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(Hôpital de la Salp̂etrière, Paris), Isabelle Le Ber (Hôpital de la
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Supplementary Table 1
Allelic and genotypic frequencies of FUS variants found in the controls and the patients (exons 3 and 15)

Variants/ Protein Alleles Frequency Frequency Chi2 Genotypes Frequency Frequency Chi2

SNP (Patients) (Controls) (Patients) (Controls)

GA031398 − G 0.99 0.99 0.97 G/A 0.03 0.02 0.71
A 0.01 0.01 0.71 G/G 0.97 0.98 0.95

c.149G>A p.Gly22 G 1.00 1.00 0.99 G/A 0.00 0.01 0.72
A 0.00 0.00 0.72 G/G 1.00 0.99 0.98

rs741810 p.Gly49 C 0.73 0.71 0.85 C/A 0.38 0.40 0.99
A 0.27 0.29 0.76 C/C 0.54 0.51 0.72

A/A 0.08 0.08 0.75
rs61733962 p.Gly51 C 1.00 1.00 0.99 C/T 0.00 0.00 0.72

T 0.00 0.00 0.72 C/C 1.00 1.00 0.98
rs73530283 − T 0.99 0.99 0.99 T/C 0.01 0.01 0.82

C 0.01 0.01 0.82 T/T 0.99 0.99 0.98

Supplementary Table 2
Main clinical characteristics of the patients carrying thep.Arg521His mutation in the family F016. UL: upper limb; FTD: frontotemporal
dementia, ALS: amyotrophic laterals sclerosis, NA: not available

Patients Age at onset Phenotype Age at MND Frontal behavioral/ Site at Age at death Total Disease ALS disease
(years) onset (years) cognitive symptoms onset (years) duration (months) duration (months)

I-1 48 ALS 48 NA UL 50 26 26
II-1 60 ALS 60 no UL 64 51 51
II-2 71 FTD-ALS 72 FTD UL NA (alive) 19 9
II-3 47 ALS 47 no UL 49 21 21

Supplementary Fig. 1. Pedigree of family F151 carrying the heterozygous p.Arg522Arg (c.1566G> A) mutation. Haplotypes were reconstructed
using 4 microsatellites flanking theFUS gene. The affected individuals are indicated in black. The p.Arg522Arg mutation was probably
transmitted to the proband (indicated by an arrow) by his unaffected parent. The age at death (†) or age at evaluation are indicated.


