JFh—=IX (17

LT M=YR, TV R=Y20O#HH

b B —» e, RACKE REMHEN (ERME)

Hh—2R (£IBHT LR BLBEEDS -V )
7{’{,5#'& T HIFEMH B SCOT RIBMEDIESIERF
" 7% E=%1-) Ly jatid —» B SCOT RIBE DRI
e Fh=v 2R hEE R TUEYRR, TR
PHEREKIE —» AFREX, —> BEEIDE
A%SIEMNE FUD—FL L R —URIBE
Ly FHEERLE L —» REMT b EELRE
L qum&mﬂa
"7'}\—:/-1-‘ JUya-4yrira—ERIBIE
—p| PLESTOML_ o 2o pEm —» BRAES ATV K- X
(126mg/dL) SCOT RIBE, T2 RIBLE
TEZT  —> BHEBABMEEE T2 XEE
~ >170ug/dL
Ol IR
. M-SR > MPEES EqlEmE —» ERMHUBTOR-U2R
LT__;___ I — IFRSHRE, BHREAHRE
| pH<7.30, l SRR E —p A=TNI0Oy TRE (BHE)
PCO.<30mmHg, | SCOT &i8fE, T2 Ri8fE
| HCO:~ <15mmol/L | EREAHERE

L—D{ ey =B MIE, TEHERRE (FLT b=X-1,6-FHKRT 7

FriE X 2 —URIBE, BRERIE J)a-4Fro0
42— tRIBE, FFIRHRE)

A—=FOy THRIE (B3E)
HHEBAHERE

T2 RiBE, BBAL

!

FLBEIER

}

(Saudubray JM, et al. 2001 & ) 2 %)

57 b—=YATHY, T2 RIBIEX SCOT RI\ERED T b Y IRFIHRE
JEXZDEATET T AFIABEICL A7 T F=YATHY, FRE
EIHBETHE. TOLDORIEELENREIT VI F— Y 2AOREL VR
. '

RO MBE, MK A, 7rE=7, HHRGE & b HRRIRETS
L,

T b IPEEAER 7 b R IEEE 1 RO RIENIZ L A LT
HBED, r b ERFIHREEORERZTNURICE -2 2H b, £D7:
W, BWT & b CMBEEHERD 1 EORE R HRBRERZE) RET
»H5b.

1BEXW :

1) Mitchell GA, et al. Inborn errors of ketone body metabolism. In : Scriver CR, et al, editors. The }
Metabolic and Molecular Bases of Inherited Disease. 8th ed. NewYork : McGraw-Hill ; 2001.
p.2327-56. :

2) ERHEE. 7 b EREREE T2 b EEE L ER TR &Y S 2 )b-CoA  3-7
FEECoA M7 ¥ A7 =7 —+ (SCOT) KB ZHLLNZ. HIEEE 2007 5 111 = 723-39.

3) Fukao T, et al. Enzymes of ketone body utilization in human tissues : protein and messenger RNA
levels of succinyl-coenzyme A (CoA) : 3-ketoacid CoA transferase and mitochondrial and cyto-
solic acetoacetyl-CoA thiolases. Pediatr Res 1997 ; 42 : 498-502. :

4) Saudubray JM, et al. Clinical Phenotypes : Diagnosis/algorithms. In : Scriver CR, et al, editors. The :
Metabolic and Molecular Bases of Inherited Disease. 8th ed. NewYork : McGraw-Hill ; 2001.
p.1327-403.
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CRUCT B MEERE, 3B FOR VR, TR PO ERIL T b ykEw
I (@), TEN VT & M EERABRE L TAL, RBICIZKE 2Rk
Fb7T, BRICHEESh, T REXZTRERTHS. My b
AL, T MEEEEE 3L FUS SRR 208 S L, EbIcAk i |

WERTH Y, MBEHICERTES FT Y F—Y 2% & 727,

SRR, FVT— 2R —T T B RDORBI AL F—EE LTEE |
RIS BREALZ A& TR CREAE SN, FFAMEIICID AT h T ¥ |
—ICERESND (@). 7 b VREAG IEEREEO—D L LT, flfR% |

e Y A ML ABRICEL TT#ET S M,

R EIE |

first line DEEHRMAE L LT, R b > HSe b sBR—E (7 b 274 v 7 2®) |
THESNG. ZOHKET & MNERICAUGT 225, 3-b Fo % RIS |

