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The Missing Diversity in 

Human Genetic Studies



Genetic Background of the Brazilian Population

Américas (1500: 2-5,000,000) África (1500-1866: 5,000,000)

Portugal (1870: 3,700,000)



“white” “black” “mixed”

Brazilian Admixture
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• Largest epidemiologic study in Brazil

• 15.105 public servers (35-74 yrs);

• Association btwn chronic diseases 

(cardiovascular/diabetes) and 

environmental/behaviour factors;

• Possible regional variations;
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ELSA Brasil – Largest epidemiologic longitudinal study in Brazil
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3.000 WGS

Processing/Storage

FUNDING ??



– the first 4 months

3472.219 340 365
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National Policy on Precision Medicine

GENOMICS ADVANCED THERAPIES

POPULATIONAL RARE DISEASES GENE CELL

DiagnosticDNA do Brasil

identification
target gene

BIOLOGICS

Brazilian 
Reference Genome



Brazilian Reference Genome- Strategy

1. Leverage investment made in cohort studies (40.000 genomes):

1. Cohort Identification;

2. Harmonization of clinical data;

3. Sequencing;

4. Data access.

Year_1 Year_2 Year_3 Year_4 Year_5

Open/controlled
Access

Cohort
Study

Brazilian
Groups?



GENOMA REFERÊNCIA BRASIL - Strategy

1. Leverage investment made in cohort studies (40.000 genomes):

2. Use Unified Public Health Service (SUS) to scale to 200k genomes:
1. Eletronic Health Records;

2. Cost of sequencing;
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