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1
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2
C3 5 3
0
C5 1 1
1
C5-0H 9 1
7
C5-DC 1 1 0 1
C8 4 MCAD 2 2
C10 (C8—C16) 3 2 0 3
VLCAD 2
C14:1 23 15
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CPT-2 1
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2. B12
2012 2015
12 57 H~
9
B12
C3 14.5p M C3 6.7y M
5u M 131y M
B12 597pg/mL B12
C3 C3/c2 C3 C3/C2
(cutoff 3.6u M) (cutoff 0.25) (cutoff 3.6u M) (cutoff 0.22)
4.79 0.23 4.84 0.22
3.01 0.22
(cutoff 1.0u M) (cutoff 1.0u M) (cutoff 5.0u M)
11.0 6.7 5.5
3. 39 5
449-452de1CTGA P128X 22 19
50G>A R17H 7 7 20~30
153C>T R53C 7 7 10—20
1085G>A G362E 6 5
843A>T R281S 3 3
45/78
4. VLCAD Cl4:1 Cl14 & C12 & C10
32 @) 25/25 0/25 0/25 0/25
15 D) 7/14 5/14 1/14 1714
14 © 1714 4/14 6/14 3/14




5. CPT-2 (NBS)
(C16+C18:1)/C2 C16 CPT2 CPT-2
(cutoff 0.62) | (cutoff 3.0u M) ()
NBS c. 481C>T (p.R161W)
0.75 3.45 12.4
- 7 €.1148C>A (p.F383Y)
c. 451C>T (p.R151W
19.87 29.9 ( ) 6.1
C.1121G>A (p.W374X)
NBS - @ 3.01 10.6 7.2
C.1148C>A (p.F383Y)
C.1148C>A (p.F383Y)
NBS - () 3.27 4.98 11.1
NBS - C.1525A5G (p.T509A)
0.51 3.58 29.1
( co ) (de novo)
c. 451C>T (p.R151W) 62.0
c. 451C>T (p.R151W) 57.8
n 17 1381.1% 354.4 pmol/min/10°cells
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