RIS L.
(REEH@MICE MRS b FDBEORIENEE

BRI MR RIS EAR U, RO b — AT F oS

FoEmE LHI2T7 & MEROEEML T, R b rkoBEZmps by of
¢ 1,000umol/L A 6 H H
Poa

HROBEL XM S EE2TLInY,
T MIARD R ERE
TNVA—AR LR ) IEHZBBEXZVWEVWDR TN,

B, R b Y RBIERRGBEOBRED S, MAOT ¢ b EEEEA 100 |
pmol/L %82 % LIRT & MEERAMML T bAT 4 v 2 2® Skt |

FTRIENENEZEZLNTNE>Y,
R SRR MISER ,
tHELCBEORBLBEVZOILRY F VBl R ORARERTH B, &
W) BREPLETH L. RMBEOT WA RIRY b VERBRETH T,
REIILIZONS.
¢WICTRRREFEE L TWIDIZRYT b EPHEEE V) DLRERTH .

k|93

*1
POUp L8RS b RRR T

HMFD3-t FOx SEREY

] R0y bR

ZLORMIC, HERTCR
ThokBETHNE, R
WEEARMRBEEZER
THZL, ERHPITVE,
FMERTRMABT b &G
LEBHBEWY, Ry b
PEBMICEBZEIRENT
H3.

P2
D EEAR BEAERDTERD
PhBELWBBRALE.

1 Rl o (2 Roall o i o LT T {0
CHs CHs CHs — BREEEE —— 7 (e
BEBSAEH: Sl -
%wH §=0 6= (s LiiJ) hu,mmaar
CH, N ?Hz N CHs
COOH [H]  cooH CO;

(zeroxomm) (7ermm) (7er>




%18 FFEFBHULELLTIE
*3 : p
E5Y RIS X [y b E™

WS4 b RESRNREE N
TW3, Zhig—#IC3-ErFO
FUBBOAEMELTVS. —
HINBRETHOFOTE ~ ¢
Erfed 1) 3-& KOF JEEOE

MiECEsr b v EAEE LCT & IR E 3-E FO % o BB T 55l

ETE5*, 3-b FUF VHBIEIRBNERETH L7, 7+ MERIEAR
o v b TERE L ETH, TERLVRIMBEMT 5 L AEETH S,
WommNARCHs LELT [ RESROERBEICEDSNEL

P BICER STV S EEEIERHERFRNT, B b & 130 wmol/L

PLF (7% MEERE 55 umol/L BLTF, 3-& Fo ¥ JESEE 85 umol/L BLF) 7
LlloTwAY, MRTIERPEBIFMTAS (BT 5%

— RIS b AR TmM (7,000 umol/L) BlEES P TV F=Y R kW
'YADH@? GRTikiEE) <45, ! v, 0.2mM (200umol/L) BlEZ47 b= A& w9,
I haX KYTRDI NADH OZ _ . - .
R s e Rns BEE | 2 ROFHIEIS MRS & USERIEEEIE (FFA) SRIBFAIET 2T &
BElE 3-b KO% VBBICHM S 8E
NBEENE LBDT, DL . . s
HERTE. ZOkEBROCE BEiAEsRH UL, RKEF b EREIELIEESNTVWAREITH AL £
ot hae O L Oh, BRI BT Th L. ZRAERIEORIBRAH RN
RETIEE) B OHRN.

*4

3-k ROF UERY/

7tz NERBALE ;
3 haYFYTROBIERTHR
BEOEEL AN TS BTEE |
R ENXBERSICENE

DFETHAVSh TS,

Pa R U hiEOEKRT BT E
e FFELEDERE. EhH TEhICFHIHEE
=]

=]

s i< &b IERAEE B BIL-7 b REERISHRAE
LT3, REEHERAHRBEDT b FEE
REEDFREMERI DL,

Ry MUED IS OERKT DT &

e BHE () »EhTW3.

o1 X)) HBELTWVS,

AR MR HBINEHE - BEOERFTHN
£, 122 s, REBHRAHERE
TRAREEREEERES.

AR R TTHEIREE TIE A,
o BlER, REAEL S MBHIED 2D DRIG.

© ZESEHROSEREEOE)E

%1 HPA~18, (n=12) 1~78 (n=27) 7~158 (n=9)

