ERMABBEEREOH LV R « 227 Y —= v S OFFR
GC-MS-COM iz L 57 3 /& HHBIAHREED

RPN ==V PV AT b
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BWILRLILSE % b 1= &Rz, 1) glucose-6-phosphatase deficiency, 2) fructose diphosph-
atase deficiency 7 & OEEET4E ZEFEOKIE, 3) pyruvate carboxylase deficiency, 4) pyruvate
dehydrogenase [ pyruvate decarboxylase (E;) % dihydrolipoyl transacetylase (E,) ] deficiency,
5) dihydrolipoyl dehydrogenase (E;) deficiency 4 &£ ¢) pyruvate dehydrogenase complex/xig,
6) a-ketoglutarate dehydrogenase deficiency 72 ¥ ? 7 = L EREIRSEEFROKIA &, T multiple ca-
rboxylase deficiency # ¥#3%h 3, LA~ T, BILBRIECE, TOBRXBEALNICTEC
EAYFET, £2TESLORE, »OERICMD I ENEEND,

Pt BfEmSATHS T >OELEBRIEMA, 5)¢ dihydrolipoyl dehydrogenase deficiency
& 7) » multiple carboxylase deficiency iz >\ CRBHiT 585487/, UTZnHELZBET 5.

1. Multiple carboxylase deficiency : AJ£(Z, 1) propionyl CoA carboxylase, 2) 3-methy-
lcrotonyl CoA carboxylase, 3) pyruvate carboxylase, 4) acetyl CoA carboxylase D\
REERIZEEIRATWA®D, 7u 't VBIES 3-methylcrotonyl CoA carboxylase KIFE T
BH SN BEASED L LIz, SHLGLBIEY 27273, EREOVLAF L 7—HHE, »wTh
LEAFLaREERL L, L > TEFF O REDLDVETHRERIIEFF - 2FH L TEMEe+
PEERICE R AR R EBERAREEORAR L - T, FCHEEShI ZLithd, ZOR, EFF
K4 % multiple carboxylase ZIHSE (L biotin-responsive multiple carboxylase deficiency
(BRMCD) LIy, 197944 Cowan 1z k » THH»THES Iz, bhbhid, BRS6FI2A,
BB FnA SR NRR A E D LT R S h 2B HIR ¢, pyruvate carboxylase Kigiz X 5%
&, B-methyl-crotonyl CoA carboxylase KL% 3-AFA7a b= 7Y 2, propionyl CoA
carboxylase KIBIC L B 2- 2 FA-3-AF VEEEE L 3-4% v EEBRORPARHME80, MCDL
BT L1z,

2. Dihydrolipoyl dehydrogenase RiEFE?Y: 1 v LB AKEBRREAGOFTOE; 4 7a=v I,
FhbbIE Fe - VRS ABATEREORBIZLDLOT, ARG a7 b7y — L ERBLKTEE
%, 1L UDES a7 FEBKEBR LA-—OBFETH D, FEROKBRE, L a-7 b7
S LB L UNKET 2/ BORLPEETHE2-L FeF i VERER, -t Faxr Vs 7
By, 2-FFX VA Ve VB EORDPEEHES LGRS,

WEHE108, ABRARESZE/NEREHE 6 MSUD OBV CHIT & KA S h-BRROSITHR
B, ARBTH LB LI



Plkofh, 7z BEREERBCLS LEXSAIHLBMEC SWTHIRFHTH S,
X ‘

1) Cowan, M. J. et al (1979) Lancet, ii, 115

2) Robinson, B. H. et al (1981) Eur. J. Pediat 136, 35
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EIBIAE & # ) ERERBEFEIRE (BESA TS, 22 TMKE R4 ) FRMETL
LEBEIESHET, Lo bERVESZRICL2EABMEN R 7 ) — = v FECSW TR L,
EF0FA015F E COER/NBORPIBLEBERETRE Lz, RISRT L HCRPABITAR1
BB, &AL TARRBELTL LirbZoBE0TEIkE otz Linht->TAEE 1 BRI
ANDZR 7Y —= B e IERE2ET I Lo L Ebiic, 17 AUBTIZIE-BOEERLI
L LRPHEEZng/mg 7 LT F= > THRET S L L FUFHI 1 FLENCH L TE 0ERFRCE
=7,

MG OHABL AT EA LB D 5 Wi NADH, /NAD oIl Y FR3 252 &2t h
TWad. Lal, AV CEBEBREEAERRE BRI IR FERTHOEEXEEILRLER L UE
ELTEELOCOBERS By7r b rRE, BALUA CRRPABIES I L 2 -7,
SWTHBNO AL E VB EEMS® 572010 L.75g/ke (SED VL a— 2 3B ARG L. HEFKI
BT/ a— AL Y RPHEE (mg/ng 7L 7 F=2 ) METF Lo SRS LEME & < iz
A BB REERERECHERICEML ., —FEFHBoREnEESh S — xR
BEBECIZEEACEBES 2 h »T. LEN T/ ra— x5 oRPIBAEICLE VB
RIEEE 27V — =0 V+ B3 L CHRARSELEDRS,

ROHBOBMER L2 E A © L BERIRBERRIBE, AXEGLBME BREIE VR
fE, A7 7 VEGE ERERE BRE0REOUBELE M bog/mg 7/ L7 F= L L TRRT
B LIREPITRIEEEEL VEFLBRU L ChH - 7.

CNECBORBMEECHRERL-CLVE VBRIERABICERINS LA T = icbisd, £
CTHIBMELZ7 L/ BTHET7 IV TRV == I B LRI, LIL, EbHTK



BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
BXO—BTIH. BREOMRECERENETAIRENHYET

,1)glucose-6-phosphatase deficieniency,2)fructose
dipphosph-atase deficiency ,3)pyruvate carboxylase
deficiency,4)pyruvate dehydrogenase pyruvatc decarboxylase(El)  dihydrolipoyl
transacetylase(E2) defciency,5)dihydrolipoyl dchydrogenase(E3)deficicncy
pyruvate dehydrogenase complex ,6)a -ketoglutarate dchydrogenase defidency

,7)multiple ca-rboxylase deficiency



