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Figure S1: Amino acid conservational study of BCKDHA(A) and BCKDHB(B) proteins
sequence using Clustal Omega across 10 different species. High-risk variants are marked in red.
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Figure S2: Evolutionary conservation profile of BCKDHA(A) and BCKDHB(B) proteins
according to Consurf web server, showing by sequence. The gray boxes indicate the high-
risk variants.
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Figure S3: Secondary structure of BCKDHA(A) and BCKDHB(B) proteins created by
PSIPRED web server.Red rectangles shows the exact location of deemed pathogenic missense
variants in our cohort.
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Figure S4: Effect of the high-risk variants in our cohort on 3D structure of BCKDHA(A-D) and
BCKDHB(E-I) proteins.



