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T2T Powered by AnVIL!
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3202 samples from 26 populations
3202 samples x 30Gb = 96Tb input data



T2T on AnVIL
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Core usage over 24 hours vl ’@%
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https://dockstore.org/workflows/github.com/schatzlab/t2t-variants/T2T_alignment Samanthe Zarate



https://dockstore.org/workflows/github.com/schatzlab/t2t-variants/T2T_alignment

T2T Genomes Powered by AnVIL
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https://anvil.terra.bio/#workspaces/anvil-datastorage/AnVIL_T2T

Melanie Kirsche Samantha Zarate

A complete reference genome improves analysis of human genetic variation
Aganezov, S*, Yan, SM* Soto, DC*, Kirsche, M*, Zarate, S*, et al. (2022) Science. doi: 10.1126/science.abl3533


https://anvil.terra.bio/#workspaces/anvil-datastorage/AnVIL_T2T




T2T-chrY: Human variation across 156 populations s’
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1000 Genomes Project (1KGP) Simons Genome Diversity Project (SGDP)
3,202 samples from 26 populations 279 open access samples from 130 populations
(Byrska-Bishop et al., Cell, 2022) (Mallick et al., Nature, 2016)

The complete sequence of a human Y chromosome
Rhie et al. (2023) Nature. https.//doi.orq/10.1038/s41586-023-06457-y

Stephen Hwang Dylan Taylor


https://doi.org/10.1038/s41586-023-06457-y

Hidden Variants in Breast Cancer Genes

Thanks to long reads we
can now robustly detect
entirely new types of
variation

But how can we identify
those variants with clinical
& functional impact?

Comprehensive analysis of structural variants in breast cancer genomes using single molecule sequencing

Aganezov et al. (2020) Genome Research. doi:10.1101/gr.260497.119



CoLoRS: Consortium of Long Read Sequencing

Open coalition of international
researchers focused on cataloging
all classes of variation using long-
read whole genome sequencing.

The goal is to provide variant
frequency data for public use and
as a resource to the global
scientific and clinical research
community

Complements existing databases
such as gnomAD

Develop state-of-the-art pipelines,
execute at individual sites or within
the AnVIL cloud platform

>2195 samples and growing!

https://colorsdb.org/



https://colorsdb.org
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HVD 21: Telomere-to-Telomere Consortium
Analyses on the NHGRI AnVIL

HVD 22: Long Read Variant Frequency
Database on AnVIL (ColLoRS)

Thank you!

schatz-lab.org



https://schatz-lab.org
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