Supplemental Table 1.  ALS susceptibility genes and their association with ALS, FTD or ALS-FTSD (sorted by chromosome)
	Locus
	Gene ID/Locus MIM number
	Chromosome
	Protein; functional changes
	Inheritance
	Clinical Phenotype
	Reference

	
	
	
	
	
	FTD
	ALS
	ALS-FTSD
	other
	

	
	CAMTA1
	1p36.31-p36.23
	Calmodulin-binding transcription activator gene 1
	sporadic
	n/a
	+
	n/a
	Cerebellar ataxia with mental retardation
	(1)

	
	KIFAP3
	1q24.2
	Kinesin-associated protein 3; small G protein
	sporadic
	n/a
	+ (3)
	n/a
	
	(2)

	
	DCTN1
	2p13.1
	Dynactin 1; axonal transport
	AD
	+ (9)
	+
	n/a
	Perry syndrome
	(3;4)

	ALS17
	CHMP2B
	3p11.2
	Charged multivesicular body protein 2B (also known as chromatin-modifying protein 2B); Vesicle trafficking
	sporadic
	+
	+
	n/a
	
	(5;6)

	
	NEK1
	4q33
	Serine/threonine kinase NIMA (never in mitosis gene-A)-related kinase
	sporadic
	
	+
	
	
	(7;8)

	
	ARHGEF28
	5q13.2
	Rho guanine nucleotide exchange factor 28
	AD
	n/a
	+
	n/a
	
	(9-11)

	
	SMN1
	5q13.2
	Survival of motor neuron 1
	AD, sporadic
	n/a
	+
	n/a
	
	(12;13)

	
	MATR3
	5q31.2
	Matrin 3; Nuclear matrix RNA/DNA binding protein 
	AD
	+ (10)
	+
	
	Distal asymmetric myopathy
	(14;15)

	
	SQSTM1
	5q35.3
	Sequestome 1; scaffold protein, NFkB signaling pathway
	AD, sporadic
	+
	+
	+
	Paget’s disease of bone
	(16;17)

	
	HFE
	6p22.1
	Hemochromatosis; iron absorption
	sporadic
	n/a
	+ (4)
	n/a
	
	(18;19)

	ALS11
	FIG4
	6q21
	Factor-Induced gene 4 (FIG4) homolog, SAC1 lipid phosphatase domain containing (Saccharomyces cerevisiae); polyphosphoinositide phosphatase
	AD, sporadic
	n/a
	+ (8)
	n/a
	PLS, CMT
	(20)

	
	PON1
	7q21.3
	Paraoxonase; organophosphate hydrolysis
	sporadic
	n/a
	+ 
	n/a
	
	(21)

	
	ELP3
	8p21.1
	Elongator acetyltransferase complex subunit 3; transcript elongation
	sporadic
	n/a
	+
	n/a
	
	(22)

	ALS16
	SIGMAR1
	9q13.3
	Sigma non-opioid intracellular receptor 1; Ion channel regulation
	AR
	+
	+
	
	
	(23;24)

	
	ITPR2
	12p12.1-11.23
	INOSITOL 1,4,5-triphosphate receptor type 2
	sporadic
	n/a
	+ (1)
	n/a
	
	(25)

	
	PRPH
	12q13.12
	Peripherin; cytoskeleton
	AD, sporadic
	n/a
	+ (6)
	n/a
	
	(26;27)

	
	DAO
	12q24.11
	D-amino-acid oxidase; Oxidative stress
	AD
	
	+
	
	
	(28)

	ALS13
	ATXN 2
	12q24.12
	Ataxin 2; Oxidative stress
	sporadic
	n/a
	+
	n/a
	SCA2
	(29;30)

	ALS9
	ANG
	14q11.2
	Angiogenin, ribonuclease, RNase A family; DNA/RNA processing
	AD, sporadic
	n/a
	+
	+ (7)
	PD
	(31;32)

	
	TAF15
	17q12
	TAF15 RNA polymerase II, TATA box binding protein (TDP)-associated factor, 68 kDa; DNA/RNA processing
	AD
	+
	+ (5)
	n/a
	
	(33;34)

	
	PGRN
	17q21.31
	Progranulin; cell growth regulator
	sporadic
	+
	+ (2)
	n/a
	
	(35)

	
	UNC13A
	19p13.12
	Unc-13 homologue A (Caenorhabditis elegans); Synaptic neurotramsmitter release
	sporadic


	+
	+
	+
	
	(36)

	
	NEFH
	22q12.1-q13.1
	Neurofilament, heavy polypeptide; cytoskeleton
	sporadic
	n/a
	+
	n/a
	
	(37)

	
	CHCHD10
	22q11.23
	Coiled-coil-helix-coiled-coil-helix domain-containing protein 10; mitochondrial protein of the intermembrane space
	AD
	+
	+ (11)
	
	
	(38-42)



AD, autosomal dominant; ALS, amyotrophic lateral sclerosis; AR, autosomal recessive; CMT, Charcot-Marie-Tooth; FTD, frontotemporal dementia; NEK1, NIMA (never in mitosis gene) kinase 1; PD, Parkinson’s disease; PMA, progressive muscular atrophy; SCA2, spinocerebellar atrophy 2
n/a – no literature reports of either the association or lack of association of specific gene mutations with either FTD or ALS-FTD

1. Note failure to replicate the association with ALS in a second study (43;44).  This may imply a lack of association or a population-specific association.
2. Single case reports of ALS-FTD and limb onset ALS with PGRN missense mutation variants of uncertain biological significance
3. Initial report as a modifier of survival in ALS (2) have not been replicated (45;46)
4. Initial reports as being associated with ALS (18;19) have not been replicated (47;48)
5. Single variant identified in a mutational analysis (34); the bulk of the data relates specifically to neuropathological studies of the FET proteins in ALS.  
6. Single mutation (27) or sequence variants in both fALS and sALS (26).
7. A single case report of ALS-FTD with a K171 ANG mutation (32).
8. Initial report as a susceptibility gene for ALS have not been replicated (49)
9. Single family in which ALS and FTD occur with a heterozygous R1101K mutation in the DCTN1 gene (50)
10. A single family reported in which ALS and FTD occur; not replicated in French (51), Australian population studies (52) or Taiwanese (53) studies.
11. Note several population studies in which no pathogenic mutations have been observed amongst specific geographic populations, suggesting a degree of regional specificity (54;55)
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