2008 4

(98.7%)

36, 42-48 (2009)

2009 3

2005 4

2)

3

2008 4

2008

1

2008

16,831

*1

16,615

31
2007 4 1

324

98.7%

15,924/16,831
32

*2

16,831

324

16,615

CoA

2008 3 31 1

16,831

16,615

10

0.8%

47

94.6%

47

*1
*2
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2008 2009 3
33 64,835 3
2 2
1 (98.7%)
ACADM  449-452delCTGA/Q45R 3 4
compound hetero 1
CoA 1 2
34 13
2
9 CoA
methylmalonate methylcitrate
propionyl carnitine / acetyl carnitine molar ratio
ca/c2
2005 4 2009 3
c3/iCc2 3
CoA 1
octanoyl carnitine C8
hexanoyl carnitine (C6) 0.6-1.3nmol/ml 3 89
0.05+ 0.03 nmol/ml 3-7
4 2005
suberic acid
ACADM  449-452delCTGA / Q45R  compound hetero”
35
CoA
4
2008 3
36 4

2005 4

-43-

63,971
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1 2008

Cit 6
COH 3
c5 11 10
CoA
C8 1 1
C10 c8 2 13 1 C14:1
CoA
cl4:1 5 1 C10
Cl6 C18 8
C3/C2 1 1
47"t 2
*]
2 2008
( ) 4 )
e CoA |  C8 L47nmol/ml i c8  0.89nmol/m CoA
9 9days 664g : 29days 831g
c3/c2  0.32 C3/C2  0.33
3,042g
5days 3,020g 9days 3,370g

Cit; citrulline COH; free carnitine C2; acetyl carnitine C3; propionyl carnitine C5; isovaeryl canitine C8;

octanoyl carnitine  C10; decanoyl carnitine  C14:1; myristoyl carnitine C16; pamitoyl carnitine C18; stearoyl carnitine



3 2005-08 3
(MS/MS) (HPLC) (MS/MS) (HPLC)
5 Garosmmol/ml  : | .
5! Cs 3rmoliml ¢ ..
L . CoH; 8lnmol/ml ___ : | 1
2005 Met; Met;
4 Met; 59.4nmol/ml 15 Met; 83.4nmolml
__________________________ Limgd | o iYmod .
Phe;
7 Phe; 200nmol/ml
4.5mg/dl
5 C10; 1.0nmol/ml
_____ (€8, 06mmolimh) ¢ i |ETFDH__ A360P/YS07D
Phe;
17 Phe; 1,454nmol/ml
__________________________ Amogd | i |PAH _ IVSNC1/R22W
4 COH; 6.0nmol/ml 11 COH; 6.8nmol/ml
OCTN2 SA67C | SA67C
D20 T e e R e b
4 C3/C2; 0.30 1 C3/C2; 0.51
_____ (C3.69mol/ml) = | i _(C35%mwmolim) _: | PCCB __ 1430L/Y435C
Phe; Phe;
4 Phe; 124.3nmol/ml 15 Phe; 81.1nmolml
__________________________ 2smgidl | dmad .
4 C3/C2; 0.29 1 C3/C2; 0.50 (12)
(C3; 8.9nmol/ml) (C3; 12.7nmol/ml) PCCB Y435C /[ Y435C
4 C3/C2; 0.44
e enmolimly ] PCCB . Y435C/Y435C
4 C3/C2; 0.31 - C3/C2; 0.39
(C3; 8.5nmol/ml) (C3; 5.2nmol/ml) PCCB Y435C/
2007 [ e b o e e e e oo
5 COH; 6.6nmol/ml 21 COH; 6.7nmol/ml
___________________________________________________________________________ OCINz _ __s#6rCi? .
Cit; Cit;
4 Cit; 46.8nmol/ml 12 Cit; 101.6nmol/ml
1.5mg/dl 1.8mg/dl
CoA
C8; 1.5nmol/ml C8; 0.9nmol/ml
9 29 ACADM 449-452delCTGA /
(C8/C10; 4.75) (C8/C10; 8.43)
2008 | S S N Q4R
4 C3/C2; 0.32 9 C3/C2; 0.33
(C3; 3.0nmol/ml) (C3; 2.8nmol/ml)

Cit; citrulline Arg; asparttic acid ASA; argininosuccinic acid COH; free carnitine C2; acetyl carnitine C3;
propionyl carnitine C4; butyryl carnitine C5; isovaleryl carnitine C5:1; tiglyl carnitine C5DC; glutaryl carnitine
C50H 3-OH-isovderyl canitine C6; hexanoyl canitine C8; octanoyl carnitine C10; decanoyl carnitine C10:1;
decenoyl carnitine  C14:1; myristoyl carnitine  C16; pamitoyl carnitine  C18; steroyl carnitine

MSMS, HPLC;
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3-8 4
4-1
2008
2008
4 98.7% 16,615
3 4
10 63,971
3
2008 6 1 1 1
4 1
2 CoA
1 10 4
6,400 1 2008
CoA
2008
7 7 0.28%
isovarelyl carnitine (C5) 11 10
2005 4 2008 1
18
2008 1
4-2 CoA
CoA
n.2 octanoyl carnitine C8
2009 2
14,15)
4 2
20090 2 8 9
1 6% 4

3
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hexanoyl carnitine C6

10 C8/C10
9 4,75 29
843
159 2008 12 1
CgClo cC8
4 suberic acid
20)
4-3
5
2008 ca/c2 1 1)
c3/c2
4
c3/c2 C3 16(1) 6572 2006.
5nmol/ml 2)
C3 3nmol/ml 21+
0.8nmol/ml 2006 (2 ) ,
C3c2 C3 34, 29-36, 2007.
3
4-4
, 34, 37-47, 2007.
4 8 4)
@
2007 3 32, 54-61, 2005.
5)
)
2009
19 16(1) 73-77 2006.

C8/C10 cg/c2
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