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A novel disorder involving dyshematopoiesis, inflammation, and HLH due to aberrant CDC42 function.
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Persistent episomal transgene expression in liver following delivery of a scaffold/matrix attachment
region containing non-viral vector. Gene Therapy, 2008, 15, 1593-1605.

A Restricted Spectrum of Mutations in the SMAD4 Tumor-Suppressor Gene Underlies Myhre Syndrome.
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TBCE Mutations Cause Early-Onset Progressive Encephalopathy with Distal Spinal Muscular Atrophy.
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Not only dominant, not only optic atrophy: expanding the clinical spectrum associated with OPA1
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Mutations in Fibronectin Cause a Subtype of Spondylometaphyseal Dysplasia with &€ceCorner Fracturesa€s
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SCUBE3 loss-of-function causes a recognizable recessive developmental disorder due to defective
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De Novo Variants Disturbing the Transactivation Capacity of POU3F3 Cause a Characteristic
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<scp>DJ<[scp>&€d modulates mitochondrial response to oxidative stress: clues from a novel diagnosis
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Anti-Hypothalamus and Anti-Pituitary AutoAantibodies in ROHHAD Syndrome: Additional Evidence
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Evaluation of serum CA 125 levels in patients with pelvic pain related to endometriosis. International
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<i>NBAS«<[i> pathogenic variants: Defining the associated clinical and facial phenotype and

genotypea€“phenotype correlations. Human Mutation, 2019, 40, 721-728.

Microcephaly, intractable seizures and developmental delay caused by biallelic variants in
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Expanding the molecular diversity and phenotypic spectrum of glycerol 34€phosphate dehydrogenase 1
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Expanding the phenotypic spectrum of truncating POGZ mutations: Association with CNS
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Clinical spectrum of Kabukia€like syndrome caused by <i><scp>HNRNPK</scp> <[i> haploinsufficiency. 20 23
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Biallelic mutations in <i><scp>DYNC2LI1<[scp><[i> are a rare cause of Ellisé€van Creveld syndrome.
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Bi-allelic Variants in the GPI Transamidase Subunit PICK Cause a Neurodevelopmental Syndrome with
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Childhood-onset dystonia-causing KMT2B variants result in a distinctive genomic hypermethylation
profile. Clinical Epigenetics, 2021, 13, 157.
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Expanding the clinical spectrum associated with <i>PACS2</i> mutations. Clinical Genetics, 2019, 95,
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TARP syndrome: Long-term survival, anatomic patterns of congenital heart defects, differential
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Q289P mutation in the FGFR2 gene: first report in a patient with type 1 Pfeiffer syndrome. European 97 13
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Skeletal abnormalities are common features in AymA©&€Gripp syndrome. Clinical Genetics, 2020, 97,
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European Journal of Paediatric Neurology, 2017, 21, 873-883.
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