15 B 20 BEfE 24 R&FE 15 RS 20 BEFE 24 B4R 15 B8 20850 - 24 BHR8
Jink ;] 70.2~95.4 63.0~828 486~81.0 63.0~864 50.4~77.4 504~68.4 79.2~88.2 68.4~882 54~77.4
(mg/dL) 84.6 70.2 64.8 79.2 63.0 59.4 84.6 77.4 68.4
FFA 05~16 06~13 11~16 06~15 09~26 1.1~28 02~11 06~13 10~18
(mmol/L) 1.0 0.9 13 1.1 1.7 2.1 0.7 1.0 14
B N AR 01~15 06~32 15~39 015~20 12~37 22~58 <01~05 01~13 07~37
(mmol/L) 0.4 16 2.7 0.8 2.4 35 0.2 0.6 13
FerRAFYE 01~10 05~23 1.1~28 <01~09 08~26 17~32 <01~03 <01~08 05~13
B (mmol/L) 0.4 1.1 1.8 0.6 18 25 0.1 0.4 0.9
FFA/#8 4 k> 06~52 03~14 03~07 07~40 04~15 04~09 19~100 07~46 05~2.0
374 23 0.8 0.9 2.2 0.8 0.6 5.4 2.5 1.5
FLES 9.9~207 77~162 72~180 7.2~135 45~153 63~144 54~81 54~81 36~8.1
(mg/dL) 16.2 1.7 12.6 9.0 9.9 10.8 8.1 6.3 6.3

FERIF10~90 /X—t 21 ERL, TERIEPREEZRT.
R ARG EALD mmol/L TH 3 DITEE.
(Bonnefont JP, et al. 1990% X b &%)



¢ 24 BRI ZIRAMABRIC B0 A M0, EMRDIER, 7 b R0 lLE

: adenine dinucleotide (&A=

@K%?”JP%S%T@,%hﬂT@¢%i0,§ﬁ%@#bV¢®L§:ﬁm

APP NI LIZER.
ENER

WAHZENZVDT, Bz tsrx TR LB L.
o BRITBRERACREE, 7 b OHREAREETIE, SMEHREIBEINTD
bR EEI WY, ERERDRR/R S b R 20 22 5.

REIZ 03 BT Ic% 5.
T FBETHDIRAAZHTO pH, BE FERFIER

%*7.
ERPREVSTE D AEE
e P URIEERO &) ICIBEERREO—D L LT, SRR, B,

AN UABCEL A SR, MARBEISER O S0 umol/L BEEARS 100 |
R ETHMT 2. BlKEL TR, EHIICS b= A% E1T O |

EHTHA.

EDE S RABNRRRES SIS b Y RAEL AR VHITHR, E

LEEWAHITHNI, ETNTVEEW) BFRRHBASKEE bR 5.

IREAEACIHRBEEIC ST D b/

o547, BEIEMHMREETAHRS FUFIIE
VLR TEBDICEL T o fe, EVLWSRIRH'E
bNBT DS, IR EESETEN
WER L& SHIBA, Ry bV EmED,
fns4 k{EH 1,000 umol/L BEICHS

alk53. ‘

o UL LAREELFTHNSE, (EMmImsciE

W ZE 3

1) Mitchell GA, Fukao T. Inborn errors of ketone body metabolism. In : Scriver CR, et al, editors.
Metabolic and Molecular Bases of Inherited Disease. 8th ed. NewYork : McGraw-Hill ; 2001. :

p.2327-56.

2) BREE. 7 b RREREE ST b mEEE BT NE Y2 Y Zb-CoA 13-4 i

MEECoA PT Y A7 =7 —¥RIBEXFLIZ. HIEEE 2007 ; 111 : 727-39.
3) B EEA. Ry b BAEMR 20025 60 (EFI%E 8) : 531-9.

4) Sapir DG, et al. Renal conservation of ketone bodies during starvation. Metabolism 1975 ; 24 : 23-

33.

5) Bonnefont JP, et al. The fasting test in paediatrics application to the diagnosis of pathological hypo-

and hyperketotic states. Eur J Pediatr 1990 ; 150 : 80-5.

TR 95

NADH : reduced nicotinamide

AFLT7IRTPFZUIURIL

: AKBR : arterial blood ketone

HEREBERAER/#0 0 b (ALL D EERRBRRNER/3- £ RO+ VEREELL Z H D T

: body ratio (BARMP 4 b > ffLt)

Do
& = ~ 2 ¥iva =] = 3 s
e HATIE T b VRO B pmol/L, #EMENEIEE Tt mmol/L A¥Ebh T L Coommoli) B L BH, 24
D MR TH R T 6mM
¢ (6,000umol/L) T £ THEMY
B REETLEC 100
DM BIEILED EDLS M
| RTORMANEE

s—H, 7 N AR REIE TR ZEBRE O % 0 B S IR/ v

1 FFA: free fatty acid

TR, BEEER 01mM

Lo

P EEAMW, 6000umol/L BEH
P e

ey b=VA, FIT VRV AOBREDHEIZIE, MEH X OFFMA L

! BE: base excess ({5#:B%)

Poxy
DIE -2 B8R

e 4 b4 Ht 6,000~ 7,000 umol/L
BET MY R—YRITGEVWREBE T b
HOBBEHDDBIEFTHD, FNICH~N
[EESHICEVNENZ .

