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Photosensitive form of trichothiodystrophy associated with a novel mutation in the
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Clinical, neuroradiological and molecular characterization of cerebellar dysplasia with cysts
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The LYR Factors SDHAF1 and SDHAF3 Mediate Maturation of the Iron-Sulfur Subunit of Succinate
Dehydrogenase. Cell Metabolism, 2014, 20, 253-266.

Intragenic duplication of EHMT1 gene results in Kleefstra syndrome. Molecular Cytogenetics, 2014, 7, 0.9 1
74. ’

A novel ATP1A3 mutation with unique clinical presentation. Journal of the Neurological Sciences,
2014, 341, 133-135.

Phenotypic overlap of alternating hemiplegia of childhood and CAPOS syndrome. Neurology, 2014, 83,

861-863. 11 42

The expanding clinical and genetic spectrum of ATP1A3-related disorders. Neurology, 2014, 82, 945-955.
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