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CASE SUMMARY 

 According to echocardiographic examination, patient was diagnosed in the age of 30 

as having hypertrophic cardiomyopathy. No laboratory tests abnormalities were detected at 

that time. 10 years later abnormal sings in skin around hips (angiokeramtos) developed. No 

signs of kidney dysfunction were present. Enzymatic diagnosis of Fabry revealed dramatically 

low level of alfa-galactosidase. Subsequently, Fabry disease was confirmed in his sister. 

Currently, 50-years old patient is treated with enzyme replacement therapy. During long-life 

history of LV hypertrophy at echocardiographic follow-up the authors observe, what they call 

a “paradoxically asymmetric LVH pattern” with predominant hypertrophy of the LV posterior 

wall and moderate hypertrophy of the interventricular septum without LV 

outflow/intraventricular gradient before treatment. After initiation of the ERT  20 years 

follow-up in echocardiography revealed development of intraventricular gradient of 

maximum 91 mmHg. 

 

DISCUSSION 

Fabry disease – multiorgan/systemic disease involving preferentially heart (LV storage 

manifested by hypertrophy, LV dysfunction, coronary microvascular angina) is a rare form of 

storage diseases. It is caused by an inborn error of metabolism of glycosphingolipids and results in 

the accumulation of globotriaosylceramide in tissues. Main cardiac feature include ventricular 

hypertrophy, most often concentric. Asymmetrical septal hypertrophy is observed in 5-10% cases. 

Enzyme replacement therapy controls the progression of the disease to some extent but long term 
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benefits and safety are unclear. Most studies indicate potential benefits of ERT on heart, nevertheless 

there are also studies with rather negative findings. The role of ERT in decreasing the LVOT 

obstruction is unknown. 

 

EXPERT’S OPINION 
 

Data show, that left ventricle overgrowth is asymmetric. LVOT gradient has developed over 

time. Whether interventricular septum ablation is recommended in this case it is questionable. 

Significant fibrosis and hypertrophy of the left ventricular muscle must cause important 

diastolic impairment. Administration of beta-blockers may be of some benefit. It would slow 

down the heart rate, prolong diastolic phase and left ventricle diastolic volume, and thus 

overall exercise capacity. Nevertheless in overgrowth like this, beta-blockers must be 

administer very carefully. There is a danger of decrease systemic resistance which would 

increase left ventricle dysfunction. The ongoing multiorgan storage disease, rather disqualifies 

this patient from the heart transplant. Although no strong data are available so far. Wider, 

international expertise may be requested in this case. 

 

CONCLUSION 

 
Carefull initiation of bet-blockers may be considered. Close echocardiographic follow-up with 

exercise capacity assessment is required. Heart transplantation is rather questionable 
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