OHICH NVBDEDH TRELHEEF, M
¥4, BTBASEAEL S DR E G T RETH 5.
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Z DR 2
WETH 2

ﬁSfUFﬁE i

Eﬁan"b?b IEENEE R RN NN N NN RN ) l.‘l’l.!'ll‘
RE
A
SCOT : succinyl-CoA:3-keto- m;?\
acid CoA-transferase
b vRREREEL S P REABEL S P AFHEED 2 DIIKE
T2 : acetoacetyl-CoA thiolase
HHEEIND.

*1

B 1 B4 b FA 5 — U RIBE. v AHABEETE, EEONRIBNTT b—Y A2 &R (8L
1p CTPTAITEREE L g B A BLR) T b ERFATES, BRI S
v g i ML, HELWTYF-YZ (FETYF=YR) 2ELTILELS.

ZORREHS HCTIRAT | bW ATk b VMR, SR, BRRE, AR b
HIDESBEADT - 2 EM |

NEETHS. P =Y AREDH B, BERLBEOLRMIET Y ARAHARFESZIT SN
gk (#%) : toshi-gif@umin. : .
net FTERENLTVWAIREND S.

D r b R REAECIE, 2 Y2V CoA3-7 MECoA NI YR T 2T
3HB : 3-hydroxybutyric acid —¥ (SCOT) RIBFEEL I P2V FYUT7T7EbTEF NV CoAF4T7—%
3HBD : 3-hydroxybutyrate dehy- (T2) KRIBFE*' LN T 2 (@).
drogenase L SCOT 137 b v ik FFSMRIAST b — & LRI 5 O ADRBERE
Aoho - seetoncetio aeid LTHY, TORSKBRIEEY P Y HROMBATE LN L2 KT 5.
AoACCoR : acetoacetyCon 1 —7, 3 b T K TITI, T2 BSHCbEE 37 b T YL CoA F4 T —
AGCOA : acetyl-CoA P ENH B, T2 DRERBTOIRLIRT F YEOFMASTE D
TCA : tricarboxylic acid VP Tld 2z,

Z D72 —#IZIE SCOT RIFEDIE) A%, 7 b7 ¥ F—¥
A ELLRTWVWEEZLONS.

v D YERDFIRTE LY, 7 b U REERE &Rk
RIMAEAE A2 0 9 225, —M&ISIET T ¥ F— ¥ ZA0%

O & bUiFFIA
M AFSHEREAER

Ache 1 Ach @\cﬁ\m Wb, RIEMOEMEES R, BEAY TV K-
VADLOREMCHTELEY, BEREZRTIL LD
3HBD B. HEBRTHA., BEBKMIZ T o 72 ERERE W) O3
HORFRIETDH 5.
MiA OBy =Y ATEEZEZILL, 7 bR
SR & FBESE % 59 JEBIT, SCOT KISET S T2 KAETH 7%
@ WIEBIAFAES B *2.
= SCOT RiBfE
TaE—

972 B OEFIRHE S, ThE TICHHRTO®RE
3-b KO VB (3HB) 4 3-E KO% JEET Bl 30 BIFEEETH 575, HATI 1995 FI2EH 5 2AFH

ERKO4+—+ (3HBD) (Z&V), 7+ MEFEE s iy g < =
(AcAc) IZE# & nTHSFIAE 3. 3HBD i WP W L TRk, BUE E CIC 4 RADTEE DM < 1L

R CHERICET>THY, ZOBRORIBED TW A, AIE IR O A RERE ST Tl AF 3 2 B A 72 <,
HEELEV. T hREHOLBRIG 1 E b
-2 2" B, LFBIIITE V. ZOOBRSH P RETFIWET
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Ul b EERSE

®3 h3> KU 7 HMG-CoA ¥ > 8 —tERIBIE L REWEDIE () &7 b MENEES £ -7,
HMG-CoA V7 —ERIBEN DT —TICA 47 boHEMEET, O BREHERPS CK M
3. FhUhEBEETERWEDIC, MpEKESY ENEV, @ UEHERNI BV, @7 AL F
TEY, AP bLZARETOIES b RN O CHEHBIRTR Y BV, D3O B BIBEE,
PEEEE-T. I hOCKYT HMG-CoA 42 —tERIBED

sEIRICT b REENEE S h 25058 B BR1E ERTIVENHS.

