBRRETER CITED REINV=F VRZE, LMK
SEEN T A OIRSAE, Fanconi fEBERE, RMAD WV =F U RZIEZR, ERF
NEEEDHEERORHNR, L aBNRERO—ERE ThHRrbN5
ENHDLOTENNLETH S8, 9]. CPT-2 KIBFESC CACT KIBIE, HHEIRN
BERFIEDWN L DONITOWNTIE, T YT =F I BT D8R 7 e
T4 —IANEEEIN=F U REEE DEINCEHATHD. ERFVILVEELE
HIEENRBICIZ G TNV IN=F D EAERRELNS.

@ REEEED V= F U HR (k)

TRMEI N =F R ZIE & OERN IR PR L =T PSRN F A TH
v, FEICERLZ0EB LI ORE WS [10]P. REBEETIE 2. %% 8%,
OCIN2 D~T AW ERZH T HEFITIL 2. 1% MBI 52FELH H[11]. =
DEIX IV =F L NAR T2, Fanconi JEMEEEIZAE SN A RMEEELHTH
R TCIRIMES RV DO TEERLETH S,

SR = F X S L= o
B ) = T R = X 100 (%
IR I Y L e e

() BB - RF OV T MIRAREFIRCRKE L2V, BEIR+5TRELEZHE,
TINAN=F AMEIRIEL R Y, BV =F R ERETE. REEBRBIZ DB SR
DH, FRETHIVUIFERAEZ AN TRERET S Z EREE L.

() RFZ T AIAGHIETRTOVARY J—= U FREMBR TIIIT o TRV, 7
ER—ZATITONLTWDIN=F 2 HEZIE, RBEETRERLTSZE TRAERS.
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@ RPN AT (k)

o BN VIR R A L, TRV S R A R DT ARG B
nNbH I ENEN.

NENTER A RERi A (in vitro probe assay) (k 3k)

KT I A T, B R BHE IS O PISNIERE D v = F R A b
9% Z & C OCTNZ OMEREMENT 23 CE 5. HUR RN 0% 2 AV 7 Bl I3 B
T & AT,

® =T (k)

OCTNZ A= 1 (SLC2245) DIRITIIMEEZ M OF NIgFETH L. BloFHl L&
BUM OB B2 500> TR BT, BROFEACITIREFATH Y,
TR F T B e (5, 18, 191, FrilTil e » CTEYEFNIZ DWW\ T OB T
e RHEANZOWTOMBERHEE SN TWDER, —EOEREFESNL TV
[20].

6. BHE%E

S - ORI ARTT RS S DN ERD L T 5.

REERWT : LRI, @THDIRREFTREROIGARE, ELFHICD
WTHERE & L CHIRZ BT 5. BIORILE 2 5HRED 5 @B L < FODD
< L b O CRBHRNRR 2RO D L&, WEBWL TS,

1. ERTARD ==V TREZEDODN-GE
O FrT7LavARERR (%)

WERE D NV =F 2 (CO) DIR T A H B EERFTATH LD, HMEHNEVGE
T L= F AMERNE LS WESNABALH DO TEENLETH D [T]W.
FHRRIZB W CEEEIIE TR D5, BB X% C0 8-10 nmol/ml 3EUE(HE &
E, TRUTOHEICHEEHEHEINDS. 20L&, MOT IV INV=F
HERIEEEZRTOT, TVVIAL=F U OREERHBTILERS S,
Bl L= F AMEAE I CPT-2 KRABJERS CACT KABIE, F DM AMBA S EERER &
WD IR N =F U RZIE, WAL BN 256 O{RS3E, Fanconi JEE
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B, BEOIN=F U RZERETOLHONDERH DD TEHPLETH S
(8, 9]. £/, FARH THL-> THERFIUNEEZELHERONRIC &L v %
BN =F VIR TERTHELH LY. WL =F VEO B TIEZ NS DOER]
ITHEETH 5.

@ RpiEEE s v =F o HEIER (k)
ZWRMEA N =F o REIE L OERNITR P ERE L =F CHRERDBERTH Y,
FIREEICERE L= MiE B L OURE AV A [10]%. ABEZF TIX 2. 1%% B %, 0CTN2
DT OEEMEREZATHEFTIT 2. 1%FRICRIELHD. ZOREIXS
N=F NRRTR, Fanconi JEFERICRE SN A IRMEREE 2 H T 5RiE CILFT
RN DO TEENPLETHD.

