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[Facteu rs génétiques] [ Facteurs environnementaux ]

MOTONEURONE MICROGLIE
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Locus Chromosome Gene ID Protein/function Evidence Inheritance
ALS1 21g22.11 S0D1 Cu/Zn superoxide dismutase 1, soluble/ Linkage, Sanger  AD, AR (Dom N ant)
Oxidative stress
AlS2 2q33.2 ALS2 Alsin/Rho guanine nucleotide exchange Linkage, Sanger AR
factors
AlS4 9q34.13 SETX Senataxin/RNA/DNA helicase Linkage, Sanger  AD
AlS5 15g21.1 SPG11 Spatacsin/transmembrane protein Linkage, Sanger AR
ALS6 16p11.2 FUS Fused in sarcoma/RNA-binding protein, Linkage, Sanger  AD
DNA repair, exon splicing
ALS7 20p13 Unknown Unknown Linkage AD
ALS8 20q13.33 VAFB Vesicle-associated membrane protein- Linkage, Sanger  AD
assodated protein B/vesicular trafficking
ALS10 1p36.22 TARDBP TAR DNA binding protein 43/transcriptional Linkage, Sanger  AD
repressor, splicing regulation
ALS12 10p13 OPIN Optineurin/ocular tension, membrane and Homozygosity AD/AR
vesicle trafficking mapping, Sanger
AlS14 9p133 vep Valosin-containing protein/ATP-binding WES, linkage, AD
protein, vesicle transport and fusion Sanger
ALS15 Xpl11.21 UBQLNZ Ubiquilin 2/ubiquitination, degradation Linkage, Sanger  X-linked
AlLS16 9p13.3 SIGMART Sigma non-opioid intracellular receptor Homozygosity AR
1/endoplasmic reticulum chaperone mapping, Sanger
12q24.11 DAOD D-amino-acid oxidase/unknown Linkage, Sanger  AD
17pi32 PENT Profilin 1/actin binding protein, actin Linkage, WES, AD
polymerization Sanger
7p15.2/12q13.3 hnRNPA2B1/A1  Heterogenous nuclear ribonucleoprotein/ Linkage, WES, AD
mRNA processing, metabolism & transport Sanger
ALS-FID1 9q21-g22 Unknown Unknown Linkage AD
AIS-FID2 9p212 CO0RF72 Chromosome 9 open reading frame Linkage, GWAS, AD,
: 72/ unknown RP-PCR, sporadic
! |7 (> Southemn blot
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Sense RNA 5~ GGGGCCGGGGLCCGGGGCCGGGGCCEGGGLL-3
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Locus Chromosome  Gene ID Gene name/function Evidence Inheritance
AlLS9 14q11.1 ANG Angiogenin/ribonuclease Candidate gene AD, sporadic
association, Sanger
ALS11  6qg21 FG. 4 SAC1 lipid phosphatase domain containing Sanger AD, sporadic
(S. cerevisiae )/polyphosphoinositide phosphatase
AlS13  12q24.12 ATXNZ Ataxin 2 fjunknown Repeat association  Sporadic
2pi3a DCTNI Dynactin/axonal transport Sanger AD
3pli2 CHMP2B Chromatin modifying protein 2B/ Sanger Sporadic
7q36.2 DPPS Dipeptidyl-peptidase 6/ GWAS Sporadic
6p21.1 VEGF Vascular endothelial growth Factor/angiogenic, Cene assodation Sporadic
vascular, growth, migration & apoptosis factor
19p13.12 UNC13A Unc-13 homolog A/ CWAS Sporadic
22q12.1ql3.1 NEFH Neurofilament, heavy polypeptide /intracellular Sanger Sporadic
transport to axons and dendrites
12q13.12 PRPH Peripherin/cytoskeletal protein Sanger AD, sporadic
5g35.3 SQSTM1 Sequestosome 1/scaffold protein, NFKB signaling  Sanger AD, sporadic
pathway
17q12 TAF15 TATA box binding protein (TBP}-associated Sanger AD
factor/RNA polymerase Il gene transcription
8p21.1 ELP3 Elongator acetyltransferase complex subunit Candidate gene Sporadic
3/transcript elongation association
5q132 SMN1 Survival of motor neuron 1 QPCR AD, sporadic
70213 PON123 Paraoxonase/organophosphate hydrolysis Candidate gene Sporadic
association
6p22.1 HFE Hemochromatosis/iron absorption Sanger Sporadic
1242 KIFAP3 Kinesin-associated protein 3/small G protein GWAS Sporadic
14ql11.2 APEX1 APEX nuclease 1/apurinic/apyrimidinic Candidate gene Sporadic
endonudease Association
1792131 PGRN Progranulin/cell growth regulator Sanger Sporadic
12p12.1-1123  ITPR2 INOSITOL 1 4,5-trisphosphate receptor type 2 CWAS Sporadic
3p222 PLCD1 Phospholipase C delta 1 GWAS Sporadic
5ql132 ARHGEF28 Rho guanine nudeotide exchange factor 28 Sanger AD
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Projet européen Strength \Z/J PND

« Découvrir des facteurs génétiques et environnementaux agissant sur le researc
risque de SLA et son évolution, en vue d’'imaginer de nouveaux traitements » o T

Capture d’exons Haloplex
(Agilent)
40 genes - 582 exonos

MiSeq (lllumina)
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Mathematical Modeling integrates
different methods
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researc

EU Joint Programme — Neurodegenerative Disease

ARSLA

Association pour la Recherche sur
la Sclérose Latérale Amyotrophique
et autres Maladies du Motoneurone
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