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Supplementary figure 1  

Homozygosity map of affected family members. Homozygosity plots indicate detected 

autozygous genomic regions shared between affected family members with the homozygous 

region containing EPT1 indicated in red. 

  



 

 

Supplementary figure 2  

A) Normalised intensity of all blood PE species measured by LC-MS/MS in affected vs 

control (wild type or parental heterozygote) individuals. B) Total levels of PE in affected 

individuals versus control (wild type or parental carrier) individuals. 


