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194 Facial Dysmorphism. American Journal of Human Genetics, 2017, 100, 117-127 1 39
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Medical Genetics, Part A, 2016, 170, 2466-70

De Novo Truncating Variants in SON Cause Intellectual Disability, Congenital Malformations, and
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A de novo ADCY5 mutation causes early-onset autosomal dominant chorea and dystonia.
Movement Disorders, 2015, 30, 423-7

6 Epileptic patients with de novo STXBP1 mutations: Key clinical features based on 24 cases. Epilepsia 6
4, 2015, 56,1931-40 4 3

Muscle magnetic resonance imaging abnormalities in X-linked myopathy with excessive autophagy.

Muscle and Nerve, 2015, 52, 673-80




BERTRAND ISIDOR

Single amino acid charge switch defines clinically distinct proline-serine-threonine
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Wilms' tumor in patients with 9g22.3 microdeletion syndrome suggests a role for PTCH1 in
nephroblastomas. European Journal of Human Genetics, 2013, 21, 784-7

42 Finger creases lend a hand in Kabuki syndrome. European Journal of Medical Genetics, 2013, 56, 556-60 2.6 9
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