ELISA

449 431 (96.0 )

5.8 23.9
68.7 47.3
20.9ng/ml
125.7ng/ml 0.38ng/ml
0.30ng/ml
1 6
1 6 1257 947
669
193 204 174 184
543  57.3
70.4 ng/mgCre 53.4 ng/mgCre
11.0 ng/mgCre 4.4 ng/mgCre
GAG
MPS
HPLC-MS/MS
LC-MS MS
LC-MS/MS
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2007 903 969
462 (443 ) 326 303 4 35 71 188
JICA
19
1) HPLC
HPLC
HPLC
2 GC/MS,
) 18 2000 2005
(4)
3
1
10
1 3 1
19 4 20 3 10311 3
2 1 MYCN single copy
19 18 18924
7

60
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VMA,HVA

X Y
1
GC/MS/SIM
1,3-N, 1,3-"N,
Spillover
(1) GC/MS/SIM
Y
100 103 102 125
()
+ 0.18 mmol /molCre+ 95.1% 1.98 mmol
/molCrex 60.6%
1)
ATP7B
2007 3 2 1
hetero
polymorphism hetero

)
MELAS(3243A . G) MERRF(8334A - G)
2007 108
MELAS1

2005 4
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Quattromicro

APl MicroMass alliance-HT2795 Waters
17 MRM
2007
99% 4 7 3
1 4 6
PKU1 1
CAH
17-OHP
17-
CAH A 4-
19 10u g/ml blood

Gas Temp(. )| 328 Precurser lon| Product lon
Gas Flow (L/min)| 10 (V)
Neblizer (psi)| 50 17-OHP 40 331.2 109.1 970
Capillary (V)| 6000 d8-17-OHP 30 339.2 113.0&100.0
Fragmentor(V)| 140 40 363.2 121.1
d4- 35 367.3 121
A 4-A 25 30 287.2 109.0&97.0

0-5min  MeOH 50~ 100%
5-8min MeOH 100%
8- 12min MeOH 100 - 50%
12 - 15min MeOH 50%

NTT

ICP
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ICP 0.1y g/ml
18 14 38 n=14
0.1 2.5y g/ml 14
13
2
14 38 / TSH
TSH /
TSH /
2006
HI
5 200
1073 2005 2006 2202
PA
HI 1961 - 1965 | 73 70 95.9
1966 - 1970 | 200 | 190 | 950
93.0 1971-1975 | 200 | 194 | 970
1976 - 1980 | 200 | 193 | 965
1981 -1985 | 200 | 181 | 905
1986 - 1990 | 200 | 170 | 850
1073 | 998 | 930
PA
16 96.9
128 256 88.8
78.3
( 16 16 | ( 128) | ( 128) | ( 256) | ( 256)
1086-1990 371 | 340 | 916 302| 814| 254| 685
1981-1985 200 | 384 | 960 351 | 878| 30| 775
1976-1980 400 | 393 | 983 368 | o920| 322| 805
1971-1975 200 | 393 | 983 362| 905| 330| 825
1966-1970 400 | 394 | o985 35| o013| 322| 805
1961-1965 231 | 220 | 991 208| 00| 187| 810
2202 | 2133 | 96.9 1956 | 888 | 1725| 783
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