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Publications

PUBLICATIONS

• Generation of two iPSC lines from ALS patients harboring C9orf72 hexanucleotide repeat expansions. Stem cell research
Wu, D., Kojic, A., Ross, J. P., Li, D., Walther, P., Goyal, N., Sampson, J., Wu, J. C.
2026; 95: 104085

• Consequences of the Novel ALS-Associated <i>KIF5A</i> Variant c.2993-6C > A for Exon 27 Splicing and Axonal Transport of
SFPQ NEUROLOGY-GENETICS
Rouleau, G. A., Yu, Z., Ross, J. P., Rochefort, D., Li, B., Bornais, K., Chum, M., Farhan, S. M. K., Dion, P. A.
2026; 12 (2): e200362

• KIF5A downregulation in spinal muscular atrophy links axonal regeneration defects with ALS. JCI insight
Akiyama, T., Zeng, Y., Guo, C., Gautier, O., Koepke, L., Lyons, H., Molotsky, E., Bombosch, J. S., Sianto, O., Ross, J. P., Hoang, P., Zhao, L.,
Spencer, et al
2026

• Copy Number Variant Duplications Associated with Essential Tremor TREMOR AND OTHER HYPERKINETIC MOVEMENTS
Medeiros, M., Liao, C., Dilliott, A. A., Ross, J. P., Vuokila, V., Aboasali, F., Castonguay, C., Spiegelman, D., Hopfner, F., Vilarino-guell, C., Garcia-
martin, E., Alonso-navarro, H., Agundez, et al
2026; 16: 10

• Polyserine likes the tau and not the label. Neuron
Ross, J. P., Gitler, A. D.
2025; 113 (21): 3495-3497
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• KIF5A downregulation in spinal muscular atrophy links axonal regeneration defects with ALS. bioRxiv : the preprint server for biology
Akiyama, T., Zeng, Y., Guo, C., Gautier, O., Koepke, L. S., Bombosch, J., Sianto, O., Ross, J. P., Hoang, P. T., Zhao, L. Y., Spencer, C., Monje, M.,
Day, et al
2025

• Rare variant and polygenic analyses of amyotrophic lateral sclerosis in the French-Canadian genome. Genetics in medicine : official journal
of the American College of Medical Genetics
Ross, J. P., Akcimen, F., Liao, C., Kwan, K., Phillips, D. E., Schmilovich, Z., Spiegelman, D., Genge, A., Dupre, N., Dion, P. A., Farhan, S. M.,
Rouleau, G. A.
2023: 100967

• Spinal cord extracts of amyotrophic lateral sclerosis spread TDP-43 pathology in cerebral organoids. PLoS genetics
Tamaki, Y., Ross, J. P., Alipour, P., Castonguay, C. É., Li, B., Catoire, H., Rochefort, D., Urushitani, M., Takahashi, R., Sonnen, J. A., Stifani, S., Dion,
P. A., Rouleau, et al
2023; 19 (2): e1010606

• Transcriptomic effects of propranolol and primidone converge on molecular pathways relevant to essential tremor NPJ GENOMIC
MEDICINE
Castonguay, C., Liao, C., Khayachi, A., Liu, Y., Medeiros, M., Houle, G., Ross, J. P., Dion, P. A., Rouleau, G. A.
2022; 7 (1): 46

• Questioning the Association of the <i>STMN2</i> Dinucleotide Repeat With Amyotrophic Lateral Sclerosis NEUROLOGY-GENETICS
Ross, J. P., Akcimen, F., Liao, C., Spiegelman, D., Weisburd, B., Dupre, N., Dion, P. A., Rouleau, G. A., Farhan, S. M. K.
2022; 8 (4): e678

• The value of testing for <i>ATXN2</i> intermediate repeat expansions in routine clinical practice for amyotrophic lateral
sclerosis EUROPEAN JOURNAL OF HUMAN GENETICS
Salmon, K., Ross, J. P., Bertone, V., Gobbo, M., Anoja, N., Karamchandani, J., Dion, P. A., Rouleau, G. A., Genge, A.
2022; 30 (11): 1205-1207

