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A. Personal Statement

| am a geneticist and neurobiologist. During my PhD and postgraduate training, | focused on
identifying causative variants of neurological conditions (mainly ataxia and epilepsy associated or
not with malformations of cortical development) and characterizing their pathophysiological
mechanisms at the functional level. In the framework of the PhD thesis preparation and the
Postgraduate training, | spent several months at the Pasteur Institute (Paris, France) and the Institut
de Neurobiologie de la Méditerranée - INMED (Marseille, France) where under the supervision of Dr
Jean Louis Guenet (Pasteur Institute) and Drs. Carlos Cardoso and Alfonso Represa (INMED), |
deepened my knowledge of characterizing neurodevelopmental disorders in cellular and animal
models. Upon achieving a permanent position at the University Hospital Meyer in 2015, | started
characterizing at genetic level cohorts of patients with developmental and epileptic encephalopathy
(DEE) and performing in vitro and in vivo functional studies to explore the pathophysiological
mechanisms underlying these conditions. In 2022, | was appointed responsible for the Laboratory of
Neurobiology of the Neuroscience Department of the University Hospital Meyer. Upon the Meyer
Hospital has been recognized as a Research Insitute (IRCCS), in 2024, | was appointed responsible
for the Cellular and Morphofunctional Neurobiology Research Operative Unit of the Children's
Hospital Meyer IRCCS. With my team (two post-doctoral fellows and one PhD student), | started
developing protocols to differentiate human induced pluripotent stem cells (hiPSC) reprogrammed
from fibroblasts of patients with DEE into cortical neurons and to characterize the effects of specific
mutations mainly using confocal immunocytochemistry and patch clamp recordings. We are also
working on characterizing, through RNAseq analysis, alterations in the transcriptome of dysplastic
brain specimens surgically removed from patients with focal cortical dysplasia (FCD) and drug-
resistant epilepsy. | co-authored more than 50 peer-reviews articles and four book chapters. My H-
Index is 26.



B. Positions Appointments, and Honors
Positions

06/2002-05/2015: Post-graduate fellowships and research contracts at different institutions (G.
Gaslini Institute, Genoa, Stella Maris Foundation, Pisa, and University Hospital Meyer, Florence)
awarded within different research projects to perform genetic studies in patients and functional
studies in cellular and animal models.

06/2015: University Hospital Meyer, Viale Pieraccini, 24 50139 Florence: Permanent position as
Biologist.

02/2022: University Hospital Meyer, viale Pieraccini, 24 50139 Florence: responsible for the
Neurobiology laboratory, Department of Neuroscience.

03/2024: Meyer Children’s Hospital IRCCS, viale Pieraccini, 24 50139, Florence: Responsible for
the Cellular and Morphofunctional Neurobiology Research Operative Unit.

Appointments and Honors

Member of the Editorial Board of Epilepsia (2013-2015).

Review editor of Frontiers Cellular Neuroscience (2020-).

Topic editor of Life (2020-).

Member of the Neuropathology Study Group of the Italian League Against Epilepsy (2024-).

Contributions to Science

My early publications have been devoted to the genetic and functional characterization of
spontaneous ataxic mouse models carrying pathogenic variants in the type 1 metabotropic glutamate
receptor gene (GRM1) and to the demonstration that variants in this gene also cause kidney
anomalies. After moving to the Meyer Children’s Hospital, | continued to study murine models and
demonstrated the functional effects of variants in a novel causative gene of periventricular nodular
heterotopia we described (C60RF70, also known as ERMARD). Meanwhile, | started characterizing
at genetic level cohorts of patients with epilepsy with or without malformations of cortical
development, contributing to identifying novel genotype/phenotype correlations for known disease-
causing genes (ARX, CHRNA2, PRRT2, and mTOR pathway genes) and to discovering and
characterizing at functional level novel causative genes (RPS6, ATP6V1A, DMXL2, and TMEMG63B).
These studies have contributed to better delineating the genotype/phenotype correlations and the
pathophysiological mechanisms of some pediatric epilepsy syndromes.
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