28

LC-MS/MS
MMA 3- 3MCG
3- CoA MCCD
LC-MS/MS NBS
MMA CoA B12
VB12
3MCG  C5-OH
C5-0H MCCD
C5-0H 3MCG C5-OH
MCCD C5-OH 3NCG
1
Scherzo SS-C18 (Imtakt) LC-MS/MS
! MMA 3MCG
LC-MS/MS LC-MS/MS
NBS MMA 1 2-4
3- 3MCG MMA
2015 4 2016 12 C3 C3/C2
/
12
MMA
2008-2016 MMA
/ 1
3- 2 2 2
(MCCD) B12 VB12
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VB12

C3 (3/C2
MMA C3
3 3
2 3MCG
2008 2016 12 C5-0H
MCCD 3
3MCG 100
C5-0H 1.00nmol/mL
MCCD 1
3MCG 0.10nmol/mL
MCCD
4 4 MCCD
2 3MCG
C5-0H 5
3MCG C5-0H
MMA
VB12 3MCG
C5-0H
C5-0H
MCCD C5-0H
3MCG C5-0H
MCCD
C5-OH 3MCG

NBS

LC-MS/MS
27

, 75-78,2016.

1) Second tier test for isovaleric acidemia
using LC-MS/MS in Tokyo, Japan. Society for
the Study of Inborn Errors of Metabolism
Annual  Symposium 2016, Rome, Italy,
2016/9/6-9.
2) LC-MS/MS
58
, , 2016/10/27-29.
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a) b)3-
MMA MMA m/z117.1>73 3MCG 3MCG m/z158.3>83.3
® AFLTOVERME/JOE A BMELSEHON TCERROEA 8B UICEREL d3-MMA m/z120.1>76 d2-3MCG m/z160.3>83.3
7o =34 (B Hl1-12) o e
® JAF )L O ERINE DEE WIS B (AEFIL-5) MMA Pt: MMA 506.07
. . . C3  64.46 3MCG 7.75
o HHEHREEETET HERERLLIRERADIL, c3&C3/C2OEBRFEEED ; N
=205 (FEH6, 7) U ‘
® MCCDERBEENF=34) (FEf8-10) ‘ \
\
® MCCOIRRZE LS MENI-1{] (FEfl11) \ )
® C5-OHBEQROREDER . SFRHMCCOEZHTS NIz (FEHI12,13) s
® C5-OHEEAEBILEL TEZH N BLN TULELLHI(ERF14) “ MCCD Pt: C5-OH 71.50 0
[ ‘ MMA IS (d3-MMA) 3MCG 418 \
I : ‘
1
| | \\‘
‘ “ | [ 3mca Is (d2-3MCG)
\‘\ ‘ Baby: C5-0H 1.60 | | 4
| 3MCG 0.07 \!
! i Normal control:C5-OH 0.20
- s e ¢ T o i
LC-MS/MS
2 C3 (C3/C2 3
HERMD B/igMm B FiE 51 c3 a MMA '
£S e 2 /C2 Urine MMA
R o . Ca/met VA P /2 Ca/met $E (wﬁﬁﬁfﬁ/aﬁ%) (nmol/mL) (nmol/mL)
121.0 1.39 343.3
Qnigls 270 0.14 008  N/D0OS3  — - - E% (9years)
2
1 3.91 0.26 0.16 N/D 0.76 0.11 0.03 (13years) 64.46 0.97 506.1
2 412 0.27 0.16 N/D 1.66 0.19 0.04 . 3 ) 2.3 114 92.7
3 6.10 030 0.23 N/D 133 0.17 0.04 ( yiars
4 4.18 0.26 0.20 N/D 1.79 0.19 0.09 _— (4years) 14.6 0.53 45.8 (T
. N/D . . .
5 3.81 0.25 0.18 / 2.57 0.18 0.10 5 513 0.84 386
6 463 0.28 0.19 N/D 2.66 021 0.12 (Lyears)
7 437 0.28 0.12 N/D 2.29 0.15 0.07 (da\fll) 49.95 4.24 506.2
8 4.66 0.26 0.20 N/D 2.23 0.21 0.08 7
16.85 1.44 891.6
9 3.82 0.27 0.19 441 412 0.26 0.14 (day 8)
10 5.08 0.32 0.29 N/D 6.46 0.25 0.33 i T TT T T mT oo mm oo mo o T oo 1
1 374 026 034 175 72 034 018 Pt ! Cut off value: C3 3.6 nmol/mL, C3/C2 0.25, C3/Met 0.25 |
1
12 5.44 025 0.23 N/D 6.03 093 0.22 , MMA 3.0 nmol/mL '
Urine MMA + + - 600 80.0
Urine homocystine + + -
Plasma homocysteine + + —_
12.00 045 70.0 %l
/ 500 S
8.00 2 0.40 3
— AN 600 &
-1 7.00 v L 0.35 %
/ —
E S ) 5 || T w0 =
3 6.00 7 0.30 s E 500
E e [/ Sz :
5.00 0.25
£ — /7 Ol £ 200 400 g
-~ / o - c
4.00 ‘ 0.20 < -
< ~ /’ 2 E (vl
= S~ 4 %) = 300 O
S 4 A
E‘ 3.00 Som_ 7 015 Q) 200
() S=~
Q 200 - 0.10 20.0
s
1.00 0.05 100
10.0
0.00 0.00 e VIMA C3 ===NH3
5 22 30 46 57 76
Vitamin B12 (180-914pg/mL) <50 Exit 0 00
2013/11/08 2013/11/15 20131206 2013/12/11 2014/02/14 2014/07/09 2016/10/3
Plasma Met (18.9-40.3nmol/mL) 39.3 13-4
2 Vitamin B12 3 2

9
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y C5-OH co 3MCG 80 8.0
R (nmol/mL) (nmol/mL) (nmol/mL) R
Controls - 022 a5 70 7.0
(n=18) " i : N/-0.07 —e—C5-OH DBS C5-OH serum —e—3MCG
60 6.0
8 2 10.38 6.36 3.13
-
9 it 877 16.77 459 ~ %0 o |0 E
£ . =
10 & 1.05 16.40 0.09 5 40 40 E
IS —
c (G}
11 REE 1.09 23.48 0.28 =30 30 9
5 : :
T [a2]
12 R E® 10.34 4.70 0.07 9 2 20
B BEE 24.63 3.97 10.38 10 10
13 R: E® 5.62 8.28 0.05
0 0.0
7 1 14 18 03 06 09 1.3 1.6 20
2. BEE 24.55 5.98 7.75
B Fip
14 CS-OH S B A 1.05 13.00 0.05
R ~ 4 NCCD 8

Cut off value: C5-OH 1.00 nmol/mL, CO 8.00 nmol/mL

3MCG 0.10 nmol/mL  mean+4SD
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