• Moyamoya Disease Susceptibility Gene RNF213 Regulates Endothelial Barrier Function. Stroke
Roy, V., Ross, J. P., Pépin, R., Cortez Ghio, S., Brodeur, A., Touzel Deschênes, L., Le-Bel, G., Phillips, D. E., Milot, G., Dion, P. A., Guérin, S.,
Germain, L., Berthod, et al
2022; 53 (4): 1263-1275

• Transcriptome-wide association study reveals increased neuronal <i>FLT3</i> expression is associated with Tourette's
syndrome COMMUNICATIONS BIOLOGY
Liao, C., Vuokila, V., Catoire, H., Akcimen, F., Ross, J. P., Bourassa, C. V., Dion, P. A., Meijer, I. A., Rouleau, G. A.
2022; 5 (1): 289

• Genome-wide study of DNA methylation shows alterations in metabolic, inflammatory, and cholesterol pathways in ALS SCIENCE
TRANSLATIONAL MEDICINE
Hop, P. J., Zwamborn, R. A. J., Hannon, E., Shireby, G. L., Nabais, M. F., Walker, E. M., van Rheenen, W., van Vugt, J. A., Dekker, A. M.,
Westeneng, H., Tazelaar, G. H. P., van Eijk, K. R., Moisse, et al
2022; 14 (633): eabj0264

• Association of Essential Tremor With Novel Risk Loci A Genome-Wide Association Study and Meta-analysis JAMA NEUROLOGY
Liao, C., Castonguay, C., Heilbron, K., Vuokila, V., Medeiros, M., Houle, G., Akcimen, F., Ross, J. P., Catoire, H., Diez-Fairen, M., Kang, J., Mueller,
S. H., Girard, et al
2022; 79 (2): 185-193

• Common and rare variant association analyses in amyotrophic lateral sclerosis identify 15 risk loci with distinct genetic architectures and
neuron-specific biology. Nature genetics
van Rheenen, W., van der Spek, R. A., Bakker, M. K., van Vugt, J. J., Hop, P. J., Zwamborn, R. A., de Klein, N., Westra, H. J., Bakker, O. B., Deelen,
P., Shireby, G., Hannon, E., Moisse, et al
2021; 53 (12): 1636-1648

• Occurrence of Amyotrophic Lateral Sclerosis in Type 1 Gaucher Disease NEUROLOGY-GENETICS
Oliveira, L. M., Rastin, T., Nimmo, G. A. M., Ross, J. P., Dion, P. A., Zhang, M., Nevay, D., Arkadir, D., Gotkine, M., Barnett, C., Shoesmith, C. L.,
Zimran, A., Rogaeva, et al
2021; 7 (4): e600
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• Evidence for Non-Mendelian Inheritance in Spastic Paraplegia 7 MOVEMENT DISORDERS
Estiar, M. A., Yu, E., Haj Salem, I., Ross, J. P., Mufti, K., Akcimen, F., Leveille, E., Spiegelman, D., Ruskey, J. A., Asayesh, F., Dagher, A., Yoon, G.,
Tarnopolsky, et al
2021; 36 (7): 1664-1675

• Expanded CAG Repeats in <i>ATXN1</i>, <i>ATXN2</i>, <i>ATXN3</i>, and <i>HTT</i> in the 1000 Genomes Project MOVEMENT
DISORDERS
Akcimen, F., Ross, J. P., Liao, C., Spiegelman, D., Dion, P. A., Rouleau, G. A.
2021; 36 (2): 514-518

• Assessing the <i>NOTCH2NLC</i> GGC expansion in European patients with essential tremor BRAIN
Liao, C., Akcimen, F., Diez-Fairen, M., Houle, G., Ross, J. P., Schmilovich, Z., Spiegelman, D., Vuokila, V., Catoire, H., Meijer, I. A., Pastor, P., Rajput,
A., Dion, et al
2020; 143: e89

