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YAMAGUCHI SYNDROME: A POTENTIALLY UNDER-RECOGNIZED ENTITY?
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Background: Yamaguchi syndrome, also known as apical variant hypertrophic cardiomyopathy (HCM), as per most studies, accounts for only 1-2% of all HCM cases in non-Japanese population. We report a cases series of this rare HCM variant in African-American patients suggesting the possible under-recognition in this population.
Cases: (1) A 57 year old Afro-American male who was hospitalized for distal radius fracture, reported transient dizziness. Electrocardiogram (EKG) showed left ventricular hypertrophy (LVH) with giant T wave inversions in antero-septal leads. Trans-thoracic echocardiogram (TTE) showed abnormal apical hypertrophy without mid-cavitary gradient. Cardiac MRI (CMR) was obtained confirming apical-variant HCM. He was later discharged on Metoprolol. (2) A 53 year old Afro- American female presented following a syncopal episode. She reported intermittent dizziness for last 2 months. EKG showed LVH and deep T wave inversion in pre-cordial leads. TTE showed severe apical hypertrophy. CMR confirmed the Yamaguchi syndrome. Pt had recurrent non-sustained ventricular tachycardia during hospitalization. She underwent implantable defibrillator placement and was discharged on Diltiazem.
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Discussion: Apical HCM is characterized by hypertrophy of the myocardium predominantly in the apical region of the left ventricle (LV). Most patients have a relatively benign course, but occasionally significant arrhythmias, sudden cardiac death and apical infarctions with apical aneurysms can occur. Typical features include "giant" T wave negativity on the EKG, particularly in the precordial leads and a “spade-like configuration” of the LV cavity at end-diastole on left ventriculography. 
Echocardiography has its limitations in evaluating the apex. CMR is the preferred modality for diagnosis, as it not only helps identify functional and morphological abnormalities of the apex but can aid in detection of apical myocardial injury. 
Given these cases of apical HCM presented in a short time-span, it raises the question whether it is potentially under-recognized in the Afro-American population!
