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INTRODUCTION: Intellectual disability is part of neurodevelopmental disorders, affecting the population
between 1 to 3%. The etiology is multifactorial, being genetic factors an important aspect in the
alterations of adaptive and intellectual abilities, its heterogeneous presentation makes clinical and
genetic diagnosis more difficult, the importance of the study of bioinformatics, a discipline that is part of
biology in which technological tools are used that allow us to organize, analyze and distribute biological
data, using DNA, RNA, amino acid sequences, proteins, molecular structures, gene interactions and
metabolic pathways. OBJECTIVES: Describe phenotypically and genotypically a patient with a
neurodevelopmental disorder. MATERIALS AND METHODS: 12-year-old male, with
neurodevelopmental delay identified since four months, cognitive disability associated with dysmorphic
features, L5 spinal dysraphism, dolichocephaly and short stature, with normal metabolic and molecular
chromosomal studies. A bioinformatic study was requested to reclassify the significance of gene variants
found in clinical exome sequencing. RESULTS: The clinical exome sequencing NGS methodology
reported three variants in the genes, GEN BCL1B (heterozygous), GEN FANCI (heterozygous), GEN GHR
EX3 De (homozygous), with a report of uncertain initial clinical significance, with subsequent confirmation
of pathogenic variants through bioinformatics study. DISCUSSION: The pathogenic variant in BCL11B
has been associated with intellectual development disorder, speech delay, dysmorphic facies and
abnormalities of T cells (IDDSFTA), the variant in the FANC1 gene, with pathogenic mutations that cause
Fanconi anemia, a disorder characterized by decreased bone marrow function, increased risk of cancer
and congenital abnormalities and the variant in the GHR gene, associated with Laron syndrome, clinical
picture with short stature, obesity, dysmorphic features, despite producing growth hormone, the
receptors are defective and prevent cells from responding to the hormone. The pathogenic
reclassification of gene variants and the interaction networks between them allows us to establish the
phenotype/genotype of the patients, in order to obtain a timely diagnosis, specific and targeted
treatment, adequate follow-up, prognosis and genetic counseling.
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