1) ELISA

2)ELISA GC MS
ELISA
21

ELISA

GC-MS
1) 3ng/mg

10 2 2 8ng/mg
4 6 10 7ng/mg
ELISA
3ng/ml

2) GC/MS 0.1y g mL 0.063 2.00p g

mL 6 Cv 38 75
( 0.8u g/mL) 3 cv 37

GC/MS ELISA GC/MS 5

22 21.0 786.4ng mgCre ELISA

18 88 0.06 14.11ng/mgCre
6
3 3 45
21
6
19
6
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100

19 21

2,220 /1

600

20 TCR-rearrangement excision circles TRECs PCR
TRECs DNA TRECs
PCR SYBR
Green TagMan ) RNase TRECs
) TRECs
) TRECs Baker M B J Allergy Clin
Immunol 2009;124:522-7 ) TRECs
SYBR 100 RNase 10 100 TagMan
SYBR Green 10
3mml TRECs SCID
SYBR Green TagMan
20
DVD 21
DVD
DVD
3 21 8 12 199
(398 )
21
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- 15 37

DVD
21 -
mucopolysaccharidosis MPS I IX
GAG
GAG
/ LC/MS/MS
DS HS
KS 3 GAG LC/MS/MS API4000
4
6 6 23 138
19 MPS
GAG A DiHS-0S 87.57+ 28.53 ng/ml A DiHS-6S
205.58+ 73.76 ng/ml KS 357.07+ 102.96 ng/ml
DiHS-NS
HS A DiHS-0S HS A DiHS-NS (R=0.79)
A DiHS-0S DS A DiHS-6S (R=0.56) KS
R=0.11 0.2 MPSI 5
KS GAG
MPS
2005 4
2005 4
2008
99%
20 2009 1 7 8 2009
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2 VLCAD 1 2

3
19 11
(PPV)  58%
2009 Met MAT
3 2005

1)

ATP7B 21
(2) MELAS(3243A - G) MERRF(8334A - G)

RFLP
(3)21-
19
21- CYP21B
1)
3 2
A874V V11061 compound hetero R778L  homozygote
1
@
MELAS(3243A - G) MERRF(8334A - G) 2009
21-
2009 2

GC/MS
1)
@
(3) Lys Thr Ser
4) HPLC

21
()
(6)
50 80 2009
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-CoA 3- CoA SCOT

1
1)
@
(3) Thr,Ser
Lys
1/4
4)
()
(6) (5)
6MS
2 4
18 1 6
18MS
18MS
21
18MS 4
18MS
2009 18MS
18MS
18MS 6MS 14MS
2009 3 INSS 1
TSH FT4
21 NTT
ICP
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21

CAH

CAH
17-OHP A 4- (A 4-A) (F
11- (11-DOF) 21- (21-DOF)
Agilent6410
Waters Quattro micro
ACQUITY TQD Quattro Premier XE
Waters CAH
( )
/ 50%
Waters Agilent6410
5 F 1.3 380ng/ml 4

0.7 190ng/ml 7
Quattro Premier XE
ACQUITY TQD Agilent A 4-A

17-OHP 11-DOF 21-DOF F
1.6 4.1 10.1 3.3ng/ml
CAH Quattro Premier XE
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