Supplementary table 1: Rare, homozygous, predicted pathogenic exonic
variants identified in patient 1 DNA.
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Supplementary table 2: All SLC51A (OSTa) and SLC51B (OSTp) variants identified in patient 1 DNA.

The sequences was compared to the following Ensembl Identifers for SLC51A (gene identifier: ENSG00000163959;
transcript identifier: ENST00000296327; protein identifier: ENSP00000296327) and SLC51B (gene

identifier: ENSGO00000186198; transcript identifier: ENST00000334287; protein identifier: ENSP00000335292).

Location
Chromo- cDNA Coding Protein
some Position Gene Reference | Allele | Zygosity dbsnp Effect 1kg_MAF Exon Intron | Sequence | Sequence | Sequence
Upstream
3 195941216 | SLC51A C G Hom rs7642243 gene variant 0.3264 (C)
5’ prime UTR
3 195943481 | SLC51A C T Hom rs56030157 | variant 0.2319 (T) 1 (of 9) 107
3 195950608 | SLC51A T A Het Intron variant 2 (of 8)
Frameshift
variant
15 65342420 | SLC51B GT - Hom . truncation 2 (of 4) 400 79 27
15 65344035 | SLC51B G A Hom rs2946676 Intron variant | 0.0937 (G) 3 (of 3)
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