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2009 4 2010 3
6
5
1
2005 4
2)
2
3
3 2009 4

*1

*2

16,579 (99.1%)

1

16,579

100

99.1%

(15,997/16,731)

16,731
CoA
2010
16,731
)
2000 3 31 1
16,731
16,579
4
10
95.6%
1.0%

*1
*2
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38
2 36
36 5
5 5
3 11
1 10
10 2
1 3
2
33
3 10
3
49
3-OH-isovaleryl carnitine C50H free

carnitine / sum of palmitoyl-carnitine and stearoyl carnitine

molar ratio CO / (C16+C18)
C50H o
2)
tetradecenoyl-carnitine (C14:1)
CoA
1
1

propionyl-carnitine / acetyl-carnitine molar
ratio C3/C2

PCCB  1430L/Y435C
compound hetero
PCCA R347Q/IVS18+1G>A compound hetero

Phenylalanine(Phe) Leucine(Leu)

Phe
M ethionine(Met)
methionine
adenosyltransferase MAT
Phe tyrosine
Citrulling(Cit)
Cit
34
8)
methylmalonate methylcitrate
CoA



1 2009

Cit 7 1
Arg 1 0
COH 1 0
C5 3 2 0
C10 cs8 2 8 2 Cl4:1 0
CoA
C14:1 7 2 C8 C10 1
C50H 5 1
c3/C2 6 1
36" 4
*1
2 2009 3
Phe 3 1 Leu 1?2
Met 1 1
Leu 7 1 Phe 12
10"t 2"
*1
*2 Phe Leu

Cit; citrulline Arg; arginine COH; free carnitine C2; acetyl-carnitine  C3; propionyl-carnitine  C5; isovaeryl-
carnitine  C8; octanoyl-carnitine  C10; decanoyl-carnitine C14;1; tetradecenoyl-carnitine C16; pamitoyl carnitine
C18; dearoyl carnitine C50H 3-OH-isovaeryl carnitine C3/C2; molar ratio of propionyl-carnitine / acetyl-carnitine
Phe; phenyldanine Met; methionine Leu; leucine
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3 2009 3

C50H  1.13nmol/ml C50H  1.21nmol/ml

(5days  3,2449q) (38days  4,5329)

L 24149 ! Co/(Cle+Cl8) 707 | CO/(Cle+Cls) 1108 !
49 days 2,405g 59 days 2,520g
i i CoA | Cl41 1.12nmol/ml ! i
' 2,710 ! : ! ( )
! ! ! (4days  2,534q) ! !
: 5282 : CoA | Cl41 059nmol/ml | Cl4:1 0.59nmol/ml ! CoA
: 2829 ! : ]
' ' ' (5days  3,270g) ' (18days  3,8229) '
: 5070 : ! calc2 027 : c3/Cc2 047 i
! ,070g ! ! ! ]
' ' ' (6days  2,916gq) ' (15days  3,1900) !
. c10  osonmol/mi |
L 22729 ! ! c8 o036nmol/ml | i
: : i (5days  2,0800) 5 |
Phe  228nmol/ml Phe  236nmol/ml
| 24009 ! E Leu 476nmol/ml E Leu  428nmol/ml E ( )
5 : 5 (4days  2,362q) 5 (l4days  3,088g) 5
3608 Met  114nmol/ml Met  349nmol/ml
! ,608g ! ! ! :
! ! ! (5days  3,200q) ! (34days  5,0400) !
220 caic2  0.90 cac2 881
i N i (3days  2,764q) i (4days 2,6980) i
297 Phe  397nmol/ml
g (15days )
| | | Cit 59 nmol/ml | Cit  84nmol/ml |
| somg | e e O

Cit; citrulline COH; free carnitine C2; acetyl carnitine C3; propionyl carnitine C5; isovaleryl carnitine CS8;
octanoyl carnitine C10; decanoyl carnitine Cl14;1; tetradecenoyl-carnitine C16; palmitoyl carnitine C18; stearoyl
canitine  C3/C2; molar ratio of propionyl-carnitine / acetyl-carnitine co/(C16+C18); free carnitine / sum of pamitoyl-

carnitine and stearoy! carnitinemolar ration  Phe; phenylaanine  Met; methionine  Leu; leucine
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35
2 1
3
329mg/d|
3
3
C3/C2 0.90
3
4
4,440mg/d|
C3/c2 881
3-OH-propionic  Methylcitric
4 Continuous
hemodidfiltration
7 follow Cc3/iC2
0.83 6mg/d
1
22 Methylcitric  3-OH-
propionic
S22
VLCAD 3 MCT
Creatine
Kinase CK 910
Met MAT
3-6
0.22% 36/16,579
5 2008 10
C5

2009 2

4
4-1
2009
99.1% 16,579
11 36 0.28%
10
1112)
13 2
6

14)
4-2 CoA

CoA

tetradecenoyl-carnitine  Cl14:1

15,16)

23
17)

18

1)
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2009

4-4

c3ic2

c3ic2

19

11
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