BxXc—19

FIZHREHEEX (RENREHE) HRARBEE
PRk 24 4E 5 25 HIUE

MEAES 15201

HEER - HEHE (B)

FFZHARS - 2010~2011

FEES 22790983

MERBEL (FIX) RKEYUNRKREE U TLARREZRAW-EELEFBRHEEEREDY
EDHEL

HIEEREL () Enzymatic evaluation of fatty acid oxidation by an /n vitro probe

acylcarnitine profiling assay using peripheral |ymphocytes and electrospray

ionization/tandem mass spectrometry (MS/MS).

MERKRE
HA  #— (MUSHIMOTO YUICHI)
BIRKZE - BEEH - B
MEERS 90467712

RZEE R OBEE (Fns0) -

ARFTETIE, KA Y 2Bk E & o T b~ RGBT & AW TR IAER B R L RERFIAIC X - T
NERABRAR R FRE DO T CTHHENE ., T 2L CoA ik FEEE#HE (MCAD) KRIEJE., MEHT
L CoA /K FEEESE (VLCAD) KABSE. 7V A VERILAE 2 B (GA2) DWW N F[RETH D Z & &R
U7z, ARMESERIIE & el U CIREEDS D 70 < 872 U U RBRE WV D AR FIRIE, BUIELR YD 2D
HHH T A AL DHAER~ A« A7 V== ZICBW T, JEIBRA R FIE D2
CLTHEHRATHS, £7-. AN/ AOWEI N =F b A2 L T, INV=F > T AR
— & —BLEE (OCTN2 BAAE) ORI HLISHMNAEETH D,

WFFERR O (330 -

In this study, we present an enzymatic evaluation for the diagnosis of Medium—chain
acyl-CoA dehydrogenases deficiency (MCADD), very long—chain acyl—-CoA dehydrogenase
deficiency (VLCADD) and Glutaric acidemia type 2 (GA2) that are frequent in fatty acid
oxidation disorders, by an in vitro probe acylcarnitine profiling assay using peripheral
lymphocytes and electrospray ionization/tandem mass spectrometry (MS/MS). Peripheral
lymphocytes are easily available than fibroblasts and this method is helpful for
confirmation of diagnosis of fatty acid oxidation disorder in newborn screening by MS/MS.
Further, our results suggest that the ratio of intracellular carnitine/extracellular free
carnitine is also useful for diagnosis of carnitine transporter deficiency (OCTN2
deficiency).
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