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and Dementia, 2018, 14, P712.

Discovery and functional prioritization of Parkinsond€™s disease candidate genes from large-scale

whole exome sequencing. Genome Biology, 2017, 18, 22. 8.8 96

Tdp-43 cryptic exons are highly variable between cell types. Molecular Neurodegeneration, 2017, 12, 13.

The Correlation between Inflammatory Biomarkers and Polygenic Risk Score inAAlzheimera€™s Disease.

Journal of Alzheimer's Disease, 2017, 56, 25-36. 2:6 51

Rare coding variants in PLCG2, ABI3, and TREM2 implicate microglial-mediated innate immunity in
Alzheimer's disease. Nature Genetics, 2017, 49, 1373-1384.

Excessive burden of lysosomal storage disorder gene variants in Parkinsond€™s disease. Brain, 2017, 140,
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Transcriptomic profiling of the human brain reveals that altered synaptic gene expression is
associated with chronological aging. Scientific Reports, 2017, 7, 16890.

Juvenile onset Parkinsonism with &€cepure nigrald€-degeneration and POLG1 mutation. Parkinsonism and

Related Disorders, 2016, 30, 83-85. 22 o

Loss of VPS13C Function in Autosomal-Recessive Parkinsonism Causes Mitochondrial Dysfunction and
Increases PINK1/Parkin-Dependent Mitophagy. American Journal of Human Genetics, 2016, 98, 500-513.

Multiple system atrophy is not caused by C9orf72 hexanucleotide repeat expansions. Neurobiology of 31 25
Aging, 2015, 36, 1223.e1-1223.e2. :

NeuroX, a fast and efficient genotyping platform for investigation of neurodegenerative diseases.
Neurobiology of Aging, 2015, 36, 1605.e7-1605.e12.

Common polygenic variation enhances risk prediction for Alzheimera€™s disease. Brain, 2015, 138,
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<i>TREM2<[i> Variants in Alzheimer's Disease. New England Journal of Medicine, 2013, 368, 117-127.

Variation in tau isoform expression in different brain regions and disease states. Neurobiology of

Aging, 2013, 34, 1922.7-1922.e12. 3.1 49

Repeat Expansion in<i>COORF72<[i>in Alzheimer's Disease. New England Journal of Medicine, 2012, 366,
283-284.
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ALS/FTD phenotype in two Sardinian families carrying both<i>C9ORF72</i>and<i>TARDBP« [i>mutations.
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CI90RF72 hexanucleotide repeat expansions in the Italian sporadic ALS population. Neurobiology of
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Familial Lund frontotemporal dementia caused by COORF72 hexanucleotide expansion. Neurobiology of
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Large C9orf72 repeat expansions are not a common cause of Parkinson's disease. Neurobiology of a1 40
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Clinical characteristics of patients with familial amyotrophic lateral sclerosis carrying the
pathogenic GGGGCC hexanucleotide repeat expansion of COORF72. Brain, 2012, 135, 784-793.
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sclerosis and frontotemporal dementia: a cross-sectional study. Lancet Neurology, The, 2012, 11, 10.2 1,039
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A Hexanucleotide Repeat Expansion in COORF72 Is the Cause of Chromosome 9p21-Linked ALS-FTD.
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A molecular analysis of individuals with neurofibromatosis type 1 (NF1) and optic pathway gliomas
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Characterization of the somatic mutational spectrum of the neurofibromatosis type 1 (NF1) gene in
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Three different pathological lesions in the NF1 gene originating de novo in a family with
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