©
2017 2019

Research in molecular and genetic epidemiology of hypertrophic cardiomyopathy
and other cardiomyopathies

FUJINO, Noboru

3,700,000
82 HCM 57.3% 55.4
44 54%
MRI LGE 60  73% %LGE
=2.12 p<0.01  %LGE ROC
AUC=0.96 >8.1% =93.2% =89.5% =
91.1% =91.9%
HCM HCM
MRI LGE HCM
LGE
HCM MRI %LGE
MRI
HCM

Cardiac magnetic resonance (CMR) with late gadolinium enhancement (LGE)
revealed a variation in the extent of myocardial scarring, a pathological hallmark of hypertrophic
cardiomyopathy (HCM). We aimed to investigate whether variations in the extent of LGE in HCM
patients can be explained by the presence or absence of disease-causing mutations. We analyzed data
from 82 unrelated HCM patients who underwent both LGE-CMR and next-generation sequencing. We
identified disease-causing sarcomere gene mutations in 44 cases (54%). The extent of LGE on CMR was
an independent factor for predicting mutation-positive HCM (odds ratio 2.12 [95% confidence interval

1.5-3.8], P<0.01). The area under the curve of %LGE was greater than that of the conventional
Toronto score for predicting the presence of a mutation 50.96 vs. 0.69, P<0.01). Sensitivity,
specificity, positive predictive value, and negative predictive value of %LGE (cutoff >8.1%) were

93.2%, 89.5%, 91.1%, and 91.9%, respectively.
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