Poster ID 532

CLINICAL"SPECTRUM AND,GENE(ICAVARIATIONSIORR ERESYNDROME

" Experienced From The Child Neurodevelopmental Centre of Tertiary Care Hospital of Bangladesh

Author: Dr. Naznin Akter, Associate Professor, Department of Paediatric Neurology, Dhaka Medical College

introduction [N

 syndrome is one kind of X linked neurodevelopmental . RN Dk
disorder found among the female described by Andreas Study Period: 20152020 Sample Size: 25
Rett which is presented as speech regression, stereotypic Basad on the revised disginosiic ilerka & tatal 26 cases of Retl i - Bpeach regressicn

hand movement and gait abnormalities. Considering genetic G o Alhar e Yos Lyt s ot e i sl

* EEG: Needie spika

abnormalities most cases associated with MECP2 gene Anil oo SO A o iha crer Wi Qenefioaty tssti] g eera—

m t tl n for commen mutation refated to Rett syndrome. + MECH Mitiion
W Incidence: 1 in 10,000-15,000 of female live births

Saba is a 7 year old girl

: L - y ) Table 5: Types Of Genetic Mutation of Studied Population m
Table 1: Basaline Demograghic Characteristics of Studied Population

Revised Diagnostic Criteria for Rett syndrome : B

Required for typical or classic Rett R 57
- A period of regression followed by recovery or stabilization : FOXD1 gane mtaton sioq
- All main criteria and all exclusion criteria 1| s Gosnhs i maiton
- Supportive criteria : SRR o

Required for atypical or variant Rett

- A period of regression followed by recovery or stabilization [ Discussion |
- At least 2 of the 4 main criteria e b S basan) T e B
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5 out of 11 supportive criteria Kot i st Rett often
Age of ormat 152622 is imp: to initiate multidisciplinary
Gap between oset & presantation 216216 (4-72) manmmont approach which may improve the quality of life,
poeee - Life of an indi with Rett sy varied
Clinical Stages of Presentation S e iIII I upon MECP2 muation,they may survive up to middle age or

p longer. Recent year gene therapy targeted to MECP2 mutation
It follows four(4) clinical stages of presentation SRR o pad oo v i

s shows P in
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« Early onset(subtle): Begins 6-12 months of age [T Figure2:FollowUpAssessment |
Stage 1] SSuge! MStsge2 MStige) MStaged

* Rapid deterioration: Between 1-4 years of age e L D
Stage I = , e e

= Plateau phase: Begins 2-10 years of age for development of targetod tharapy.
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