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Supplementary Figure 1: Position and conservation of novel SLC25A22 mutations. (A) Pedigrees of family 1, 2 and 3 depicting the relationship between the affected patients. (B) Schematic of the SLC25A22 gene showing the positions of the mutations described in the literature (blue) and the mutations identified in our families (red).  (C) Multiple sequence alignment of the SLC25A22 protein across species generated using ClustalW2 (Thompson et al., 1994) illustrating the conservation of the sites of the p.Thr56Pro, p.Glu79Lys, p.Val249Glu and p.Ala296Thr mutations, respectively. Details of all aligned proteins are given in Supplementary Material 7.
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Human YTSMSDCLIKEVRSE ERATKLAAN VKTRLOSL ~ RGAYCRALVIAPLFGIAQVVY
Gorilla YRSMSDCLIKZIRSE ERATKLAAN VKTRLOSL ~ RGAYCRALVIAPLFGIAQVVY
Pig YTSMSDCLIKEIRSE KAIKLAAN QSL  KGAYCRALVIAPLFGIAQVVY
Cat YSSMSDCLIKTVRSE IKLAAN ,QSL KGAYCRALVIAPLFGIAQVVY
Mouse YASMSDCLIKEIRSE AVNLTLVTPERAIKLAAN  AAVAVNPCDVVKTRLOSL KGAYCRALVIAPLEGIAQUVY
Zebrafish YASMSDCLIKEIRSE ~AVNLTLVTPERAIKLAAN  AAVAVNPCDVVKTRLOSL KGAYCRALVIAPLFGIAQVVY
Coelacanth IKEIRSE  AVNLTLVTPERAIKLAAN SL  KGAYCRALVIAPLFGIAQUVY
Xenopus YTSMSDCLIKZIRSE ~ AVNLTLVTPERAIKLAAN osL

cave fish YRNMMDCLIKEVRSE TRLAAN Vi QSL  KGAGCRALVIAPLFGIAQVMY
Stickleback  YPSLSDCLIKEIRSE AVNLTLVTPERATKLAAN  AAVAVNPVDVIKTRLQSL KGAYCRALVIAPLFGIAQVVY
Fugu YTSMSDCLIKFIRSE ~ AVNLTLVIPERAIKLAAN  AAVAVNPVDVIKTRLOSL KGAYCRALVIAPLEGIAQVVY





