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Progressive Clinical and Neuroradiological Findings in a
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review of the literature. 
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CGH Findings in Children with Complex and Essential
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ZC4H2 deletions can cause severe phenotype in female
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Insights into 6q21-q22: Refinement of the critical region for
acro-cardio-facial syndrome. 

The Diagnostic Yield of Array Comparative Genomic
Hybridization Is High Regardless of Severity of Intellectual
Disability/Developmental Delay in Children. 

Chromosome 17q21.31 duplication syndrome: Description of
a new familiar case and further delineation of the clinical
spectrum. 

Centronuclear myopathies: genotype-phenotype
correlation and frequency of defined genetic forms in an
Italian cohort. 

Seizures and EEG features in 74 patients with genetic-
dysmorphic syndromes. 

PDCD10 gene mutations in multiple cerebral cavernous
malformations. 

Hyperargininemia: 7-month follow-up under sodium
benzoate therapy in an Italian child presenting progressive
spastic paraparesis, cognitive decline, and novel mutation
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Novel mutations in TSEN54 in pontocerebellar hypoplasia
type 2. 

3q29 microdeletion syndrome: Cognitive and behavioral
phenotype in four patients. 

Partial trisomy 13 and partial monosomy 8 mosaicism
secondary to unbalanced de novo translocation:
highlighting an uncommon chromosomal abnormality. 
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5p13 microduplication syndrome: a new case and better
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The Pitt-Hopkins syndrome: report of 16 new patients and
clinical diagnostic criteria. 

Children with rare diseases: do they really have an
increased risk of developing epilepsy? 

Glucose transporter type 1 deficiency: ketogenic diet in
three patients with atypical phenotype. 

Therapy-resistant cluster headache in childhood: case
report and literature review. 

Pharmacoresistance in childhood epilepsies: preliminary
results in a sample of 159 patients. 

Monotherapy in childhood epilepsy. 
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