(MAT)
MSUD

30 40



MS/MS  cutoff (nmol/L)

Phe > 180
BH4

Leu+lle >350
Val >250

Met >80
Tyr >200 SA >10 nmol/L

MS/MS SA

HPLC
Phe >120nmol/L (2.0mg/dl)

Leu > 230nmol/L (3.0mg/dl)
Leu > 760nmol/L (10mg/dl)
70nmol/L (1.0 mg/dL)
Tyr >200nmol/L (3.6mg/dl)



(DHPR) DHPR

B (CBS)
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(PKV)

PAH
(BH4)
BH4
PAH Phe 2mg/dl
Phe 10mg/dl 20mg/dl
PAH
¢
BH4 BH4 GTP
PTPS
DHPR -4a -

HPLC

Phe Phe
PAH PAH
10mg/di Phe -

PKU"  20mg/d]I PKU

BH4 BH4 Phe
)

GTPCH 6-
PCD



: BH4
DHPR : DHPR
BH4 1
BH4 10mg/kg 1
PKU DHPR
Phe BH4
. PAH
PAH
4
Phe30%
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2mg/d1 (120 mol/L) 0.7-1.8mg/dl
DHPR
Phe 6 mg/d1 (360 mol/L)
4 8 24 Phe
BH4 DHPR
Phe 20%
2
BH4 BH4 Phe
BH4 Phe
BH4



Ela , E1B , E2, E3 4

50 1
HPLC

10-20 mg/dl (760-1,500p
mol/L) 20 mg/dl (1,500 mol/L)



4 /d1(300u mol/L)
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D

B
CBS

B

MRI

1.2 mg/dL (80p mol/L)

[
60 p mol/L

(CBS)

(CBS)

0.3-0.6 mg/dL (20-40p mol/L)]
15y mol/L

60 u mol/L



2)

3)

D

2) (MTHFR)

3)
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HMG B

ALTE 7/



HCO3- 22 mmol/L, 17 mmol/L
AG=[Na ] [HCO3~ CI7] 12+ 2 15
pH 7.3
20 mmol/L



200 pg/dL  120umol/L 100 pg/dL 60 umol/L
1,000 pg/dL

45 mg/dL
HMG
CK
MRI

Sylvius

MR
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Congenital Lactic Acidosis: CLA

TCA
MRC
PDHC PC
(PEPCK) TCA
MRC MRC
/
L/P
2.1mM (19mg/dL)
1.8mM (16mg/dL)
L/P 7 20
CLA

4 6mM 36 54mg/dL Bl



TmM

450pM  Ala/Lys 3
MR
MRI
CLA
L/P 3- / 3-OHB/AA
1
PDHC
L/P 3-OHB/AA
PC
L/P 3-OHB/AA
(PEPCK)

L/P 3-OHB/AA
2 TCA MRC

L/P 3-OHB/AA

FBPase CLA



CLA
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AX - JLUNILIAITLHXWLLLIIL

35 AR L/P  30HB/AA 23t

RS 1L, VI IX B
(+) (+) Z=hERF - - JYa—5o 5 BEBERRIBE

ENLEVERKERRESHK

(/) =) - - (PDHC) R 185

ELEVBALKRFS—H
(PC) RiBIE
INFTINANKRFIS—H
(MC) Ri8%E

L (+/-) () Rtk 1 !

SharvRYF7HREESE
(+/-) (+)B# 1} i (MRC) %
TCAHAHONEBERERE

HREIE
RAKRIT/—ILENLEVEALEFD
(+) (+) Z=pERF - - *4—+ (PEPCK) Ri8%E
ZREE INIR—R16-E R
HRRAT78—+t (FBPase) Ri8JE

(+) ) - - HE R A SR

L/P=3.E&/E ILE B 30HB/AA=StF O+ BB/ 7t NEEER



CoA Cl141>04  C14:1/C2>0013
C16-OH>01  C18:1-OH>0.1
-CoA C8>03  C8/C10>14
CPT( C0/(C16+C18)>100
CACT( C18>35  (C16+C18:1)/C2>0.62
CPT21( C18>35  (C16+C18:1)/C2>0.62
OCTN2 ( C0<10
C8>03  C10504  CI12>04  C10/C2>0.014
CK
SIDS