• Transcriptome-wide association study for restless legs syndrome identifies new susceptibility genes COMMUNICATIONS BIOLOGY
Akcimen, F., Sarayloo, F., Liao, C., Ross, J. P., Oliveira, R., Dion, P. A., Rouleau, G. A.
2020; 3 (1): 373

• Oligogenicity, C9orf72 expansion, and variant severity in ALS. Neurogenetics
Ross, J. P., Leblond, C. S., Laurent, S. B., Spiegelman, D., Dionne-Laporte, A., Camu, W., Dupré, N., Dion, P. A., Rouleau, G. A.
2020; 21 (3): 227-242

• Exome sequencing in genetic disease: recent advances and considerations. F1000Research
Ross, J. P., Dion, P. A., Rouleau, G. A.
2020; 9

• Genetic and epidemiological characterization of restless legs syndrome in Quebec SLEEP
Akcimen, F., Ross, J. P., Sarayloo, F., Liao, C., De Barros Oliveira, R., Ruskey, J. A., Bourassa, C. V., Dion, P. A., Xiong, L., Gan-Or, Z., Rouleau, G.
A.
2020; 43 (4)

• Evolution of a Human-Specific Tandem Repeat Associated with ALS. American journal of human genetics
Course, M. M., Gudsnuk, K. n., Smukowski, S. N., Winston, K. n., Desai, N. n., Ross, J. P., Sulovari, A. n., Bourassa, C. V., Spiegelman, D. n.,
Couthouis, J. n., Yu, C. E., Tsuang, D. W., Jayadev, et al
2020

• Investigation of the <i>RFC1</i> Repeat Expansion in a Canadian and a Brazilian Ataxia Cohort: Identification of Novel
Conformations FRONTIERS IN GENETICS
Akcimen, F., Ross, J. P., Bourassa, C., Liao, C., Rochefort, D., Drumond Gama, M., Dicaire, M., Barsottini, O. G., Brais, B., Pedroso, J., Dion, P. A.,
Rouleau, G. A.
2019; 10: 1219

• Mineral absorption is an enriched pathway in a brain region of restless legs syndrome patients with reduced <i>MEIS1</i>
expression PLOS ONE
Sarayloo, F., Dionne-Laporte, A., Catoire, H., Rochefort, D., Houle, G., Ross, J. P., Akcimen, F., Oliveira, R., Turecki, G., Dion, P. A., Rouleau, G. A.
2019; 14 (11): e0225186

• Mutations in <i>ATP13A2</i> (PARK9) are associated with an amyotrophic lateral sclerosis-like phenotype, implicating this locus in further
phenotypic expansion HUMAN GENOMICS
Spataro, R., Kousi, M., Farhan, S. M. K., Willer, J. R., Ross, J. P., Dion, P. A., Rouleau, G. A., Daly, M. J., Neale, B. M., La Bella, V., Katsanis, N.
2019; 13: 19

• Somatic expansion of the C9orf72 hexanucleotide repeat does not occur in ALS spinal cord tissues NEUROLOGY-GENETICS
Ross, J. P., Leblond, C. S., Catoire, H., Volkening, K., Strong, M., Zinman, L., Robertson, J., Dion, P. A., Rouleau, G. A.
2019; 5 (2): e317

• Full Sequencing and Haplotype Analysis of <i>MAPT</i> in Parkinson's Disease and Rapid Eye Movement Sleep Behavior
Disorder MOVEMENT DISORDERS
Li, J., Ruskey, J. A., Arnulf, I., Dauvilliers, Y., Hu, M. T. M., Hoegl, B., Leblond, C. S., Zhou, S., Ambalavanan, A., Ross, J. P., Bourassa, C. V.,
Spiegelman, D., Laurent, et al
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2018; 33 (6): 1016-1020

