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Mutations in FUS, an RNA Processing Protein, Cause Familial Amyotrophic Lateral Sclerosis Type 6.
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Characterizing the RNA targets and position-dependent splicing regulation by TDP-43. Nature 71 956
Neuroscience, 2011, 14, 452-458. :

A Mutation in the Vesicle-Trafficking Protein VAPB Causes Late-Onset Spinal Muscular Atrophy and
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Hexanucleotide Repeats in ALS/FTD Form Length-Dependent RNA Foci, Sequester RNA Binding Proteins, 9.9 419
and Are Neurotoxic. Cell Reports, 2013, 5, 1178-1186. ’

Mutant induced pluripotent stem cell lines recapitulate aspects of TDP-43 proteinopathies and reveal
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Astrocyte pathology and the absence of non-cell autonomy in an induced pluripotent stem cell model
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FUS-SMN Protein Interactions Link the Motor Neuron Diseases ALS and SMA. Cell Reports, 2012, 2,
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Differential roles of the ubiquitin proteasome system (UPS) and autophagy in the clearance of soluble
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ALS mutant FUS disrupts nuclear localization and sequesters wild-type FUS within cytoplasmic stress
granules. Human Molecular Genetics, 2013, 22, 2676-2688.

Nuclear import impairment causes cytoplasmic trans-activation response DNA-binding protein

accumulation and is associated with frontotemporal lobar degeneration. Brain, 2010, 133, 1763-1771. 3.7 165

C90ORF72 repeat expansion causes vulnerability of motor neurons to Ca2+-permeable AMPA
receptor-mediated excitotoxicity. Nature Communications, 2018, 9, 347.

The heat shock res$onse plays an important role in TDP-43 clearance: evidence for dysfunction in 3.7 131

amyotrophic lateral sclerosis. Brain, 2016, 139, 1417-1432.

Downregulation of MicroRNA-9 in iPSC-Derived Neurons of FTD/ALS Patients with TDP-43 Mutations.
PLoS ONE, 2013, 8, e76055.

Sexually dimorphic effect of the Val66Met polymorphism of <i>BDNF</i> on susceptibility to
Alzheimer's disease: New data and meta&€analysis. American Journal of Medical Genetics Part B: 1.1 89
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A common founder for amyotrophic lateral sclerosis type 8 (ALS8) in the Brazilian population. Human
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Rett Syndrome in a Boy with a 47,XXY Karyotype Confirmed by a Rare Mutation in the MECP2 Gene. 0.3 g4
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Optineurin inclusions occur in a minority of TDP-43 positive ALS and FTLD-TDP cases and are rarely

observed in other neurodegenerative disorders. Acta Neuropathologica, 2011, 121, 519-527.

C90rf72 poly GA RAN-translated protein plays a key role in amyotrophic lateral sclerosis via

aggregation and toxicity. Human Molecular Genetics, 2017, 26, 4765-4777. 14 64
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A novel locus for late onset amyotrophic lateral sclerosis/motor neurone disease variant at 20q13.
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ALS-associated missense and nonsense TBK1 mutations can both cause loss of kinase function. 15 59
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Analﬁsis of the serotonin transporter polymorphism (5-HTTLPR) in Brazilian patients affected by
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Lack of Association Between the Brain-Derived Neurotrophin Factor (C-270T) Polymorphism and
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A mutation in human VAP-B&€“MSP domain, present in ALS patients, affects the interaction with other
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Monoamine Oxidase A Polymorphism in Brazilian Patients: Risk Factor for Late-Onset Alzheimer's
Disease?. Journal of Molecular Neuroscience, 2005, 27, 213-218.

The Use of Stem Cells to Model Amyotrophic Lateral Sclerosis and Frontotemporal Dementia: From
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The Genetics of Alzheimera€™s Disease in Brazil: 10 Years of Analysis in a Unique Population. Journal of
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The human serotonin transporter gene explains why some populations are more optimistic?. a1 10
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Analysis of the disease risk locus DXS1047 polymorphism in Brazilian Alzheimer patients. Molecular
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Synaptopathy Mechanisms in ALS Caused by C9orf72 Repeat Expansion. Frontiers in Cellular L8 9
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ALS-linked FUS mutants affect the localization of U7 snRNP and replication-dependent histone gene

expression in human cells. Scientific Reports, 2021, 11, 11868. 1.6 4
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No evidence of association between the D10S1423 locus and Alzheimer disease in Brazilian patients.

Journal of Neural Transmission, 2001, 108, 305-310.

Generation of six induced pluripotent stem cell lines from patients with amyotrophic lateral
38 sclerosis with associated genetic mutations in either FUS or ANXA11. Stem Cell Research, 2021, 52, 0.3 3
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A recessive S174X mutation in Optineurin causes amyotrophic lateral sclerosis through a loss of
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Expanded G4C2 repeats linked to COORF72ALS and FTD form length-dependent RNA foci, sequester RNA

binding proteins and are neurotoxic. Molecular Neurodegeneration, 2013, 8, .




