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Introduction: The Brazilian Initiative on Precision Medicine (BIPMed, www.bipmed.org) is an 

initiative of five Research Innovation and Dissemination Centers established in the state of São Paulo, 

Brazil, the Brazilian Research Institute for Neuroscience and Neurotechnology (BRAINN), Center 

for Computational Science and Engineering (CCES); Center for Research in Cell Therapy (CTC); 

Obesity and Comorbidities Research Center (OCRC); and Center for Research on Inflammatory 

Diseases (CRID).  Aiming to help implement precision medicine through several projects, one of 

which is the establishment of public genomic databases. The design of these databases follows the 

recommendations of the Human Genome Variation Society and the principals and guidelines of the 

Global Alliance for Genomics and Health (GA4GH) for the ethical and responsible sharing of 

genomic and clinical information. Recently, the database for epileptic encephalopathies was made 

public, reporting all variants identified in the SCN1A gene of patients with Dravet syndrome (DS), 

which have been studies by the molecular genetics team of the BRAINN. DS is a rare epileptic 

encephalopathy marked by early onset febrile clonic convulsions in a previously developmentally 

normal infant, followed by psychomotor delay and neurologic deficits, and highly resistant to 

treatment with antiepileptic drugs. The SCN1A gene, which encodes the pore-forming α1-subunit of 

the neuronal voltage-gated sodium channel Nav1.1, is considered one of the most relevant epilepsy-

related genes in the clinical setting, with most mutation found in DS patients. 

 

Materials and Methods: SCN1A mutation screening was performed in 21 patients with DS from 

our outpatient epilepsy clinic. Sequence variants were described according to the conventional 

nomenclature based on the full-length SCN1A isoform (GenBank AB093548) and deposited in the 

public BIPMed database at http://bipmed.iqm.unicamp.br/epileptic-encephalopathy/ 

 

Results: Potentially deleterious SCN1A changes were identified in 81% of patients with DS.  

 

Discussion and Conclusion: The database was created from the need to have genetic information 

from the Brazilian population and make this information public. This information can be used by any 

researcher now, which wants to focus on additional studies to correlate genetic information with 

medical records. In addition, it is useful for clinicians interested in the better interpretation of 

diagnostic tests in the clinical setting. We believe that our work helps to launch the next era of 

medicine, which depends on large-scale comparisons of data. In conclusion, with this new platform 

we can easily integrate data, and make it accessible to researchers and clinicians. 

 

 

 

 

 

 

 

 

 

 


