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Beta-ketothiolase deficiency

-

-Aadlall

e (el pmaall) (sl iy A Al s bty Y G ()5 il slanal g 5Y 55 54 Uy
£ L)y sy o 5 ol s3Sl Aallae o il B 508 Ul Comaay ol phaca¥) 138 Jlad JSy s sl 5 303
sl Jlas

sl i (g O sibaall JULY) ey 1 Ded 245 el 6 Cm O Bale 3V 5 538 Ui (bl ial el s ladle el
Agal) ) Ulal il o2 (a5 3 SH (meall b i Ulal 5 (U sedll) 20l ol 5 (il 4 gmam 5 Ciliall
Jskii 3aly ) canli () Sy 5 ¢((alpnall) pladall J 5l ane <l 5 gl (5 sandl om0 Graaall b 5 daaasi L Glle
Ml 155 0 5alls Al deaday)

- Jlaady)

Agahall SlaaY) L Ala) Al 250 (e J8 e g3V A3 28 1aa 50l 5Y o 51 Ly Gl of 52

:‘r'L:“;W

U 381 s 8 2 5m 50 g 3l il el ) 130 b5y 5Y 5558 Uy (s ) ACAT L (o 6 il jiall (5255
e M) il (e G gaall 5 i gyl s A Balad 1590 4 310 138 canly (L3 S ginall) LAY Ja)s 43U
Leal) ol g g ocli gyl (e el Gl 5 5 ¢ pann sl ) Aallae 8 ACAT a3l aclosy el aa
_Q}mﬂ\ _).\.uﬁ ;Lﬁ\

dallea (o auandl oy 33¥) 138 (i aiay ACAT] a3l bl e oLl of Qi ) ACATT G (8 ikl a5
ol 38l Al i giae ) Abial) <l LS ) o815 o Sy @l Ay amaa JSy o sl g il
o Aaald g canall cliac ] g daly [ juall Gali G (S5 (G5l (aeall) Gl Uiadls adll uay o 8 o) sall 022
(smanll Sleall
Gy gl 48y

all 5 Jangy i jik e ol sind 1A JS 8 cpadl s o)) i Lae ¢ aile a5 Jaaiy G Alal) o2 i
PABN ub\)&:ijk“_ﬁ.‘amcfédb Q\kﬁaﬁyu@iﬁA)M\Q@\OABA&\}MMM@\)}M@«T\M\ J)él\

el 1343 s A1 sland



methyl-3-hydroxybutyricacidemia-2 ¢
methylacetoacetyl-coenzyme A thiolase-2 p=di ¢
alpha-oxothiolase-3 (=i ¢

ketothiolase-3 L=is ¢

oxothiolase-3 =i «

J sl sasla methylacetoacetic-lll (aes

MAT y=ii e

Sl ad 39S il standd Jfine o

pomall sl 58t - Ly 3 oS ghall 3 o8 methylacetoacetyl-CoA-2 p=li ¢
L oS giaall 3l o methylacetoacetyl-CoA-2 u<ii o
T2 paiie

1Al 3 ) ga g ila slaa
Genetic Testing Information

* Genetic Testing Registry: Deficiency of acetyl-CoA acetyltransferase
(https://www.ncbi.nlm.nih.gov/gtr/conditions/C1536500/)

Genetic and Rare Diseases Information Center
* Beta-ketothiolase deficiency (https://rarediseases.info.nih.gov/diseases/872/index)

Patient Support and Advocacy Resources
* National Organization for Rare Disorders (NORD) (https://rarediseases.org/)

Clinical Trials
* ClinicalTrials.gov(https://clinicaltrials.gov/search?cond=%22Beta-ketothiolasedeficiency%22)

Catalog of Genes and Diseases from OMIM
* ALPHA-METHYLACETOACETIC ACIDURIA (https://omim.org/entry/203750)
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