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1. Title: Clinical, ic, and genetic istics of 42 children with mitochondrial short-chain enoyl-CoA hydratase 1 deficiency in
China.

Summary: In this study of 42 Chinese children with genetically diagnosed mitochondrial short-chain enoyl-CoA hydratase-1 deficiency (ECHS1D), a
synonymous variant, c.489G > A (p.Pro163=), was identified in 18 patients, representing 42.8% of the cohort. This variant was associated with later

onset age, longer diagnostic duration, and milder phenotypes. The study suggests that the ¢.489G > A variant could be a potential hotspot in the

Chinese population and highlights the importance of further multi ter prosp studies to g ize these findings.
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This study presents a description of the clinical
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Supplemental Figure S6. News and curation page. (A) A keyword trend is displayed annually
and monthly, based on appearance frequency. (B) Every day, research on synonymous
mutations is filtered and summarized. (C) Detailed information on every pathogenic or

functional record is curated from the literature.