SR /L= F X [l LT F=
SR PIIERE T /L= T R = x 100 (%
“ A =7 o x s b rm s 100 ()

() BRAERE - RISV T MKAREFR CRME LZ Y, #EBIT+40 TRELESE,
TINTINE=F AEIIAERL 720, R L =F B AT A RERBBIIHOICERS S
DL, FHRETHIVUITEAIZ AN THEERTETHZ ENEE LY.

() RHPZ T ARG TRTOYARY V—= U TRERE TIIAT-> TR0, &
ER—ZATITONTWDIINV=F v 2 SEEZLE, REETRLT S Z & TRAMERS.

@ R B SHT (k)

T P INVRUBREZEL, BHBARHERETEL TR 5T RAED
hoZ Engu.
@ JEIFERCETEERRE (In vitro probe assay (2 5) (k%)

F T A= AR RNT, R AERMEFM DO NSMERED v =F RE A
B9 Z & T OCTN2 DOFSREMENT S T X 5 [11, 1219, MR TSR 2 V25T
MITIRFEIZ E A EITNR.

1]

) FBERNADOT VN =F ST RFT D in vitro probe assay X BIRKF/NERD S|
ENTWAB. L AWVWSN A FIETIE CPT-1 KBS OCTN2 B IEZ 2N 5 FN LR VA,
AFEETIHINOLOZHLAETH 5.

— 317 —



® =TT (k)

OCTN2 IRARF (SLC2245) DT IIMEEZ2W O F N7 FBETH 5. BinFRIEF
BRI & 232 1B 6 e > TR BT, BROIEE A SIFIEFITH Y,
ES Y AL e Y S GAYAS AN

AIEDFAERMFIEILE N TIEDH DD, ¥ T LA~ AOFMRITMN AT, fFE,
Mg H A, Tore=T, Loa—p EOREZITIERHERSh D 6], X oF
L AFT RSO R CRE D R SN WS, 1o BICSEIE R LB T
7R, 3L B ELIEIR 2 & o eV RICERE U, EGY kR Eh T <
2T 5 K o T 5 [13].

%mﬁ%www%yﬁv7§yz¢ﬁ%%%f%t%Ai¢M$%%mab
CIERBIIE MR SN D . fEERZWNIIZOH L <IX@ZAT I FHAEE L.

oo

ﬁ

7
ZWIRHCRER 2 AT DREFII S B A A, BREK TRW SHTEMNIZ SV T
JRANE LTI FROREN R SN D. %ﬁ%fﬁf%ém%ﬁ%éﬂéwﬁ,
ﬂk% (2R D BEER RN DB IR, BRI & OFIENHE ST
BURF R Tl Z %LEOD%F@%“%%?IHUTé% IR [21].

/

O  vRI=Fr (kA Fre) KEHRE  (HELEEB, *)
VARIN=F v ORBEENE—IZL TR LADRERTHD. BEEIT
100-400 mg/kg/day 43 4 B&5 (HLR), b LI 3 &G (BRA) MHEERES
nNo. RBETIIINV=F 2 RERS L THMPERED LV =F EIXEET

[EZFNLLTICE EFEDZ L3N

TEEBIA R ITE R T BRI L = F VB e T = —THUERDLS. L
R N=F  NREITMAERET NV =F AEOIER FIRTH S 20 nmol/ml LA L
FHLZE LTHEET S, BEERILV=F VEICHTHE 2T VA
RO BIEV AR AL =F CNRE A RE TCIFEIE LT 2 » AIZ 1 ERE,
UMIZ3-6 » AIC1EDHECTT =y 7 BEEND.

FEDL) LA N =F TR IEDS TR O HRRERANITE S 220 SERILISMS b NS &
2O THEITG CTEWSIT 2 & K.
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9. 7AO—TFw T
O BEAEGEEE 28, BF
LARD N =F v ORNRBBEENAT DI TV BRI I, — iR B3 AEICR
FAEIRIE . AE TIRNRA SRR WSS, IhiEEEh L =F e
IR TT20TC, B FRICEBRZRE) OBRIZITESCHIZT RUBEL & el
BE+DEITO)ETRNRELMIEICEETHS. (HELEEB)
MENPOBBTLRINV=F ORNBBHKZNEE TH > THELIZHIE
THZEERV. TiLOlEBRBEFEICB T IREREEMBLSEBICLR
W BA AT S ENEETHS.

