[image: image1.jpg]F% ACVIM
' FORUM "‘

As far as you want to go.

2009 ACVIM Forum & Canadian Veterinary Medical Association Convention
—






ASSOCIATION OF HYPERTROPHIC CARDIOMYOPATHY PHENOTYPE AND GENOTYPE IN ITALIAN MAINE COON CATS.  F Porciello1, P Ferrari2, F Birettoni1, M Rishniw3, G Pertica4, M Polli4, M Longeri4.  1. University of Perugia, Italy. 2. Observatory for Feline HCM, Italy.  3. Cornell University, Ithaca, NY. 4. University of Milano, Italy 

   The Italian Observatory for Feline Hypertrophic Cardiomyopathy (HCM), established March 2008, aims to monitor the natural history of HCM in Maine Coons via an integrated echocardiographic and genetic database and provide advice to breeder groups. We examined data from 75 Maine Coon cats (3 months to 6 years) enrolled during the first 7 months. 

   Standard echocardiographic methods were used to define the disease status in all cats: HCM echo-positive or HCM echo-negative (wall thickness ≥ or < 6mm respectively). Any echo-positive cats with concurrent hypertension, nephropathy or hyperthyroidism, were excluded from analysis.  All cats were screened for MYBPC3 mutation G91C by sequencing both strands.

   Sixty-three cats were echo-negative; 12 were echo-positive for HCM.  Genotype frequencies were 64% N/N (Negative/Negative), 28% P/N (Positive/Negative) and 8% P/P (Positive/Positive). Average discrepancy between genetic and echocardiographic results was 35% with most discrepancy (86%) associated with the P/N genotype.  In cats >3 years, 50% of echo-negative cats had a P/N genotype and no echo-negative cats had a P/P genotype. However, the incidence of echo-positive cats with N/N genotype increased from 0% to 50% with increasing age.

   Our study demonstrates substantial discordance between genotype and phenotype in heterozygous Italian Maine Coons <3-4 years of age.  Construction of age-specific detection curves for P/N and P/P genotypes is necessary to calculate the probability that asymptomatic subjects will develop the disease. The presence of some echo-positive cats with an N/N genotype indicates that factors other than the MYBPC3 G91C mutation are likely involved in HCM in Maine Coons.
