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Parental view of epilepsy in Rett Syndrome
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Abstract

Few instruments exist to measure the impact of epilepsy on the quality of life in Rett Syndrome (RS). Methods: We attended to
describe seizures characteristics, parental opinion and quality of life related in RS by using a newly developed self administered ques-
tionnaire, postal sent to parents of French Association for Rett Syndrome (AFSR). Results: Two-hundred completed questionnaires
were returned. Mean age of patients was 14.8 & 8.1 years [3-42]. Parents reported that 70% of children had epileptic and non-epi-
leptic seizures and mean age at first seizures was 7.3 £ 5.1 years [1-24]. No statistical difference was found between the ages of first
seizures, diagnosis of epilepsy and introduction of treatment. Seizures had a negative impact on child and family’s life (68% of cases),
strongly correlated to the existence of generalized, prolonged, cyanotic and drug-resistant seizures, on the child’s level of alertness
and progress in communication skills and psycho-social consequences such as fear of seizures, and difficulties to find home care aids.
Conclusions: We identified major concerns of parents with RS that determine the impact of seizures on children and their family’s
quality of life. Our results suggest that in order to improve seizures management in RS, better information should reduce fear about
seizures and should improve the quality of life of RS.
© 2007 Elsevier B.V. All rights reserved.
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1. Introduction t-
ual impairment, reduction of speech, purposeful hand

movements and reduced brain growth [2-5].

RS is one of the most frequent causes of mental retar-
dation in females with a prevalence of 0.88 per 10,000
females in 5- to 18-year-olds [6] and an incidence of
0.558-1.09 per 10,000 females by 12 years of age [6,7].
Mutations in the methyl-CpG-binding protein 2
(MECP2) have been identified in 70-90% of RS

Rett Syndrome (RS, MIM 312750) is a childhood
neurodevelopmental disorder of genetic background [1]
that affects females almost exclusively. After an early
period of apparently normal development (until 6-18
months of life), this disorder results in profound intellec-
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patients, making this major if not the only cause of
RS [5,7-12].

After a few years, RS patients can also develop sei-
zures which may or may not be epilepsy related. EEG
is invariably abnormal after about 2 years of age. Vari-






