Summary of Primary and Secondary Sequence Variants Detected in Whole Exome Sequencing
[bookmark: _Hlk144454621]In addition to the primary ACSL5 gene mutation, secondary sequence variants were identified through the whole exome sequencing (WES) test. These variants are associated with other genetic conditions and provide further insight into the patient's genomic profile.
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2 All variants with dbSNPr=ID mumbers have minor allele frequencies lezs than 0.5% unles: otherwise stated
b AD=Autosomal Dominant; AR=Autosomal Recessive; XL=X-Linked; XLR=X-Linked Recessive; DR= Digenic Recessive
 Hom=Homozygous: Het=Heterozygous: Hem=Hemizygous; WT=Wild Type

4 VUS=Variant of Uncertain Significance, R= Reported, NR= Not Reported




