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Field of Specialization

A talented medical researcher with a significant involvement in research projects in the field
of Neuromuscular Disorders such as Myotonic Dystrophy, Limb Girdle Muscular Dystrophy
(LGMD), Duchene Muscular Dystrophy (DMD) and Congenital Muscular Dystrophy (CMD),
Hereditary Hearing Loss (HHL) including Usher, Pendred, and Distal renal tubular acidosis (dRTA),
and Intellectual Disability (ID), syndromic microcephaly and brain malformations and also expertise
in diagnosis of dysmorphic patients as well as novel syndromes. Recently involved in genetic
investigation of familial premature coronary disease.Fifteen years experience in deep phenotyping
to phenotype-genotype matching of exome sequencing data in research and diagnostic sectors.
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