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De novo truncating <i>NOVA2<[i> variants affect alternative splicing and lead to heterogeneous
neurodevelopmental phenotypes. Human Mutation, 2022, 43, 1299-1313.

Biallelic variants in <i>ADARB1<[i>, encoding a dsRNA-specific adenosine deaminase, cause a severe

developmental and epileptic encephalopathy. Journal of Medical Genetics, 2021, 58, 495-504. 3.2 14

Limits and pitfalls of indirect revascularization in moyamoya disease and syndrome. Neurosurgical
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De novo ARHGEF9 missense variants associated with neurodevelopmental disorder in females:
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A relatively common homozygous TRAPPC4 splicing variant is associated with an early-infantile
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Homozygous missense <i>WIPI2<[i> variants cause a congenital disorder of autophagy with
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Expanding the phenotype of <i>PIGS</i>a€associated early onset epileptic developmental encephalopathy.
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Homozygous <i>SCN1B«[i> variants causing early infantile epileptic encephalopathy 52 affect
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Temporala€parietala€eccipital epilepsy in GEFS+ associated with <i>SCN1A</i> mutation. Epileptic
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Electroclinical features of MEF2C haploinsufficiency-related epilepsy: A multicenter European study.
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Biallelic variants in <i>HPDL<[i> cause pure and complicated hereditary spastic paraplegia. Brain, 2021, 76 29
144, 1422-1434. :
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Structural brain anomalies in Cri-du-Chat syndrome: MRI findings in 14 patients and possible
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Early-infantile onset epilepsy and developmental delay caused by bi-allelic GAD1 variants. Brain, 2020, 76 28
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Spatial coefficient of variation applied to arterial spin labeling MRI may contribute to predict surgical

revascularization outcomes in pediatric moyamoya vasculopathy. Neuroradiology, 2020, 62, 1003-1015.

Sinus pericranii, skull defects, and structural brain anomalies in TRAF7 &€related disorder. Birth Defects 15 5
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Biallelic MFSD2A variants associated with congenital microcephaly, developmental delay, and
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Damaging de novo missense variants in<i>EEF1A2</i>lead to a developmental and degenerative
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patients with RASopathies? A systematic review of the literature and a single institute experience.
Child's Nervous System, 2018, 34, 1311-1323.

Atypical choroid plexus papilloma: spontaneous resolution of diffuse leptomeningeal contrast
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