bW EBHTX L O ZEEERRICBITDHT MEDHRE
Wiz, £ DkK2

SCOT &4BiE
WrlssdhsboL®E mmol/L . :Iesos
IbNB. M Gséiﬁ. BR)
- | |
FAERTHA & SFRE 10F (128, BR)
DR A gl
S 4 8 ° WE N—EBAIEF 1R
BHRIAEITHY, @ (4%, B1) W, 1~7m, 7~15
KRBT TV ’{ . ———————— & 15850, 20 B,
A UMBEICETB T b
— Y ADEINITE # SARD10~90 /8-t
KHITENEEBT ZpTmenRine
BB GS08 WETFEME S
ZOHTE, ALK 2505 EH R &
( S, 3 GS05 RHEEFEMED I
ol bt f \\ SCOT RIBERE,
BE ) BAHEBAL X S.C. I$75M4R2 SCOT
B, Bk XL g;gms 10 12 14 16 18 20 22 24(EE) RIBEBEERT.
O B e o 2R HEIE T b ED
#q 1 N FEED ARBIE.
AURBE2ECHOWE
THHESEEEZ R TR TH 5. i HMG-CoA : 3-hydroxy-3-methyl-
¢ glutaryl-CoA (3-E FA* -3~
% DA, FEERY, BRERENHERELS. § XFNT NI CoA)
SRR BB i

SRIEET N T Y F— Y ARMTH D, W, BHREET, SISILBE
DERBENRD SN2, WRIEOREDIOEHEEET 5. ;
¢ BUEROMBEA A TE, 7Y F—Y AOBEET & b v IEBHES
bob PERIEE L DB SR, pH 720 MFChD. BT VEST

G Fay *3 E *3
Ifllﬁ—i’?" Lﬁﬁmlf— %) BN &b 6 ﬂ J:l/ & § jmjﬁjj‘xo)§§1§ B
RIERMRHDEREREBFRR : T2 RiAE, SCOT RIBEH &
L MBS T YR ATIRMA
2 MRINCIZ 2RI TE o 72  BRIERIZ 2\, P pHI 72 2B TFES. —H7

o BIEETE RO L VERDER) Ry b o KBS (erma- | ¢ b DEELECELTHE

nent ketonuria) T, D7 b VRIZAKRTHRERMEE & ), permanent ;’5&2;;;3 ;&,—fgbfggﬂs
ketosis D3 L NZHIICERHTH 5. : BETHD.

cBEZREY (REEME S OEROER) @ BEIMAR SCOT RIBEL |
FEECTH 522 b 5, permanent ketonuria, permanent ketosis 13

EEEoXo% (R/ 3N
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®4
18 "4 b= R SR8

*5
BE, DHINEESNAEDNT

@ BORRI L REOREE
BB ENEAON KHLT ¢

Wil H 3.

© 15 SRIZIERS S Btk 2 BRIOMRISTE S Y N DEIL

(mmol/L)

B mRReR

oA

® GS02 (97%)
= GS02s (7 %)

GS09 (4 #%)
m GS0% (8 &%)

A TN

ZDRIF>TLETNH ?

ERAFRBRTIIZ DY 4 7D SCOT RIBEDRTH BBz r b~
KOEREEL, ¥ PTYF=VRAERITO, 79 L LTHHEEI
THLLENDHL (@).

EEFAE;’)Iiﬁtf bEEZH

SCOT RIBJEIX, 7 =Y A, 7 7 ¥ F— 3 ADSERIR AR 72 RS
DURVEBIZTHNALEZONLEFITERT 5.

BT REEBE LT, EET & MEERE, 7 b RILEE, T2
KIBIER, & ST HABMAMREENDTONS.

FFrbP—T A, S FT V=Y A0S A pH FEETH Y,
pH<7.30 OFAIHMIRE L E 2 5.

R A HEERHT Cld SCOT RIBSEIZFFR M 4 A BERISAFAE L 2%, Mk
BoBRNBHE LTEETH L™

REAZCRERE (12~ 15 REfZ2M) & &1k 2 e o sEiRER, 7 b Ko
b AbZ EIZERATHL. BETOLEEOREEZ LN, AR2K
MC, wERERRDIEE, 4 b A 0.2mmol/L AT T 35728, BEZE
BRI SCOT RIBETHHRT b Y AKZZZETERT LRV LSV (O).

.EE

I RAERAESF D, R ¥ SERERAWEERZH 2 To T b,

| ERHIOEIE, A

HELRTF M7V F—Y A2 0RILRIE VWAV EETH 5.
—fEIZIEER 6~ BT Y a—r i L, R AMILICL 5
b AREE A ASTUAE U IR AR 12
HEEL 2%, SCOT RIBETIL,
ZO%RBW T ko LR %
XTI lilhb. 0D
LS R W Ry % N
e & % B %0,

S N VERET I BOANE
JBH70, BEDS Vs HIR,
BRI EHELEEZEZ LN
5. FRERET M) T LAON
REAT>TVBHALALND.
1k s Uk BT, BlkhETHEE
A ARERF R, FEBC X 2 BALILE
. Bpe & b VARBEAER P LAD
058 Lo _m\\\ﬁwﬂw BEwciE, Blot+ak 7Ry
0.1

(mmol/L)

VTR

15 BEEIZERE Rk 2 B

GS09b) DLL#.

