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Rett syndrome is an X-linked dominant condition resulting from mutations
in the MECP2 gene. Approximately 99.5% of cases are sporadic. Classical
Rett syndrome affects girls. It is a progressive neurological disorder
characterized by normal birth and apparently normal psychomotor
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development during the first 6-18 months of life and the loss of purposeful
hand use. The diagnostic criteria for Rett syndrome also include an acquired
microcephaly, severe impairment of expressive and repetitive language
skills, severe psychomotor retardation and the development of gait apraxia
and truncal ataxia between the ages of 12 months and 48 months. However
since the use of molecular biological techniques for the diagnosis of Rett
syndrome, several atypical cases have been identified. Mutations in the
MECP2 gene have been identified in individuals with patients previously
diagnosed with autism, mild learning disability or mental retardation with
spasticity or tremor. Males meeting the clinical criteria for Rett syndrome
have identified with a postzygotic MECP2 mutation resulting in mosaicism.

We present here our initial experience with molecular diagnosis in Rett
syndrome. In two girls who presented with the clinical picture of Rett
syndrome, a different truncating mutation was identified in each. A rare
single nucleotide substitution was detected in a third girl with an atypical
presentation. These cases will be presented and discussed.
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