FLIR AT E R 44, 70-74 (2017)

PR~ AR 7 Y — =0 7R R E R A R

(2016 A=)
EkE O FEEET O EEHA WA BT ARk
AT ERMEN? O EPRERT MEILIER
T 5

2016 -4 AD 20173 A ETO LEMICHAER~ ARV —= T %5 LT 15,877 412N
T, RMEEIE 24 RABEEXIG L LemE (LU MCHERERE) LW)H,) 2EELE, MO
B, SAEREREEMREL LR, S CHSEEOEIR LT LRIV,

1. #
FLBRHTTlE, 2005 4 4 Ans, #HER~2 2271
— =V T REOHRERODL L EAMNE L, X
TLEBESHFHC L 2MAELZEALH ER~ 2
A7 V== UF Z T hvARAT ) —=
7] kD) EFEEELES LTS LR Y, 2010
E8HMBIT RN OBEZITo TN HT I b
— A MUE & B DO TR RFIEREO I GREEZ
24 B L L, fLIRTTORTREEEE L L CBESE
THkfE L C M L TV D,

AEE, 2016 4F 4 A 235 2017 4E 3 H £ T 1 4¢
Mick T 2 R FIERER RICOWTHRET 5,

il

2. A %

A 7151, 2016 429 A F CTIEBEH 2P Y I2HE,
2016 4£ 10 A BiE, o T h~wAAI Y —=0
DIRAR O FTALER 5 15 Je OV E R aR & 28 50 L 72,

AL TT 51, 7 F AT B LD b ISR
bk VAR Ui, JIEMET, () SR e
LCMS-8050 (E &y HTAEiEH) MY Nexera X2 (i
WEE 7 m~ b7 T 7E) ZEHL, 7a—A Y
=7 ¥ a UIEROMRM AT L0 HIE L7,

THNDHDOEHIZHEN MEMEAZNETLRRD
BEND T2 L0 b, By M AT EIC OV TR

LT, — I OBEIZOWT, B1OLRBVEEL
77
®1 Ehhy b JELTEIRE

AR 25 HHi L H %
Co =9uM =8 uM
C5-DC =0.2 uM =0.25 uM
C14:1 =0.4 uM =03 uM

CO; free carnitine C5-DC; gultarylcarnitine

C14:1; tetradecenoylcarnitine

3. R

G, MNOEREE THA L2 4% 4~6 B
HOFAERD S b RiEEVPHER~ AR ) —=
VIUHIAEIZL O RELH LIAATEIR E Lz, 72,
PREE N BRR TR~ AR 7 ) —= v Tkt
SIRBBRANREEE) ORHDH > T HE 1T, 1k
MEDOMBIRRTH D7 I/ BAHREIE 3 KR
DHOKBELEZTH L bAlfEL Lz,

£ S
4-1 ZREH
2016 4E 4 H 7225 2017 42 3 A £ T 14ERICET
DEAER~Y ARV —=2 7 OMmAHIL 15, 877 1
T.EDTRIUNE VT LR AR V—= v T o

w1 AL EREA I S A RA RS v 2 —
*3 TR Ml NER

*2 [ESOF e b E iR o 2 —/ R

_70_




U7z, E7o, B 2RI OBFFEE~D KA
& TIUTHE D BRIRD 10 FERIFIC OV TRGED & -

72D, 15,258 (96.1%) TH -7z,

F LT,

4-2 BREHR
2016 FFFEICB I AR FERER R EZER 2.1

®2 016 FEHFERTARY ) —Z VI RBERERERR

-
—

SRR AL
e Ty M ATE BeWRBA R I r
" 7 fi RILE | o
Phe =120 uM 7 = =)V b R 4*? 0
Met =50 uM RE VAT VIRIE 1 0
VWA
- N N ) il
R R Cit/AA >0.025 2 b L 4 2
! 7 > b U U RABSE
INET 9 2
C5 =1puM AV R M AE 2 0
A% 501 1M < VF T H R R A )
A R ] - 7 —VKHE
INET 6 2
=9uM 1 0
o (~2016.9) HIN=F v T AR—H
=8uM RABIE
5 0
(2016.10~)
C8 7> =0.3uM HigH 7 2L CoA
ERuT ) o 1 0
HIIRK C8/C10 =15 Jih 74 S5 P S R AR
RARRIE | cg o =0.3 uM
=0k TV B VIR IRIE 2 Bl 4 2(2)
C10 =05 uM
Cl4:1 x> =0.3uM {7 /L CoA L 0
C14:1/C2 =>0.013 Jit 7K 8 i 5 R HEE
/NEE 12 2(2)
Gal =6.0mg/dL
b Gal-1-P =18.0mg/dL )
e s . HZ 7 ~—AMAE 9 2
R EHE TR TGP
EP T L
&Et 36 8(2)

*1 FHEET 2 B EERRIMEE & R 72 B AT 1 LR ET D

*2

1 Bl Met EE

Phe; phenylalanine Met; methionine Cit; citrulline AA, Gly, Ala, Val, Leu, Phe, Tyr, Asp, Glu, ASA, Orn, Met, Arg, Citd>#t

C2; acetylcarnitine  C5; isovalerylcarnitine C5-OH; 3-hydroxyisovalerylcarnitine C8; octanoylcarnitine C10; decanoylcarnitine

Gal; Galactose ~ Gal-1-P; Galactose-1-phosphate

TR; galactose-1-phosphate-uridyltransferase  EP; uridine di-phosphate-galactose-4-epimerase
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