UCSC Genome Browser: Latest resources for variant interpretation
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The UCSC Genome Browser! is a free resource that contains much of the information required for variant effect prediction. The use of this _- l_- .
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= B information is also facilitated by our Recommended Track Set (RTS) feature. Here we summarize our improvements for clinical users:
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® Features: Some of the latest features that facilitate variant interpretation and education, including a new clinical tutorial
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Interactive Tutorials
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SSH2/NM_001282131.2 e Clinical SNVs: Assess potential disease contributions of single nucleotide variants in coding regions
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if variants are present in an exon required for the function of gene product. Matches to the MANE transcripts track now appear at the bl L L (GENCOIE VI8 111 itoms Hitefed oup |
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New Clinically Relevant Data

: H, Cline MS, Diekhans M, Fischer C, Navarro Gonzalez J, Hickey G et al.
comments, emall us at Nucleic Acids Res. 2024 Jan 5;52(D1):D1082-D1088. PMID: 37953330.
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e AbSplice Prediction Scores (Splicing impact prediction) e Developmental Disorders Genotype-to-Phenotype (DDG2P)

e AlphaMissense scores (Missense variant pathogenicity) e gnomAD pext (Proportion expressed transcripts)

e Bionano DLE-1 CTTAAG sites (SV detection) e I|llumina SpliceAl (Splicing impact prediction) Are we missing any More Information

e CADD v1.7 (Variant deleteriousness) e M-CAP (Rare missense pathogenicity predictor) data you would like

e ClinGen CSpec (Loci with expert panel criteria) e MaveDB Experiment Heatmaps (Multiplexed assays var effects) to see? UNIVERSITY OF CALIFORNIA _ , References
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