BN L EFIEICK T 5 REHBO B R (HLEE : B)

A HEE R AR
Bk R 3 FREfH
67 HET 4 FFR | 4 RefHE
IEET 4 FER | 6 FER
4 AT 4 FFfA 8-10 FEH
ARE Ll b TR | 4 R 10 FRFR

ZEMOBLZTHY , BREEPLEE ORI LV ZEEPRLEREE L H D,

@ ikt SERETEE

Vg B A L R B\ L B D L = F A A T = 2 —F ALER BB, L
RN =F o NIRENE M P L= F AEOER FRTH 520 ML EZE
2L LTHET 505, REEMD L =F VEICHT 5 AT e T v 220,
BmMI LRI L=F O NR% 4 mE IR LT 2 » AT 1 BFRE, DI
36 7 HIC1EOHETF = v 7 REEND. ET7, BLOZ A I 71X VRS
N=F AR 4 FFRLEAE E L.

@ LAERERR A

Dhra—, LENELZEHNIZITY. AL RAEENR LN RWEEIX3-
SARIZ —EITHETZIT D .
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B~ AA Y V== 7T, VROWEE v =T ARME & I RO 2
PER V=T 2 RZIENEBD T R S D IR SN D . BRARIERECOE
FEME DR ZECBUE I AR 72 b s STl Y, ko & B0 FAIE LT
BN E L, —J7, MIEIER A O B REZ EWEH 50T, +ao7ke=
BT A HALTNR N,

AAGE R RE S BWEREREZESR
SREZE /IAREL

ZERE  REWME
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1. KBHE
TIN=F NIKEET 2 VBT, RATIINEED 5% IRFELVERSN (A, LG -

BEREICEEND), YO B%IFBLEBBTY P e AFA=0hbalIns. KAT
TERE V=T L, BTROARIR E AT ARE LT VANV =F & LTHFEL, ARk
IR TR, HICHRICE RIS TS, FERTIE, ELAEREA, IA715
BEIND.

FT=F 0%, RESIEEEE I Fay R TR~ LT RBILOEEZMHR LY, I b=
¥ R UTAD CoA/T /v CoA DO # L=V 3572 L, IRIFEED b DT R )VF—FEEID
BOWTEERZHEZL A Y (®1).

ZDAN=ZTF A T NEERT DBRORBEL LT, INV=F 2NV M VTG RT
=Z—¥ 1 (CPT1) KRIEE, IN=F> VI h IV T AT =T —F 2(CPT2) KEJE, T
N=F TN I=F 2 b T Znl—F (CACT) REBERET OIS, TR ENDOEED
R KIBIZE Y, RSEHEROI hay RY 7TR~OEENEE S, IBHBRAHN+21T
bt 2V, TOBRTINF—ELORTEFEHZT. WINbERAKLEREORR
Th 5.

ll

1. AIL=F ot 2L ERE

Boa OF e & Mitochorbial ety acks seidatios dizoders
The Matabsiic and moscwar Beses of it dizsass, Foad ShrGmmHi 60 2000

PEIEE Fiy 012
(oery) e
« e
:Ejﬁjﬁﬁ\fi& e
(as) (cpr1 ) SFIZFYTIE
CoASH == _ IIL=F = CoASH
> FLNLCoA FYAANFL
ERIAFUTE
CoASH "
f ""Wm; W s TYNAN=TS ﬁ‘}'—:f
1 = PP st
=J_§§?_(§J AS: To L CoAd EEE. S MUFTEIAER
CoASH: OxoHrha, CPT 20 o LR AN S 2 225 —H,
CACT: AL - Tl ZF RS a0h—H OCTHZ: AL F b S 2 di—5—
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WS EPE M TR e R R o 0, A COBAER S VT Av A 27 Y ==
T D8A oy MIFFEREE 200 51, CPTL HENER 300,000 HA IR LT 14, CPT2 KIRSE
9 260,000 HIZELZ0E LT 1 BIOBEE L HEM S 5. CACT KIBAEIEK 196 5 A x4 & LIz R
e TR ST EGNE R Do Tz

2. EGERFRR

Ta = F R SR RE O U7k & LT, BREEE - oA, TR, BEBOTR RN, AREY
IR, ARGHPET > K= A, REREE N A, A lifas~O NGRS, IR A2l S IMIE -
K4 b RIS - &7 ' =T E, AR, GOREZ SRS b b

CPT1 KIHJE, CPT2 KIESE, CACT KIESEICD X7 5.

