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Disease Gene Reference # tests M/N

Cystinuria Type I-A (SLC3A1 p.I192V) SLC3A1 Donner, 2023 8 31.3%

Cystinuria Type I-A (SLC3A1 p.S698G) SLC3A1 Donner, 2023 8 31.3%

Degenerative Myelopathy (DM) SOD1 Donner, 2023 8 12.5%

Dilated Cardiomyopathy risk factor (PDK4-related) PDK4 Donner, 2023 8 12.5% DOMINANT

Van den Ende-Gupta Syndrome (VDEGS) SCARF2 Donner, 2023 8 6.25%

https://labgenvet.ca/en/frequencies-of-genetic-disease-mutations-by-breed/
https://pubmed.ncbi.nlm.nih.gov/29708978/
https://pubmed.ncbi.nlm.nih.gov/36848397/
https://labgenvet.ca/en/disease/cystinuria-newfoundland-type/
https://labgenvet.ca/en/disease/cystinuria-newfoundland-type/
https://labgenvet.ca/en/disease/degenerative-myelopathy-dm-sod1/
https://labgenvet.ca/en/disease/dilated-cardiomyopathy-pdk4-gene/
https://labgenvet.ca/en/disease/van-den-ende-gupta-syndrome-vdegs/

