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2-Ethylhydracrylic Aciduria in Short/Branched-Chain Acyl-CoA
Dehydrogenase Deficiency: Application to Diagnosis and

Implications for the R-Pathway of Isoleucine Oxidation
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Discussion

Deficiency of SBCAD leads to accumulation within the
mitochondrion of its substrate, 2-methylbutyryl-CoA.
This is transesterified with glycine by the mitochondrial
enzyme acyl-CoA:glycine-N-acyltransferase (glycine-N-
acylase) to form 2-MBG (9). Detection of abnormal excre-
tion of 2-MBG in the urine led to the discovery of
SBCADD in the first patients identified with this disorder.

2-MBG and other biologically important acylglycines
can be detected in urine by routine organic acid analysis,
based on the GC retention times and mass spectra of their
TMS derivatives (10, 11). However, inadequate sensitivity
of acylglycine detection (because of variable extraction,
chromatographic instability, or failure of spectrum recog-
nition) is a major cause for missed diagnosis of fatty acid
oxidation and organic acid defects (4). To overcome this
problem, techniques have been developed for the specific
determination of acylglycines based on stable-isotope
dilution with chemical (12) or negative chemical ioniza-
tion (13) GC-MS with selected-ion monitoring, and elec-
trospray-tandem MS (14). Because these techniques are
not available or practicable for widespread routine use,
the isolated 2-methylbutyrylglycinuria of SBCADD may
be easily overlooked.

=2 (e sla 4l (g5t (3)0 33 S 4 s SBCADD luyli
plis 635t 2331 Jawsd 5 paelS b 00la O3l 29 o COA -y yidsy Jite
Sl Jold 2-MBG US55 8l ki s ST - 0l - HaudlS :COA - JST
SBCADD (slulis @ 4oie jlpl )3 2-MBG Jsameyd gbs (olulid .aiSi

ki3S Glilass 5o

33 I (g ettt a5l a1 31 S le pendS LST Sus 5 2-MBG
vik 3 GC glad Ola) pelalp o Jsama 3 Sl glasal Lo Jaug jlyal
JST Lolalis 35 BB Cornluor ctizyt s ylulid « TMS Olitie ape
s (154395 slaglage 3o SIS () Wislita 5,8 ojlar Jblsy ) GewdlS
1n Sl dgal 53 L (alugb 9 Lz Sladwd HaswlinnS] pauts pas Lol
welolp prealS UST a3 Gl (ole S8 (JSke Gl 2 i (gl il
JAS b GO-MS ita ileass b (lad Ogalidis: b Call - ginsil - 38
le WSS il dlige wluwl 0d pll o llgie (ol g iS0 MS 5 JJai03ge (g0
bysialS o153 uie -2 cdtiansd Qlisabol (LB 3 uiws LB 0375 dslital gl

e dzS HUS L Solas Cuul Sas SBCADD g

LS

Tonyd b JalS b daz s dlis dgd sy dlss 4oz 3 5] asd g5 LB )
ke SIS lowsl e aandS5) diens b olyan (Lol JoB) )9

dwle SIS lwsl cous des,3 OVl (i Gesiws Gy

000 *»

aiz e Ol i oKy 5



http://iranarze.ir/%D8%AC%D8%B3%D8%AA%D8%AC%D9%88/
http://iranarze.ir/ethylhydracrylic+aciduria+dehydrogenase+deficiency+diagnosis+isoleucine+oxidation

