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Enabling scientific discoveries that improve human health
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Ancestry category distribution
of studies in GWAS catalog
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Since 1960s, enrolling families affected by genetic disorders
(mainly neuromuscular and neurodegenerative)
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We are indeed
highly
admixed

Naslavsky et al (Nat. Comms
-2022)
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TABLE 2 Genotype counts per individual local ancestry and
variant's non-benign assertions on ClinVar

Elderly admixed individuals improve . S
molecular diagnosis

Local ancestry 0 1 Total genotypes
MNon-European 2,187 128 2,315
: : European 3,025 502 3,527
Non-Europeans are still harder to interpret "™ s

Naslavsky, et al. American Journal of Medical Genetics (2021) Odds ratio — 0.353

N ' (95%) 0.288-0.431, p-value <.0001




ABraOM (Arquivo Brasileiro Online de Mutagoes)

http://abraom.ib.usp.br/

* Search 609 WES (hgl9) or
1171 WGS (hg38)

* Search HILA variants
* Search MEI variants

* Directly request download
ageregated files

* Individual-level data under
request thru EGA (~170Tb)

g ABraOM: Brazilian genomic variants

Home About Terms Download

Dataset and Genome Reference:

SABE-WGS-1171 (hg38) v

Search for Gene Name, Region, Position or Variant ID Q
Gene Name (ex: HBB), Region (ex: 11:5246696-5248301 or chr11:5246696-5248301), Position (ex: 11:5248232 or chr11:5248232) or Variant ID (ex: rs334).
Search HLA variants (SABE-1171-WGS hg38).
Centro de Estudos
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@
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Online Archive of Brazilian Mutations
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Impact of admixture in moderate effect
variants (APOE x Alzheimer-related pathology)
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African ancestry protects against Alzheimer’s
disease-related neuropathology
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Impact of admixture in moderate effect
variants (APOE x Alzheimer-related pathology)
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Impact of admixture in moderate effect
variants (APOE x Alzheimer-related pathology)

Ongoing project (Alzheimer’s Association, Instituto Serrapilheira +
FAPESP grant)

How do genomic ancestry and admixture modulate the effects of the APOE
gene on white matter, myelination, and cognitive decline?

APOE Local ancestry + PRS - DTI (Diffusion Tensor Imaging) in SABE
- Lipidomics (in BAS)

Next steps: Single Nuclei from Cortex in APOE groups (FAPESP Proposal)
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Breast cancer PRS-313 (based on Mavaddat, 2019)

PRS ln Brazilians: breaBst cancer
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PRS in Brazilians: breast cancer

Fraction of African Ancestry
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Large initiatives in Genomics: -
Support from Ministry of Health and FAPESP

Genomas Brasil is a program from the Ministry of Health - Department
of Science and Technology that promotes and supports strategic
projects in Genomics for accelaration of implementation in the Brazilian
Universal Healthcare System (SUS)

Since 2024, it supports Genomas SUS with two anchor centers in Sao
Paulo state (USP Sao Paulo and USP Ribeirao Preto) =

21k Genomes (Year 1) + 50k Genomas (Years 2-3)

In 2025, FAPESP announced support for 15k Genomes from Sao Paulo
and expansion of anchor centers (equipment and data center)
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SPECiﬁC goals FAPESP WEEK

Whole-genome sequencing 21k  Characterize Brazilian population Establish reference laboratories for
Brazilians (Y1) genomics and clinically relevant  SUS integration
variants
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Prospective efforts
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