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HPLC
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7 ) CoA Bk HEER DRPUESAE

AT 7 L) IVCoAL KRS (IVDH)

40mM K2HPO4 (pH 7.0)
1mM Isovaleryl-CoA

2mM PMS(phenazine methosulfate)

0.1mM FAD
1x106°
30 min
371C

0. 3N HCI04

0DS-11

100mM NaH2P04 (pH 4.0)
Acetonitrile 13%

1.5 ml/min

K2 T INCOANNRF L T—EDORERM

E

RIS
FRAITR
AL\
i KT

illliehe

ST
BOSIREE
ROtk

HPLC
VAR
B I

i

TaEFZNCARINRF T F—Y

(PCC)

40mM K2HPO4 (pH 7.0)
0.5mM Propionyl~CoA
3mM ATP

bmM MgCl2

30mM NaHCO3

1x106°

20 min

31C

0. 3N HC104

ODS-11

100mM NaH2P04 (pH 2.5)
Methanol 17%

1.5 ml/min

40mM K2HPO4 (pH 7.0)
3mM Glutaryl-CoA
ZmM PMS

0. 1mM FAD

1x10¢°

30 min

37°C

0. 3N HC104

100mM NaH2P0O4 (pH 2.5)
Methanol 15.5%
1.5 ml/min

3—AFINroa b LA NTF 55—

(3MCO)

40mM KZHPO4 (pH 7.0)

0.5mM 3-Methylcrotonyl-CoA
3mM ATP

omM MgCl2

30mM NaHCO03

0.1x106°8

5 min

371°C

0.3N HC104

0DS-11

100m{ NaH2P04 (pH 2.5)
Methanol 27%

1.5 ml/min

TN & U IVCoAlBl K RESE (GDH)
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BEH AFNIOZNCALY —E  IMG-CoAl) 7—V¥ GBS REBUK SR RES
(MMCM) (HMGL) (BCKADH)
Iy

KRl AR 50mM Tris-sulfate (pH 7.5) 50mM Tris-HC!1 (pH 8.2)  30mM Tris-HCI
’ + 0.12mM EDTA (pH 7.5)

31T JmM MethyImalonyl-CoA 2mM HMG-CoA 7.5mM 2-ketoisocaproic acid
MRF 0.25mM Adenosylcobalamin 5mM Dithiothreitol 7.5mM CoA trilithium salt
0.25mM NaCN 20mM MgCl2 ImM TPP
4mM NAD
35m¥ MgCl2
pilllirke 1x106° 1x10°¢ 2x10°¢

Freezed & thawed in
50mM Tris-HCI
+ 0.2mM EDTA {(pH 7.5)

RIGKER Pre-incubation with VBI2 5 min 60min
for 10min
Incubation with MM-CoA
for 20min
RONREE  37C 31T 371°C
ROMEIE 0.3N HC104 0. 3N HCI04 0.3N HC104
HPLC
f15 L 0DS-11 ODS-11 0DS-11
%R 100mM NaH2P04 (pH 2.5) 100mM NaH2PO4 (pH 2.5)  100mM NaHZPO4 (pH 4.0)
Methanol 12% Methanol 13% acetonitrile 15%
i 1.5 ml/min 1.5 ml/min 1.5 ml/min



4 PRALEEREORESM

fi REE e R K REFE  (VLCAD) SRR A EBE S (MCAD)
RIS %
R 40mM K2HPO4 (pH 7.0) 40mM K2HPO4 (pH 7.0)
N 2mM palmitoyl-CoA ImM octanoyl-CoA
#HET ZnM PMS 0.5mM ferrocenium
0.1mM FAD
Al B 3 1x10¢ 1x106°
sonicated in 0.4% taurodeoxycholate
BRI 10 min 10 min
IR EE 371C 37C
RIS I acetonitrile 0. 3N HC104
HPLC
AR N 0DS-11 0DS-11
BEM 100mM NaH2P04 (pH 4.0) 100mM NaH2PO4 (pH 4.0)
Acetonitrile 49% Acetonitrile 28%
iiav 1.5 ml/min 1.5 ml/min
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1) Fukao T, Lopaschuk GD, Mitchell GA: Pathways
and control of ketone body metabolism: on the
fringe of lipid biochemistry. Prostaglandins,
Leukotrienes and Essential Fatty Acid
70:243-251 {2004)

2) Fukao T, Chen P, Ren J, Kaneko H, Zhang GX,
Kondo M, Yamamoto K, Furuichi Y, Takeda S, Kondo
N, Lavin MF: Disruption of the BLM gene in
ATM-rull DT40 cells does not exacerbate either
phenotype Oncogene 23:1498-1506, 2004
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Molecular analysis of B-cell differentiation in
selective or partial lgA deficiency. Clin Exp
Immunol 136:284-290, 2004
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and germ—line mosaicism for a keratin 5 mutation
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sporadic case. Clin Genet 66:236-238, 2004
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Pediatr Res 56:60-64, 2004
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population.. Int J Mol Med 14:439-442, 2004.
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Dis 27:691-692, 2004
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homozygous for the T435N mutation of
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Mutat 15: 430-438, 2000.
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X 1. VLCAD RIRSEMNE OEEME
nmol/min/mg protem 0 C16/C8 ratio
p=0.005p=ns <0.005p=n.s
6.0 - | ™ ~ 2.0
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L
p <0.005
p<0.005
(substrates) cg Clé Cl16/C8

Octanoyl-CoA Palmitoyl-CoA
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E264E (Exon ) 111
o7 im T (Exom 10)
3820 (Exom 11)
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