1 L i Z 7 7 F
15 BFEZ2AE B 2 B RGHIC L) ERTT b

— VARG EDNEETHS.
2EDFEIFEME b LVWTHEA (GS02, GS02s) &&EFEMEE HDORHEA (GS09, SRS DA
D /)
AETS—/IN— 31 ~7ED I5EERMRIEICHE T B3PRIEE 10~0 /53—t > % 1 JL{E efidsr V7Y F—3 A EEBET
%, AEIT—N—RB7EUEDOHREE 10~0 /S~ 21 ILEERT. )
(Fukao T, et al. 20047 X 0 &%) HHH, BB, bk
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BAEDTE WA B 7201+ 5 E OB UHATSH 5.
07 Y F—YAMESEETH 22, BRBF LY 7 AORSBETHS |
U AMER & 72U, BAIILT 2 ATREPEASD B 2 DR LETH 5.
it ;
CHOEFRFETLTEY, FERABOADEMORIEEEELOR |
BREEA4ERICTHES LTS, :
o R, T2 KIERBICED 5 BW O TIE, ZEEY “Z/nva—x" |
TEELREEZHCILITE, REL LD ICREL &SR, E !
EREIWHCTEBHRBTHD. 5

W 5Efl T435N hEZSF—BETRR

£% 1008, BR.

£ 10 D BICEBEIBH D & 5 1, KOBERAR
BN7=% ORRSRE. Ry bk B+) KTV
U &-T! S8E® A% 0K 54mg/dL (2T
0% 72— EFEL, ARRELSB. VU E-T3
SHRC RSB T 50, B2RAHL Y BIER
HE BEEICHEMETEEAL, OEHXE
7. pH7.091, BE —23.4, HCO;3~ 5.4mmol/L &
KT K=o 20BHE I A1AVS(E
EEEF MU T L) WIEETY, FIKAAICIEK
SEEE]. R btk (3+). EIKAINIER
1. BARAERHY. RT btk (=) &3,
MR8 4 b 4% 285 umol/L, 7+ ~EEEE 57 umol/
L, 3-b RO ERER 228 umol/L &E&RE 4 b—2

ZALNIVTIEHINHEL .

N ARICREL, ERER. ZORAFICIR
H, ZFETARR. RT bAF (3+), pH7.135,
BE —22.4, HCO;™ 5.7mmol/L, FE#NDIZETH
HLE

LItk is 5, %, B, THEETREDHIS,
ERR. REBEFHHIVETHETTCTRTCHRY
Fofh 3+) Mo ebH s BHMEBTRT b
M b TE L BETY b FI VL,
RY bk (£) THRIEEEEED LD
RAET S EBILED LT3,

QX4 b AEFRSERE, AR L SRRA L
ZDHROEREHF TRV, BEOKEEERL
FIHBERGRTALE o EEAONS.

BIREBERAER /48 b AL U < [3ERIASENRE/ 3- £ RO+ Y EBLL D E &

o1& “r @ R T b AFIHERETIREZEOL LM, 5
o7 hRERFIMBEYFIRTE AL, BEREAERS Br bR L, EREERE/EE T b R
BOBELILEICT b Ay IIPICHENT 2. 20 IE03LTFICH B,

W EEYR :

1) Fukao T, et al. Patients homozygous for the T435N mutation of succinyl-CoA :3-ketoacid CoA *
transferase (SCOT) do not show permanent ketosis. Pediatr Res 2004 ; 56 : 858-63.

2) Mitchell GA, Fukao T. Chapter102 : Inborn errors of ketone body metabolism. In : Scriver CR, et :
al, editors. Metabolic and Molecular Bases of Inherited Disease. 8th ed. New York : McGraw-Hill ;
2001. p.2327-56. :

3) WRBECE. 7 b ERBRBEHICT b b Y MAEEE & BRI <&y Y= u-Coaid-y b i
B CoA }7 Y27 27— ¥RIEEH0IC. HIERE 2007 ; 111 : 727-39.

