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Hypertrophic cardiomyopathy (≥ 15 mm)



Making the diagnosis

Identifying patients with cardiac hypertrophy – index of suspision

- Symptoms: shortness of breath, chest pain, palpitations, (pre) syncope

- Signs: abnormal ECG, cardiac murmur

- Family: first degree relative of know HCM patient



Diagnosis of HCM

At initial evaluation of a HCM patient clinical assessment is focused on:

▪ Etiology (including genetic testing)

▪ Pathophysiology

▪ Treatment options 

▪ Risk stratification for sudden cardiac death



Etiology of HCM

- Pathogenic DNA variant sarcomere protein gene 

- Unknown

- Other genetic and non-genetic causes (cardiac amyloid, Fabry, Danon) –

HCM phenocopies



Clinical evaluation

- Pedigree

- Signs

- Symptoms

- ECG

- Cardiac imaging

- Laboratory

Features of specific disease? 

Genetic testing



History and physical examination

- Age 

- Gender

- Race/ ethnicity (prevalence of pathogenic DNA variant TTR Val-122-Ile)

- Extracardiac manifestations (carpal tunnel in cardiac amyloid)

- Mode of inheritance (X-linked in mitochondrial disease)



Electrocardiography

▪ Raise the suspicion of hypertrophic cardiomyopathy

▪ ECG abnormalities may suggest a specific diagnosis or morphological variants:

- Giant negative T-wave inversion in patients with involvement of the apex

- Low of normal QRS voltages in the presence of LVH – amyloidosis

- Pre-excitation in patients with storage disease (Pompe, Danon, PRKAG2)

- Abnormal Q-waves, asymmetrical LVH or replacement fibrosis

Elliott et al. ESC Guideline 2014



Electrocardiography



Echocardiography

Central in the diagnosis and monitoring of HCM:

▪ Left ventricular wall thickness

▪ Systolic function

▪ Diastolic function

▪ Left atrial enlargement

▪ Mitral valve abnormalties

▪ Left ventricular outflow tract obstruction in rest and during provocation



Left ventricular outflow tract obstruction

Definition LVOT gradient ≥ 30 mmHg (≥ 50 mmHg haemodynamically important)

In rest and/ or during physiological provocation (Valsalva, exercise)

Peak gradient = 88 mmHg



Cardiovascular magnetic resonance imaging

Cardiac morphology, ventricular function and myocardial tissue characterization.

- Patients with poor echo windows, echocardiography inconclusive

- Suspicion of alternative diagnosis

- Risk stratification (maximum wall thickness, ejection fraction, apical aneurysm and extent

of fibrosis)

- Guidance of invasive therapy



LGE in cardiac amyloid

CMR

Apical aneurysm
Extensive LGE



Conclusions

- Index of suspicion

- Clinical evaluation, with special focus on (family) history

- Don’t forget the ECG

- Central role for echo (including provocation)

- Added value of CMR



Thank you!