CPT1 RIEfE ¥

WEREAI N =F IR T NN = F o DERREE SIS T, iR v = IR L,
Wh N =F B IER ~EERNT 5. CPTLIZIET A VYA ANEAEL, KRR XIS o
f#55 CPTla TH Y, B CPT1b, M CPTle OKRIEIL Z AV E T B THRW,

(DFESE AT

BUF AR A Y — = 7R, FRRNICRIER AT D3 CHEIER TR TR AL & h 5 BiE
ROFEFMBEEND. LLTOEOFERMNISTHEIND E TOWENRSEHETD.

@ #r: R AER

BRI WA, Bk, RS A O CRMERE L, LWRILEE-CR 7 > ' = 7 MfE,
WFelilEsc o BRI &2 X T,

Q@FL IR FEERY

BRI BARIS, IRA b U PERILBEAE & & 512 Reye BUIEMREE & L CRIET D, APERIENIE
Iz N AIERH B 5.

FEMLIED, Sz DT, FFERCITEREER T, TIEIENCEEEN RS ES b DE
BIRds. MICERMERELET2EMNGHD .

CPT2 RiB4E °
TUNHN=F PO V= F o~ OERAEE STV D 7w, IR L =5 3R
ODTIERMEE 725, 7eds, CPT2 RIBEIX, FIEFE, BB, TEERCICIY =WAICHHE
EhTERro.
O FERERTHY

BUTATA AT Y == 7R, FEMICEIES IRREN N CEERBTRRAI L
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DESEROEFDEZEND. LLTOEDRENISEENDETOEENZRSEETS.
@ FARHFEL (OMIM#608836)
FAERSIZT VA, BEREE, BRES, DA TREREL, FLWERLESH
T =T ME, FERESRO ER, & CK IE, LHEREE &7, LERHRHOEIE
ERF. CHEEES LEEERR EORERPPFEERE LTHEDOND Z & HE0.
LREFE CNBEE, BNERZR EONRTR, BRERBRE, AR, Z/0ME) 7
ENBOONDZEBHD 7,
@ HHAFER (OMIM#600649)
Z TR, BECREEONSL EZBICEMREL, SMEEELRVIET L H
% 9. BMEMORERIT, HAET, SUEMERT A BRIEGERERIE, BRIERETHD.
SHHOREFRRE LT, 7 N oMELEEE, &7 =7 0E, FeliiEiaE,
CK &R EBnH LS. FEXR BBV 257332 8% 0. BERICIEREOHE S =
TIEbLHB.
@ EHEE (OMIM#255110)
FIZEER, FEDHDWVITRALREL, BROZEVRAEE, & L3R, 4T
— R EDEREET S, MRS EIMEESND Z ENEN 10D, Z0MIz b T 58
RE - JBRELLAE & UCHRIET 261, BOERIZRRENR: & CRIET 201035 5. FIER
IS AT a UV REEIZELVE CK IEZRD D Z L3 5. & X ITHBUHRMRIE 2 £
v, BEERE, MRAE, RERZEOBEEREMELBIZREITILLHD. HEE
LEMEITEE 2SNV, BRIEOHERIL, FEEAHIEETHHH, B, H%k &S,
SEHFRE, EH (PTERL, AT TuTy, SATa@BRY) hELBIERIT. 5
MRS, RIS RCHBEDZEN - EREBEOIRALH DD, FERENEOLDOZ
EbEn .
%% : CPT2 OEET%M (SNP) 2 3—4CHORKIR EF CEHKET 5. BRREMET SNP 2317
T DI EBE->TND, A T AT U PFMES HAV6 BIEDOFHFR O — 2 L HEE S, BTV
T DOHSNECHEBHEEDOE W, B EAEE TERIZIRONTHREL 2T TERTAERETH D,

