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Abstract 
Statement of the Problem: The Intellectual Disability (ID) is one of the most prevalent development disorders, which appears before 18 years of age, characterized by adaptive and cognitive limitations with significant impairment in intellectual functioning. Due to its heterogeneity, the etiology of ID is variable and difficult to identify, often referred to as Idiopathic Intellectual Disability. Several studies highlight the genetic changes as factors that significantly contribute to this condition. The aim of this study was to investigate the genomic cause of Intellectual Disability Idiopathic in an individual with clinical indication of developmental delay. Methodology & Theoretical Orientation: Initially we conducted a study with G cytogenetic banding and Ikaros® software analysis (Meta systems Corporation, Germany) to identify potential chromosomal abnormalities. Then the molecular analysis of the promoter region of the FMR1 gene on chromosome Xq27 was performed by capillary electrophoresis genetic analyzer ABI3500 (Applied Biosystems®) to check possible CGG expansions. Subsequently, the investigation for SNPs and CNVs via Chromosomal Analysis of Microarrays (CMA) was tested with high density CytoScan™ HD platform Array (Affymetrix, USA). Findings: The karyotype 46,XX did not provide numerical and/or structural changes detectable by G banding. However, through molecular analysis was possible to identify a single allele with 28 repeats in FMR1, indicating the absence of the other allele on chromosome X. The analysis by microarray the patient presented a de novo microdeletion in Xq27.3-q28 of 4,176 kb region. The microdeletion involving 34 genes, and of these, five have direct relation to the phenotype of DI and neurological disorders, including the FMR1 gene. Conclusion & Significance: This study reinforces the importance of holding the chromosomal microarray analysis as a diagnostic method in patients with idiopathic intellectual disabilities, contributing to the description of rare chromosomal changes or not previously described in the literature.


  
 Image- (a) Electropherogram showing a single allele of FMR1 gene in X chromosome in woman and (b) CgH array showing the deletion region of the FMR1 gene
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