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Condition: ATM-related cancer predisposition (MONDO:0700270) NC_000011.10:9.108268393G>T
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https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA163513.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/140763
https://www.ncbi.nlm.nih.gov/gene/472
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0700270
http://clinicalgenome.org/affiliation/50039
https://genboree.org/cspec/ui/svi/doc/GN020?version=1.1.0
https://genboree.org/cspec/ui/svi/doc/GN020/versions
https://genboree.org/cspec/ui/svi/affiliation/50039

Evidence submitted by expert panel

Hereditary Breast, Ovarian and Pancreatic Cancer VCEP

The ATM ¢.2639-17G>T variant has a gnomAD v2.1.1 filtering allele frequency of 6.505% (African/African-American; exomes) which exceeds
the ATM BA1 threshold of 0.50% (BA1l). This variant has been observed in a homozygous state in multiple individuals without biallelic
disease (BP2_Strong; GTR Lab ID: 61756). In silico splicing predictors (SpliceAl: AL 0.00/DL 0.00/AG 0.01/DG 0.00; MaxEntScan: +1.92%
(wild type = 9.90, variant = 10.09)) find that this variant is unlikely to affect splicing (BP4). In summary, this variant meets criteria to be
classified as benign based on the ACMG/AMP criteria applied as specified by the HBOP Variant Curation Expert Panel.

Met criteria codes

BP4 B v In silico splicing predictors (SpliceAl: AL 0.00/DL 0.00/AG 0.01/DG 0.00; MaxEntScan: +1.92% (wild type = 9.90,
variant = 10.09)) find that this variant is unlikely to affect splicing (BP4).

BAl D v GnomAD v2.1.1 FAF 6.505% (African/African-American; exomes) exceeds ATM BA1 threshold of 0.50%.

BP2_Strong D v This variant has been observed in a homozygous state in multiple individuals without biallelic disease (BP2_Strong;
GTR Lab ID: 61756).

Not Met criteria codes

BS1 D % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BP7 D X This variant is not considered deep intronic (beyond +20 or beyond -40).

PP3 [:] P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM2 % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

Curation History (@'


https://genboree.org/evrepo/ui/summary/classification/12e51ac3-f131-4b31-8659-d7e9bb1ed185/version

The information on this website is not intended for direct diagnostic use or medical decision-making without review by a genetics professional. Individuals should not change their health behavior solely on the basis
of information contained on this website. If you have questions about the information contained on this website, please see a health care professional.

ClinGen Terms of Use.
 Powered by BCM's Genboree.


https://www.clinicalgenome.org/docs/terms-of-use/
http://genboree.org/

