3 6
DVD
19 5ng/mg 0.5ng/ml
2.6ng/mg
4.6 13.9 11.6ng/mg
DVD DVD
20
20
17 19
19

130
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HPLC

18
20
Waters SIMAZU
Waters HPLC SIMAZU HPLC
19 1 65
Pro
Orn
SIMAZU HPLC
2008
2007 2008
6
6MS
2 4
18 1 6
18MS
18MS
20
18MS 3
18MS
2008 18MS
18MS
18MS 6MS 14MS
Agilent6410
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3 GAG
Keratan Sulfate — (Keratanase )- Galf3 1 - 4GIcNAc(6S) + Ga(6S)B 1 -
4GIcNAC(69)

Heparan Sulfate - (Heparitinase) >  DiHS-0S+ DiHSNS+ DiHS6S
Dermatan Sulfate - (ChondrotinaseB) -~  DiHS-4S

Galp 1-4GIcNAC(6S)  Gal(6S)B 1 - 4GICNAC(ES) : 462.1>97

19
100V 70eV negative
DiHS-0S : 378.1>1749 130V 10eV negative DiHS-NOS : 416>137.9
130V 20eV negative
DiHS-6S DiHS4S 458.2>97.1 130V 35eV negative
Galf 1- 4GIcNACc(6S) Ga(6S)B 1- 4GIcNAC(6S)
DiHS-4S DiHS-6S
DiHS-0S DiHS-NOS
DiHS-0S DiHS-NS
DiHS-6S
2005 4
2005 4
2008
99%
20 6 2008
(CTD) 2
2008 2
1 1 MCAD
4 2 1
4 5
PKU1 Phe 1
NeoBase
1)
ATP7B 21
(2) MELAS(3243A-G) MERRF(8334A-G)
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19

RFLP
(1)
HITACH-SQ5500E
LongRanger 50% Gel Solution Code:F0611
Urea (ultra pure) AG501-X8 Resin BioRad
Code:143-7424 APS Ammonium Peroxodisulfate
Code:02627-34 N,N, ', ' -Tetramethylethylenediamine
(Code:33401-72)
3 2 1
Exon18 AAT>AGT N1270S Exon18 GGC>AGC G1287S
compound hetero 1
(2)
MELAS(3243A-G) MERRF(8334A-G)
2008 MELAS1
CAH
CAH
17-OHP A 4-
11- 21-
20 Frogees bl Froded kin Froages e L= T T
) Iri=d [ sy e
[7-0HF 32 100 &370 1440 40
17 =0 i 1303 130 & ndan 140 i
I JEIE 1511 T =
17-OHP = 3673 [E] 140 40
| LOF 1473 AlE 150 15
A4- B 0F i I8 3 L E] 150 LE]
21- 11 =00 1572 aro 150 30
11 DOF -12 1802 470 150 20
11- L i, 2ET2 0505 97 10 140 Fai
s B Fl el 1131 &R T4 el
10p g/ml
blood
1
MRM \Zl\gise[s Symmetry C18, 3.5y m, 2.1x 50mm
350 10.0L/min A |H,0 (1% HCOOH)
H B
SOpSI 0.25mL/min
1 0—1min 50%— 85%
B 1-4min 85% - 100%
4_,10min 100%
2 10— 12min 100% — 50%
2 3.2 E 12min—  50%
4.3 21-DOF 4.6 11-DOF 4.9 A4-A 5.4 17-OHP
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ICP

20
TSH
FT4
TSH
0.1
0.5u g/mi
/ 10.2u g/ml
/ 0.9y g/ml
2007 4 2008 3
1961 1990 551 5 6
HI PA
2007 4 2008 3
500
PA
20
8 1986 1985 2
82 88 1986 4 94 99
92.6 128
1986 1985 2 83 1986 4 87
90 86.6
128 10.2
10

20
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