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lence estimated to be one in 10,000-15,000 girls,
genetic causes of mental retardation in females
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A Case of Rett Syndrome with MECP2 Gene Mutation

Department of Pediatrics, Child Development Clinic, The Catholic University of Korea,
School of Medicine, Daegu, Department of Clinical Pathology’,
Sungkyunkwan University School of Medicine, Seoul, Korea

Rett syndrome is an X-linked dominant, progressive neurodevelopmental disorder, with a preva-

syndrome show an apparently normal neonatal period, followed by developmental regression and
deceleration of head growth, accompanied by gradual loss of speech and purposeful hand use, and
development of microcephaly, seizures, autism, ataxia, intermittent hyperventilation and stereotypic
hand movements. After regression between infancy and the fifth year of life, the clinical course
stabilizes and patients usually survive into adulthood. It was recently discovered that Rett syn-
drome is caused by mutations in the methyl-CpG binding protein 2(MECP2) gene. Diagnosis of
Rett syndrome is clinically difficult before three years of age, especially in atypical cases, but
molecular analysis of the MECPZ gene could assist correct diagnosis in some patients. Recently,
we diagnosed a case of Rett syndrome in a two year-old girl by mutational analysis of the
MECP2 gene and want to report this case with brief review of literature. (J Korean Pediatr

Key Words : Rett syndrome, Methyl-CpG-binding protein 2 gene(MECPZ2), Mutation

Ki, M.D.” and Jong Won Kim, M.D.”

which is thought to be the second most common
after Down syndrome. Patients with classic Rett
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Fig. 1. MECP2 sequencing analysis of the patient
and her parents:a C to G substitution(arrow) in
exon 4 region(c.455C>G; P152R) was observed only
in the patient.
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Fig. 2. P152R mutation and hotspots for mutations
in the MECPZ gene with Rett syndrome.
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