


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 21
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
DD 20
DVD 21
DVD
DVD
3 21 8 12 199
21 (398 )
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DVD
21 -

15 37

mucopolysaccharidosis MPS I IX
GAG
GAG
/ LC/MS/MS
DS HS
KS 3 GAG LC/MS/MS API4000
4
6 6 23 138
19 21 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 21
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
19 21 (3)21-
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

21 @) HPLC
()
(6)
50 80 2009

- 146 -



-CoA 3- CoA SCOT

1
1)
@
(3) Thr,Ser
Lys
1/4
4)
()
(6) (5)
6MS
2 4
18 1 6
18MS
21
18MS
18MS 4
18MS
2009 18MS
18MS
18MS 6MS 14MS
2009 3 INSS 1
TSH FT4
21 22
NTT
ICP
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2004 2008 NTT

32 2009 7
TSH 10 12 9
3
2
2
CAH
CAH
21 17-OHP A 4- (& 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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21

(PFE

PFE
H ngerprinting
BHEC A57 ISPrinting System \ersion2 (TOBO
BEC A57 26 PF&E ISPrinting System
3
1 3 4
5 2 PFE 9.4
ISPinting Systemset 2 2
2 4 PFGE
ISPinting System
3 8

PFGE 5 1 97.2
IS Printing System
1 PF&E ISPrinting System
1 3
RALP 20
PCR WIR
1 21 11 20 19 48 17 21
146 194
JATA(12) WIR
1-2 M RU ETR
WIR
1 15 34
1 3 10
2 5
1 5 1 1
JATA(12) WNIR
3 2 2
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2 23 75
19
9 2 6
JATA(12) WNIR
PCR
21 7 8
21 157
21
PCR
PCR
as7 21 PCR
2 PCR
1 PCR 2
2 Sal nonel | a Typhi nuri um
21 PCR
1 1 PR
1 PR
Sal nonel la I nfantis Sal nonel | a Typhi nuri um
PCR
1
PCR
2009 4 A HINL
A HINL (A HLNLpdm)
6
A HINLpdm
A HLNLpdm
21
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2009 6 2010 2
10 A HLNLpdm 137
2009 8 2010 2
A HLNLpdm 366
A HINLpdm NA
( )
275
A HLNLpdm 1
366 A HLNLpdm 2 1
1
A HINLpdm 0.58 (3/513)
1.53 (44/2897) (1 29 ) A HINLpdm
A HLNLpdm
A HLINL
10
PCR
20 22
(
A HINLswl) ( A HLNLswi)
21 2 2009/10 A 2
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21 22

(HI)

2009 4
pandemic HIN1 2009( ) HI
HI
14
3
HI HI
(A/California/07/2009pdm X-179A) 0.5
12 10
40 14 13
4
320 1
10
2
1 9
40

40

20

13
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200

21 HPLC
LC/MS/MS
5 10
17 200
20
20 21
21
LC/MS/MS
3
Waters Quattro Premier
UPLC
3
(1 )
6
21 (1-6 )
350
21 8 (

- 153 -



4.77mg/ /

1.09mg/ /
4.57Tmg/ /
0.44mg/ /
40%
4.77mg/ [/ 1.09mg/ /
(1-6 15.7kg) ADI( ) 1.2 1.4
18 5
20
1
20 21
Access
1 G M 18 5
GC/MS GC
58
SOP
21 GC/MS S/N=10
51
GC/MS
35
2. GC/MS
LO MY M5 / LC/MS
LC/MS LC/MS
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21

20 56
30 18
21
LC/MS/MS
S/N
LC/MS/MS
2ppb  S/N 10 10ppb
5
56
40 42

LC/MS

34
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21

4-
21 4-
(Casis HB
21
10
Ad14 LO MY M& SRV
LO MY MB
Agi l ent 1200/ 6410
Asenti s™ R Amde 2.1nmi.d.x 100nm 3pm
30
10uL
A B
tine A% B(%
Omin 90 10
25nmn 5 95
34nin 5 95
35nin 90 10
45nin 90 10
0.2nt/ nmin
350
10/ min
50psi
ES (-)-SRV MRV
ES akvV
4- 15192
Adl4 241,223
4-
0.0054 0.01lng/ni
21
21
Sep- Pak AG 2
21
-d12 QAMNsSIM
QM
H5973N

J&NDB-1 0.25mmx 60nx 1. 0um
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40 (1min)-10 /mn-250 (10mn)

200
200
120 , 105
-d12 114
L-
Sep-Pak A us NH,
-d5 A M-S M
GJ M
HP5973N
JEWDB VWX 0. 25mmx 60mx 1. Opum
50 (1mn) -8 /mn-200 (3mn)
250
200
- m p- 108 , 107
-d5 99, 100
33
39ng/ m
20 60 170ng/ni 1/2
0_
39 6.3ngm m 20 3.7ngm p- 2.1
5.1ng/ m
20 o- 7 9g/m m
6 8ng/m p- 10 17ng/m p-
21
4- -1-
21 4- -1-
21 22
-ds G M-S M
GJ M
HP5973N

A AQATIC 0.25nmmx 60mx 1. Oum
40 (2mn) -10 /mMn-180
200

200
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4- -1- 79 , 80
-ds 98, 100
100pg/ nd
0. 0022ug/ i
-1-
22
21 22
CB-5ns 0B 17HT
25
15
21 23
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10vol %
21 22 0.1%
BC LA MY M5 SRV
LO MY MB
Wters Alliance 2695(LCO Véters Quattronicro AP (Mp)
Atlantis T3 2.1mmi.d. x 150mm 3um
30
SuL
10nM A B
tine A% B(%
Omin 70 30
4mn 70 30
20m n 25 75
25nn 25 75
26nn 10 90
35nin 10 90
36nn 70 30
40nin 70 30
0.2nt/ nmin
350
10/ nmin
35psi
ES (-)-SRV MV
ES akV
213169
263-219
313-269
363- 319
413 -, 369
463419
513469
563519
619 569
663 - 619
713669
BG 172,172
BG 315-270
BG 417 - 372
BG 468 423
BG 515-470
BG 565- 520
BG 615- 570
299-80
399-.80
449-,80
499-, 80
599-, 80
BG 403-. 84
BG 503- 80
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21

LC/MS B -
178 - 0.00005u g/L
-4,9 11- -3
B - LC/MS/MS-SRM
B - a -

20 22 HPLC

10
22 MS/MS
LC/MS/MS
20 23
LC/MS/MS 21 ODS
LC
1,4- -2-(1- ) PCB
21 20
21
/
/g-dry 10
ng/g ng/g
100%
2009
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21
(216mg/kg
-dry)
(22.6mg/kg-dry) (18.4 30.1mg/kg-dry)
(15.2 27.8mg/kg-dry)
9 2 1981
(Cd Pb Cu Zn Fe Mn As) n
H20
21
LC/MS/MS
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