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butyrylcholinesterase gene with valvular disease in congenital heart disease patients.

Butyrylcholinesterase (BuChE) is involved in cholinergic neurotransmission and plays an
important role in hydrolysing and detoxifying exogenous acetylcholine (ACh). The A1 variant of
BuChE has been associated with late-onset Alzheimer's disease. The authors hypothesized that

the BuChE A1 allele is overrepresented in a population of congenital heart disease (CHD)
patients with valvular heart disease (VHD) because of the cholinergic involvement in cardiac

development. The authors compared the frequencies of the BuChE A1/A2 and A2/A2 genotypes
in 78 CHD patients with VHD (group I) and 400 controls matched by age, sex, and ethnicity

(group II). They also compared the genotype frequencies of the patients with aortic regurgitation
(AR) and their noncardiac control, matched by sex and ethnicity. In the CHD patients with VHD,
the frequency of the BuChE A1 allele was significantly higher than that in controls (odds ratio

1.95; 95% confidence interval 1.17-3.30; P = 0.01), and this difference was particularly
prominent in patients with the Ahlstrom-Burgher grade IV VHD (odds ratio 2.38; 95 6d1f23a050
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