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Table e-1. Disease associated variants present within the fALS cohort
	Gene
	Mutation
	Frequency (n)

	C9orf72
	>34 CCGGGG
	9

	SOD1
	Ala5>Val
	64

	SOD1
	Ala5>Thr
	7

	SOD1
	Gly13>Arg
	2

	SOD1
	Val15>Met
	6

	SOD1
	Gly17>Ala
	2

	SOD1
	Gly38>Arg
	2

	SOD1
	Gly42>Asp
	4

	SOD1
	Gly42>Ser
	2

	SOD1
	His49>Arg
	3

	SOD1
	Leu85>Val
	1

	SOD1
	Gly86>Arg
	12 

	SOD1
	Val88>Met
	1

	SOD1
	Ala90>Val 
	2

	SOD1
	Asp91>Ala
	2

	SOD1
	Gly94>Ala
	6

	SOD1
	Glu101>Gly
	14

	SOD1
	Glu101>Lys
	10

	SOD1
	Leu107>Val
	1

	SOD1
	Ile114>Thr
	10

	SOD1
	Glu134>Ala
	2

	SOD1
	Leu145>Phe
	4

	SOD1
	Val149>Gly
	5

	SOD1
	5D splice junction A>G 11 bp <E5
	1

	TARDBP
	Ala90>Val
	1

	TARDBP
	Gly287>Ser
	1

	TARDBP
	Gly294>Val
	1

	TARDBP
	Gly298>Ser

	6

	TARDBP
	Ala321>Tyr

	1

	TARDBP
	Asn325>Asx
	5

	TARDBP
	His352>Asx

	1

	TARDBP
	Asn378>Asp
	1

	TARDBP
	Asn390>Asp

	1
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Figure e-1. Representative images of rs573116164 Sanger sequencing chromatograms and corresponding capillary electrophoresis fragment size.  A) A fragment size of 201 corresponded to an 18T allele. B) a fragment size of 200 corresponded to a 17T allele. C) a fragment size of 199 corresponded to a 16T allele. All fragment analysis and sanger sequencing in this study was conducted by the Australian Genome Research Facility.
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Figure e-2. UCSC human genome browser output of rs573116164, corresponding CLIP data and RNAseq data. Annotations included are derived from the GENCODE v32 Comprehensive Transcript set, Gencode Basic set v33, NCBI RefSeq curated subset, Gencode basic set v20 and GTEx RNAseq data of 8555 samples. RNAseq data confirms rs573116164 lies within the 3’UTR region of SCAF4 in most transcripts. CLIP data displays ribosomal binding protein (RBP) binding sites are situated within, and on either side of rs573116164. 
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Figure e-3. Comparative frequency of rs573116164 alleles and genotypes in 190 familial amyotrophic lateral sclerosis cases (orange) and 560 healthy, age matched controls (blue).  A) The 18T allele is associated with disease expression in fALS cases when compared against healthy controls (n = 77 and n = 57, respectively; p = 4.0e-11). B) The 17T/18T genotype is associated with disease expression in fALS cases when compared against healthy controls (n = 68, and n = 21, respectively; p = 6.8e-14). The 17/17T genotype is associated with disease protection in fALS cases when compared against controls (n = 91, n = 413, respectively; p = 0.0059), however this did not withstand multiple corrections. The 13/18T genotype is associated with disease expression in fALS cases in cases (n = 4, n = 4, respectively; p = 0.0062), however this did not withstand multiple corrections.
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