UCSC Genome Browser 2026: Latest resources for variant analysis
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Introduction

o> >P  The UCSC Genome Browser! is a free resource that contains much of the information required for variant analysis and interpretation. Below is a
summary of the latest resources and features available:

e My Annotations: A new feature that allows you to create and share annotations (e.g. variants) directly from the tracks display

e Recommended Track Sets (RTS): This feature simplifies the selection process by loading a preconfigured set of annotations

® ClinGen InSiGHT Hub: A new RTS with data hubs aimed at interpretation of lynch syndrome variants on MLH1, MSH2, MSH6, and PMS2

e Latest annotations: Some of the |latest data released in the last year that can be used in variant analysis

My Annotations (Add your own variants)

We have a new feature in development that allows you to create, configure, and share annotations, such as variants, directly from the tracks display.
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New Annotation Tracks
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ENCODE4 cCREs: Candidate cis-Regulatory Elements (2.3M) Varaico Variants: 5.5M+ variants mined from clinical literature
Human Methylation Atlas: WGBS DNA methylation across 39 human cell types denovo-db: Curated germline de novo variants

Phased variants: Population phased genotypes from 4 projects (HGDP, SGDP, gnomAD SpliceVarDB: 50K+ variants assayed for splicing effects
HGDP+1KG, Mexico Biobank) MITOMAP: Mitochondrial DNA variation and disease mutations

- - MaveDB Experiment Heatmaps and Alignment: Multiplexed assays of variant effects
Pathogenicity predictions CoLoRSdb: Long-read small and structural variants
NMD Escape: Regions escaping nonsense-mediated mRNA decay Phentoype + gnomAD + STRs
PrimateAl-3D: Missense pathogenicity from 3D structure + primate variation

PromoterAl: Non-coding promoter variant pathogenicity scores PanelApp Australia: Crowdsourced diagnostic disease gene panels
MutScore: Missense pathogenicity from variant clustering DDG2P: Genes linked to severe developmental disorders

M-CAP: Rare missense pathogenicity classifier for clinical use gnomAD v4 Exome / v3 Genome coverage: Per-base sequencing coverage
AlphaMissense: AlphaFold-based missense pathogenicity predictions gnomAD pext: Isoform expression across 50 GTEXx tissues

gnomAD MPC: Missense-depleted regional constraint score Short Tandem Repeats (STR): Population-level tandem repeat variation

Are we missing any data you would like to see? Email us and let us know! ‘

More Information
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