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A restricted spectrum of NRAS mutations causes Noonan syndrome. Nature Genetics, 2010, 42, 27-29. 21.4 271
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Activating Mutations in PAK1, Encoding p21-Activated Kinase 1, Cause a Neurodevelopmental Disorder.
American Journal of Human Genetics, 2018, 103, 579-591.

The homozygous variant ¢.797G&gt;Alp.(Cys266Tyr) in<i>PISD<[i>is associated with a
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Biallelic MADD variants cause a phenotypic spectrum ranging from developmental delay to a
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Syndromic disorders caused by gain-of-function variants in KCNH1, KCNK4, and KCNN3&€”a subgroup of
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A homozygous missense variant in CACNB4 encoding the auxiliary calcium channel beta4 subunit

causes a severe neurodevelopmental disorder and impairs channel and non-channel functions. PLoS
Genetics, 2020, 16, e1008625.

The novel <i>RAF1<[i> mutation p.(Cly361Ala) located outside the kinase domain of the CR3 region in
two patients with Noonan syndrome, including one with a rare brain tumor. American Journal of 1.2 17
Medical Genetics, Part A, 2018, 176, 470-476.
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A novel multiple joint dislocation syndrome associated with a homozygous nonsense variant in the
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Autosomal dominant Robinow syndrome associated with a novel <i>DVL3<[i> splice mutation.
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Biallelic <i>FRA10AC1</[i> variants cause a neurodevelopmental disorder with growth retardation.
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CantAe syndrome versus Zimmermann-Laband syndrome: Report of nine individuals with ABCC9
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Roberts syndrome in an Indian patient with humeroradial synostosis, congenital elbow contractures
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Cardiofacioneurodevelopmental syndrome: Report of a novel patient and expansion of the phenotype.
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Autosomal dominantly inherited myopathy likely caused by the <i>TNNT1</i> variant p.(Asp65Ala).
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