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Objective: To study genetic variation in the CRYAB gene in patients with hypertrophic cardiomyopathy (HCM). Background: HCM is a dominantly inherited disease defined by unexplained myocardial hypertrophy and mutations in several genes coding for sarcomeric proteins have been shown to cause HCM. In the gene (CRYAB) coding for aB-crystallin, a small heat shock protein with a chaperone-like function and a high level of expression in the heart, several single nucleotide polymorphisms (SNPs) have been identified. In addition, a missense mutation in the coding region, R120G, has been associated with attenuated chaperone-like function and desmin-related myopathy. In a clinically well characterized cohort of 74 probands with HCM and 96 controls without known cardiac disorders we examined whether polymorphisms or mutations in CRYAB were associated with HCM. Methods: Genomic DNA was extracted and the 5upstream region and coding region of CRYAB were amplified by PCR using intronic primers (coding region) and screened for mutations using single strand conformation polymorphism/heteroduplex analysis followed by DNA sequencing of aberrant conformers. Results: One G1165A (Genebank accession no. M28638) synonymous codon change was identified in exon 1 without any frequency difference between patients and controls. In addition -A652G, -G650C and -C249G (Genebank accession No. M28638) promoter SNPs were identified with no frequency difference between patients and controls. Conclusion: CRYAB polymorphisms are hardly of importance as HMC associated genes. 