• Association study of essential tremor genetic loci in Parkinson's disease NEUROBIOLOGY OF AGING
Ross, J. P., Mohtashami, S., Leveille, E., Johnson, A. M., Xiong, L., Dion, P. A., Fon, E., Dauvilliers, Y., Dupre, N., Rouleau, G. A., Gan-Or, Z.
2018; 66: 178.e13-178.e15

• Genome-wide association analysis identifies new candidate risk loci for familial intracranial aneurysm in the French-Canadian
population SCIENTIFIC REPORTS
Zhou, S., Gan-Or, Z., Ambalavanan, A., Lai, D., Xie, P., Bourassa, C. V., Strong, S., Ross, J. P., Dionne-Laporte, A., Spiegelman, D., Dupre, N.,
Foroud, T. M., Xiong, et al
2018; 8: 4356

• Genetic modifiers of multiple sclerosis progression, severity and onset CLINICAL IMMUNOLOGY
Sadovnick, A., Traboulsee, A. L., Zhao, Y., Bernales, C. Q., Encarnacion, M., Ross, J. P., Yee, I. M., Criscuoli, M. G., Vilarino-Guell, C.
2017; 180: 100-105

• <i>RIC3</i> variants are not associated with Parkinson's disease in French-Canadians and French NEUROBIOLOGY OF AGING
Ross, J. P., Dupre, N., Dauvilliers, Y., Strong, S., Dionne-Laporte, A., Dion, P. A., Rouleau, G. A., Gan-Or, Z.
2017; 53: 194.e9-194.e11

• Case-Control Studies Are Not Familial Studies NEURON
Wang, Z., Sadovnick, A., Traboulsee, A. L., Ross, J. P., Bernales, C. Q., Encarnacion, M., Yee, I. M., de Lemos, M., Greenwood, T., Lee, J. D.,
Wright, G., Ross, C. J., Zhang, et al
2016; 92 (2): 339-341

• GBA P.T369M SUBSTITUTION IN PARKINSON DISEASE: POLYMORPHISM OR ASSOCIATION? A META-ANALYSIS NEUROLOGY-
GENETICS
Mallett, V., Ross, J. P., Alcalay, R. N., Ambalavanan, A., Sidransky, E., Dion, P. A., Rouleau, G. A., Gan-Or, Z.
2016; 2 (5): e104

• Analysis of <i>DNAJC13</i> mutations in French-Canadian/French cohort of Parkinson's disease NEUROBIOLOGY OF AGING
Ross, J. P., Dupre, N., Dauvilliers, Y., Strong, S., Ambalavanan, A., Spiegelman, D., Dionne-Laporte, A., Pourcher, E., Langlois, M., Boivin, M.,
Leblond, C. S., Dion, P. A., Rouleau, et al
2016; 45: 212.e13-212.e17

• Analysis of Plasminogen Genetic Variants in Multiple Sclerosis Patients G3-GENES GENOMES GENETICS
Sadovnick, A., Traboulsee, A. L., Bernales, C. Q., Ross, J. P., Forwell, A. L., Yee, I. M., Guillot-Noel, L., Fontaine, B., Cournu-Rebeix, I., Alcina, A.,
Fedetz, M., Izquierdo, G., Matesanz, et al
2016; 6 (7): 2073-2079

• Nuclear Receptor NR1H3 in Familial Multiple Sclerosis NEURON
Wang, Z., Sadovnick, A., Traboulsee, A. L., Ross, J. P., Bernales, C. Q., Encarnacion, M., Yee, I. M., de Lemos, M., Greenwood, T., Lee, J. D.,
Wright, G., Ross, C. J., Zhang, et al
2016; 90 (5): 948-954

• Analysis of CH25H in multiple sclerosis and neuromyelitis optica JOURNAL OF NEUROIMMUNOLOGY
Forwell, A. L., Bernales, C. Q., Ross, J. P., Yee, I. M., Encarnacion, M., Lee, J. D., Sadovnick, A., Traboulsee, A. L., Vilarino-Gueell, C.
2016; 291: 70-72

Page 4 of 4