4) Sakazaki H, et al. A new Japanese case of succinyl-CoA :3-ketoacid CoA-transferase deficiency. J
Inherit Metab Dis 1995 ; 18 : 323-5. i

5) Fukao T, et al. Succinyl-CoA:3-ketoacid CoA transferase (SCOT) : cloning of the human SCOT
gene, tertiary structural modeling of the human SCOT monomer, and characterization of three :
pathogenic mutations. Genomics 2000 ; 68 : 144-51. ;
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T2 : acetoacetyl-CoA thiolase

1
g hoEREE T2
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cDNA : complementary DNA (18 :

## DNA)

2M3HB : 2-methyl-3-hydroxy-
butyrate

| ) ER

» IADEGIL 6 RDBR
T, E®R 7 HABICE
#, RTIKREMF S LR
BRSO TEERE S
nY, FEFICEVNMEBM
7oy R—-YRERLE
7, HIERAR CeE L/
ZMi#% 34 »A, 48 A
ICHEBEDIEY — KD
HY), REHEBAICT,
VoA RERHIC
BUIB2-AFNT 1 b
BB, 2- 4 FIL-3-E KO
* UREARHEE L.

= Z D% 1973 F(Z Daum,
Scriver 513851265 1
RREEBML 2 2KRIC
DT Pediatr Res (23#
MEgEETY, 10
1o ohERHEICE TS
“FFT—E"TRISICH
FAEEERELLY.

@ Z D%, REHREIHO
LRIZ &) BHROEF O
WEHITRE, DYETIE
1986 FLEDE BB K
5N RIDER & 8RE L
=9

= Z OIEFIOIRHESF A &
AuwTIOER (MeFiE
BA%, BERKE) 5
I3, AIED T2 DRIBIE T
HBEZEEMDTE I
JLUNILTBAS IS L
1=,

AJEIE 1971 412 Daum, Scriver 512X o TA v aAf ¥ oA HOR
L AERBABMEREES LT Lancet IO THESNERTH

20, RETIERNZEZ POICRERT 527,

AIETIEA Va4 ¥y pAHICE < F4 7 - EoREHEEDR, Thh
BRANET P ERREHICECI P N T TR T EF IV CoA 74
F—¥ (T2) THHIEDHML, RIS VO A 22 OHRRHLE O A
THLT PRI LREVP DL VLD E L2 (@),

K isriciz

s

2BETIZ0 %A MERELRILTBY, LYENFEHRIEDERET £
b > iR AE 0 72 A CARFE SRR TV AR REMEA D B, HARRIERE L £
nNThHs.

| RAEROBAAR

90 % DIEBIT B 5% EDBEHRIEDT & &1l o T 5.
BI5%DIEPN S EFSELBEORBREELHEIEELS TV F—Y
AR Tz, BERIZIEC D L I3 RIFRICHEMEZEER 24 L 5
ZENBHB.

| AMEORER

ToFrFxy TRMEIFLAREMET ¥ F— 2058
WIZEETH 5.

BT T IMIEE K 30 % DREFITERD T4, @HF, MIFERIHRE hE
ETBIFETIE R, F/, I Z K 15%DREFIZRD .

oh, Rir b

| REER R

BRI EER T, —BRETROEFETH 5.

O
az

Rx>

MAFITIE 2- A F V7 & MEEEE, 2- A F V-3-b Fo ¥ R (2M3HB),
FZYNT) T HRAPICEML, REEERS T2 TR (@).
BARBICIZEREIT D ZIITRE T dH 5 2%, RAFEE T b OBEZRFITIE
T b EH7% 2M3HB OFFlAH b DA TERENFLE.
FUTFARAZI BT VIVHNSF UMD BIICERTH 525,
BUITIIERERIZERE TH 5.

BEL



B-T hF A S—VERIBIE | 261

BEZREZHR

@ A,
HHZWEL, T2ORBTHLN ) T2 4+ VHFETTLEATAERD %
WZ LTRSS,

S EBRBREHC L BIEIENE TR TH 5. MEEH 5 DY ¥/ ERMETIRRIL

HROBATHNEGHE L AT DD 5.
B FE2Hn
CASEDBIZTFERIZHRIEICE A, BEEEZRIIFEDLNZ V. Z020,
BEFBHTRELS Y V=7 TV R%1T).
CFAZELAEI ALY AERIZOWTIZZER cDNA ORHER*1TToTE T,
ZDORAEWEOFMA S, LR OBEERMOBE Lo L S S 12
o,

HIFFaR
cAVuAL DB T N VREERIIR D720, 07 T B Ui wEiE.

CEEOTNT Y F- Y AQBRBICHE L TT Y K=Y AMEETT) ¥, B

B b U ARG OBRIC L BE S MY v A MECRH M A X 72 LR
bdHY, EEFLETH 5.
FERIERI DGR

CHEOEHE LT, By V87 BHIR (1.5~20g/kg/H) pfT1bh 3.
L-AN=F Y BEPEMTHLE ) HELH 5.

“&yﬂ7ﬂw®ﬁﬁ16@%ﬁ,%ﬁﬁ&&t?%tﬁﬁ%fF#%ﬁﬁg

2o TRIEZRARICH CIEPEETH 5.

