. Defects of ketone metabolism

Diseases:
» Succinyl-CoA acetoacetate transferase deficiency

m Synonyms: SCOT deficiency ; succinyl CoA oxoacyl CoA transferase deficiency
» Ketoacidosis due to betaketothiolase deficiency

m Synonyms: Alpha methyl acetoacetyl-CoA thiolase deficiency; MAT deficiency; 3-oxothiolase deficiency;
mitochondrial acetoacetyl-CoA thiolase deficiency; T2 deficiency

onerity The British Inherited Metabolic Disease Group (BIMDG) has published on its website guidelines
for the emergency management of patients with inherited metabolic disorders.
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D oagas™ Here are the ones for the management of an
Acute decompensation in children with a defect of ketone metabolism.

» See children BIMDG guidelines (last reviewed in Feb 2012)

Further Information: see the Orphanet Asbstracts for the SCOT deficiency and the ketoacidosis due to
betaketothiolase deficiency.

http://www.orpha.net/data/patho/Pro/en/Emergency BIMDG SCOT-MATDeficiency-enPro3298.pdf



http://www.bimdg.org.uk/protocols/orphanetsx.asp?id=25&dt=de
http://www.orpha.net/consor/www/cgi-bin/OC_Exp.php?lng=EN&Expert=832
http://www.orpha.net/consor/www/cgi-bin/OC_Exp.php?lng=EN&Expert=134
http://www.orpha.net/consor/www/cgi-bin/OC_Exp.php?lng=EN&Expert=134

