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https://www.omim.org/
https://www.ncbi.nlm.nih.gov/clinvar/
https://www.acmg.net/
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ACMG Classification Pathogenic | 1.00

=0.99 -0.9

T Reclassify

0.9 0.99

Gene Number: Copy number loss overlaps 1 protein-coding gene (including 1 established ClinGen gene and 0 predicted HI genes).

Genes affected by breakpoints: LHX4 (both breakpoints inside the canonical transcript)

Gene description Overlap info ClinGen HI predictors Canonical transcript
Name Strand Gene CNV s HI pLlscore HI index 1D 5'UTR CcDs 3'UTR
LHxX4 + 16.3% 100.0% 0 3 0.02 6.37 NM_033343.4 3-6/6 [
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https://sapac.illumina.com/products/by-type/informatics-products/emedgene.html
https://sapac.illumina.com/products/by-type/informatics-products/emedgene.html
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