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ARTICLE IF CITATIONS

Mutations in SLC20A2 link familial idiopathic basal ganglia calcification with phosphate homeostasis.
Nature Genetics, 2012, 44, 254-256.

Mutations in XPR1 cause primary familial brain calcification associated with altered phosphate export. 914 237
Nature Genetics, 2015, 47, 579-581. .

Mutations in SLC20A2 are a major cause of familial idiopathic basal ganglia calcification.
Neurogenetics, 2013, 14, 11-22.
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PET and MRI detection of early and progressive neurodegeneration in spinocerebellar ataxia type 36.
Movement Disorders, 2017, 32, 264-273.

Recommendations for patient screening in ultra-rare inherited metabolic diseases: what have we
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Phenotypical features of a new dominant GDAP1 pathogenic variant (p.R226del) in axonal

Charcot-Marie-Tooth disease. Neuromuscular Disorders, 2017, 27, 667-672.

Cerebellar Cognitive Affective Syndrome in Costa da Morte Ataxia (SCA36). Cerebellum, 2020, 19,
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