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Research project 

Title  

Rare variant burden contribution to psychiatric disorders in a child-adolescent 
population with borderline/mild intellectual disability  

Description 

Psychiatric disorders in the population with intellectual disability (ID) are very prevalent and 

specifically in the child and adolescent population is three to four times higher than in the 

general population. Comorbility is greater in mild ID and borderline intellectual functioning. 

The high comorbidity of psychiatric disorders in ID is based on the fact that they share 

molecular pathways, regulatory elements and gene expression profiles.  

The main objective is to identify the burden of deleterious rare genomic variants, copy 

number variants (CNVs) and point variants, responsible for psychiatric disorders and 

borderline intellectual functioning / mild ID comorbidity in a child-adolescent population to 

establish their etiopathogenesis. 

A cohort of 150 children and adolescents (6-18 years old) with a diagnosis of psychiatric 

disorder and borderline intellectual functioning /mild ID according to DSM-V criteria will be 

studied. The technologies of arrayCGH (identification of CNVs) and exome sequencing 

(identification of nucleotide variants) will be used, filtering those variants located in relevant 

genes associated with neurodevelopmental disorders, psychiatric disorders and gene 

expression in the nervous system. We will determine the contribution of pathogenic 

causative variants, and the global burden of rare variants to risk of psychiatric disorders 

through statistical tests of association collapsing methods. A genetic diagnosis algorithm will 

be proposed for the patients assisted in the child and adolescent mental health service since 

genetic studies are currently not part of their evaluation. The categorization of a psychiatric 

phenotype with genetic basis to predict the prognosis and possible complications in the 

medium-long term and pharmacological responses will affect the patient's benefit. 
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