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Kontrola plagiatorstvi zaruci, ze vas Clanek uspeje pri kontrole casopisem

Introduction
Hypertrophic cardiomyopathy (HCM) is a genetic cardiac condition that is
characterized by primary left ventricular hypertrophy and myofibrillar disarray in the
absence of any clear cause, such as hypertension or valvular heart disease [1-3]. The
clinical manifestations of HCM are highly variable, ranging from an asymptomatic and
13
benign course to refractory heart fallure or sudden cardiac death (SCD) (2, 4]. HCM
has been recognized as a leading cause of SCD in young athietes and can present
vithout warming signs or symptoms [5, 6). HCM has an autosomal dominant pattern of
Inheritance with heterogeneous expression and age-related penetrance (7, 8]
Mutations in at least 11 different genes encoding sarcomeric proteins have been
identified in 60%~70% of familial cases [9-11). The most frequent HCM-associated
mutations associated are in the genes for B-myosin heavy chain (MYH7),
myosin-binding protein C (MYBPC3), and troponin T (TNNT2) [12-15). Also, between

5%-10% of patients with HCM carry more than one mutation in one or more different

genes. These mutations are usually discovered in patients who present at a young age,

or in patients with atypical presentation who usually have poorer prognoses [18, 20]
Therefore, current clinical diagnostic guidelines recommend genetic testing for
patients with HCM [21-24]. Early diagnosis of HCM by gene sequencing may identify
individuals at high risk of SCD who could benefit from the preventive use of an
implantable cardioverter-defibrillator (ICD) [25)

Recently, whole-exome sequencing (WES) technologies have undergone rapid

development that have refined next-generation sequencing capabilities. WES isa

Whole-exome sequencing identified severe familial
hypertrophic cardiomyopathy associated with rare compound
heterozygous mutations in the MYBPC3 gene
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