CK




R~ b AR



RGN T £~ 14
1,000u mol/I

/3HB > 1.0 B

CK
>10,000 1U/1

in vitro probe assay(p )
in vitro probe assay



ERICNZ, BBORILE 725 RED H HO~ODH7R &
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CPSI oTC
I NAGS
HHH



g/dl)

BUN
oTC

0TC

CPS1

CPS 1

>120u mol/L(200u g/dl)

<20)
>40mg/dl)
HHH
NAGS, OTC
0TC ASS ASL

01C

HHH

>60u mol/L(100p



@

&)

g/dl)

®

@ 1
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&)

<20)

®

>120u mol/L(200u g/dl)

>40mg/dl)

>60u mol/L(100p



O
(100%
O
O
O

2012

y+LAT-1

(64%) (56%) (72%) (50%)
(13%) (24%) (21%)
(44%)
(13%)
)
(90%)
LDH(84%) (80%)
SLC7A7
(86%) (82%)
G 62% 0%)
(40%) (39%) (21%)
12 16

(84%)

(86%)



gyrus

45-65

HHH
HHH

HHH
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400-1,400u mol/L (5.3-18.4mg/dl)

OAT



NADH

NADH
2
NICCD(neonatal intrahepatic cholestasis caused by citrin
deficiency) 11 (CTLN2)

1 NI1CCD
2)
3 CTLN2
1 NICCD
(100 nmol/ml )
AFP

2 CTLN2



PSTI (pancreatic secretory trypsin inhibitor)

SLC25A13
11

D
2)

D
2)

iy
2)
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1/90

17100

1/7 16



40 50

/

20



Fanconi-Bickel
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, 1b
11
Vi

D1 (1] Vi

la
b
11
Ila
I11b
Illc
I11d

\

IX

IXa o
IXb B
IXc vy

I (la

v

IX



Ib
11
I1la
I1b
Iid I1la
Vi
I1X
IXb
CT
CT
Ib
Ila CK



11 2

VI 2

i
vacuolar myopathy
Ila
I1X XLG type2

XLG type2

Fernandes

_1’6_



DR\

40

AST, ALT



floppy infant

Il Pompe
i v
V. McArdle VI IXd
(PGK)
(PGM) (LDH
A
VII  IXd , PGK PGM LDH

m , i, 1 A



VI
PGK

CK

A
CK
BUN,
VI PGK
1.5
11

LDH
PYGM 708/709 del TTC)

PGK



D



PAS

1)

GYS1

GYS2



v

FBPase

FBPase

2012

12

pH

16



4-T%

Kayser-Fleishcer

g/kg/

5%

wet tissue

ATP7B

4.
Menkes

ATP7B

20mg/dl

0.2p g/mg creatinine

250u g/g dry tissue

Wilson

10-15%

100p g/ 1.5y

4-5

200y g/g
Wilson
Wilson
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@ FFE
AR ICE SGERH IV IEHERD LR EEICTRELIEH.
1)—BEFEER
BEHIVEESMEFRBERE—BIEICETS.
2)igtERFpEER
B RFERH IV EHFEZEDORBEERT 5.
3) WIGE AT 2 B
BRUEFTEHLIVEREFXOREZETH00. BMZEHS.
4)B Mz HFSE
BMICTRELRY, BMZERLGHSLRIEER LGSEER.
Q@ mER
BES LUREP ICEHFER O HE O BEERE NG MEERDHIC
TRET HEH.
@ e izE

drh &2 el ks L2 COT Al DT HEOLRDIEEE LS L L I=ST VA S da Z 2l — da S 1=
HEERS IUVIER, FRERSSELICEOONDIER. CoIXFEE
[CHAHNEHRMEZF>THETS.

@ RAERTE

REARRICTTERSH SV EHFERCESGRETORENHER I HH1ICE
M= r=fl.

2. Wilsonfs DB & #

BREMR
1.FREE =200ug/g wet tissue
or 250ug/g dry tissue
2.MFEELILOTSAIVE = 20mg/dI
3. RhEAHEME (1)=100ug/day
(2)=1.5ug/kg/day
(3)=0.2pg/mg creatinine
THEE

ERBREMRA, 2, 305520 LEFE - EWilsonBELHL TRV EEZS.
=L, FEEEOEMARH AN IEWilsonBmEZ M TES.
SMERBDEFDHZEIE, 142H 5 X2+BIEFEWMADELLD

(BEFHFH 1997 K YSIHHE)



1-3ANEIEL T D,
4-6 FNEIE & T 5,
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