CACT Ri8%E
CACT i, 2 ha v RYTHIRICRETD2EETHY, TN INA=F %I bar R TAHIL,
T hary RYTHNOERED NV =F o ZIREICEZEL TV, CACT RBICE W T v =F
UHINBEENT, MAPEEEI L =F UBMETTAZ LI KV RIET S,
O FIEATE
BUTF bR« A7) —o v 7R, FENICEES IIREEDVWTCERRETERL SN
HEERDIEFNEENS. UTOEORENMIHEINIETOYUENRSEETS.
@ HrAERMRER
ZLBFAERBICT WA, EEER, REIR, SEAHRARESR ETREL, KB b o
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PR 7 T = T E, RGBS L, @ CK ME R & &R 5. ZENECRYE R & D x
AKX — TR S 2 ST 5 RSO AE, Bk OFEE ik B, Lk
BRI D E I BIER S @ MRS SR, L, I, B RS o
BT B D .

@ FLLh W FEIEY
CACT KIJED % < BT AEVMFIE CH B 0%, I, RUYWE, 22252 fLsh R, o
WA, 2B K CRERIET D Z 3 d 5.

3. BELLGLHIEBEFRR

1. FE~AES b AR b

RIS O BRI L e R b ARDMEAE & 72 B (B L, SERIZ ML T 5 O ke <, ARifpE,
EEREOFE O TSN DHPAE TR & B2 HRE Th A, MK ORI RS b AR
TEVECH~1HREE, P4 b ARAY 1,000 wmol /1 FREEChiviE, K47 F oMK E £ 2 5.
(L5 b ARGy & (RN R G I A e L, SIERERR AR /8 b kLI > 2.5, il
BERRIAME/3 b R VEEERE VL > 3.0 THIUIIENIE g (LR E S Eebih 5.

2. FFdepimEss L5

i x OFEEECHFRBIEEE O LA ZFED D0, B Z&60FL T Z EnZ <, mEzlt s
BN D.

2. & CK I

FEFARF IR B T b, MIXANCEBEM (010,000 1U/1) 1275 2 &A%, CPT1 K4
T RIZAHA LR,

3. BT UE=TME
AMERERHICEE S R DFRH DD, WO THET D Z ENE.

4. WM

W AR DS ZE TIRZR NS, AR OFERR A RO R DRI AR R BER b o Z &
B D.

4. PEORYLL T HHHRE

O P r=F AAE (EE 723 (%) ;

— iz ERE S L= (CO) 2%, 20 pumolVL BAFE 721X, 70 umol/L LA Lo & &iZix L=
FURBBEIEND DAL ZETILERDH D,

CPT1 KBJE

Vel D N =F 25 70 umol/L LA EHIE, CPTI REEEZE XD, Z OB AEZEIE L CTHER
THZENLEENS.
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CPT2 KBJE

WEBED L =F L PMEET, TININAN=F U REEOHETT (20 pmol/L BLE), CPT2 KIBJE,
CACT RIBJE, REIEIEL pMILERERET VIV IN=F o OERE#E 2 5. B8 CPT2 KB
FETI, MPIN=F MEREELZTTHEDOEHL0T, HREISCTHRERST YV AANV=F
COrHTR EEFTS.

CACT KIBfE

M BN =F AEE CPT2 REBIEL FERTH Y, EHED L =F VNMEME, TN INV=F UiE
& (20pumolVL PA k) DFEITIE CACT RIEEL B 0AEEN f BLEFELE X 5.

R D =T NIEROR MR 72 I L W EBRL LN DN, 2FHOTHELE LT
%, WEEES LV =F 2 45.6511.0umol/L, T VAN =F 1 16.2+7.6umol/L, T IV A N=F
b 26.0+10.0% (i ; /NERFL 37 (T ,p237, 2005) THD. MPINV=F AMEICEEZE
R EZFORKOMNER 2 TR,

GE) N =F 2 2 HE L IXBEEEI LV =F L E T IVNANIN=F L Th B, TV =F
IXCORHED, BIN=F ORI N=F L EDEN, TIVNVIN=FY (£TO) IZHE
Wb, TIVNVIV=F UOFMERD DL, TININ=ZF U5 (BT A< R) Thh,

@ TININ=F U (RSR) (%)
CPT1 XIBfE

A TOT I NAN=F o GHTIC T, EBEIN=F A (COD LR ERET NIV =F
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