Fi&

SRIENE, BN RBWAOTIE, RMELREY “TNva-—-2" TEELFEEE
B ENTE, RREEDIHRERZ SIS LLIEBTHE ™
CZLTEEREVHRCTELEFEICIAINRE T4y PORWKRETH
5. BEERFRICHEMEDEEERZ —HELb00, ToKFvy
FT T LTOWHIEFSHALND.

W ZE3H

1) Daum RS, etal. A “new” disorder of isoleucine catabolism. Lancet 1971 ; 2 : 1289-90.

Graw-Hill, Inc ; 2001. p.2327-56.

3) Fukao T, et al. The clinical phenotype and outcome of mitochondrial acetoacetyl-CoA thiolase defi-
ciency (beta-ketothiolase deficiency) in 26 enzymatically proved and mutation-defined patients.
Mol Genet Metab 2001 ; 72 : 109-14.

4) Daum RS, et al. An inherited disorder of isoleucine catabolism causing accumulation of alpha-

methylacetoacetate and alpha-methyl-beta-hydroxybutyrate, and intermittent metabolic acidosis.
Pediatr Res 1973 ; 7 : 149-60.

5) Hiyama K, et al. Deficient beta-ketothiolase activity in leukocytes from a patient with 2-methylace-

toacetic aciduria. Clin Chim Acta 1986 ; 155 : 189-94.

6) Yamaguchi S, et al. Defect in biosynthesis of mitochondrial acetoacetyl-coenzyme A thiolase in :

cultured fibroblasts from a boy with 3-ketothiolase deficiency. J Clin Invest 1988 ; 81 : 813-7.

Y ASEECTHY Y AL A VLT EFEFTO T2 &

SERE Tk §

(] B (oD%

s ZOHBEALFFIY
—L®IPILKYTOD
BEMEROMRET-T
WEMARELERE
DER B (48 Ox
TWON T - =B &
METH- .

S ZDEBADEZANE
NFEZLEDHNEET,
ZDFhh 5 T2 D cDNA
NyO—-= I FRET
=il ok Ty RT2
cDNA IZRRIN L ($friR
), ZD#E b T2cDNA
nyO—-=>49, K¥ER
EONMEMEDE b
2REFOIA-=>
7, AERGE (BIIBE
AP D T2 MIZFED
RECEGREIC, WOK
& o TIHER It FReh D
REREEODIAL LT MK
Esh, B-r hFFT—
ERBEDEEMBIE
V), ExokEBhp
SR EBFET-TE
1o

sCNETICHALOH
80 FINEMRN H 3. BE
MEArEEhiE, BEE
MHEEY, REOHKK

IZ2LWTHZELDZ D
Aol or.

s D -

| FAS—¢ ]

b~ i, MEEREE, &

P HORGBDE b 6TEED

FAI—ENFHETS. I Fa
FUTIZT2, R T b7

I CoAFAT—¥, —HEEE (B

$H3 T T ILCOAFHT—

DY) 030, MRECERIOT b

b7 FIV CoA FF T -+, ~

CONAXDY—LIZT T RTYL
! CoAF#T—t&SCPx(270
DA UTERIXND2D
CFHIBhTVWA. Ehb -4 b
LFFS-ETRHHBN, BT b
DFAT—ERBEEVIET2R
¢ OIBEEEIET.
2) Mitchell GA, et al. Chapter102. Inborn errors of ketone body metabolism. In : Scriver CR, et al,
editors. The Metabolic and Molecular Bases of Inherited Disease. 8th edition. New York : Mc-

SCPx : sterol carrier protein X

*3

D SemcHBREE0E (@)



22|38 ZOHEIADTVERIMN?
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AA : acetoacetate (7t MEEEE), 3HB : 3-hydroxybutyrate (3-k KO% L E&EE), AA-: acetoacetyl- (7t b7 +FJ)V), L-3-HB-:
L-3-hydroxybutyryl- (L-3-& KO % S 7 F U L), 2MAA- : 2-methylacetoacetyl- (2- X FI 7 £ b 7 £ F)U), 2MAA : 2-methyl-
acetoacetate (2-* FIL 77+ MEEEE), 2M3HB- : 2-methyl-3-hydroxybutyryl- (2-x FJL-3-& KA % > TF L),

HMG- : 3-hydroxy-3-methylglutaryl- (3-& KO ¥ 2 -3-X FIL 7 )2 1) JL), TCA : tricarboxylic acid, SCOT : succinyl-CoA: 3-ketoacid
CoA-transferase (4% & =JL CoA:3-4 hEECoA hF X717 —+).
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