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Abstract
Introduction: Yamaguchi Syndrome accounts for 15.0 - 25.0 % of 

all cases of hypertrophic cardiomyopathies in Japan. In addition, about 
54.0 % of patients are symptomatic, including palpitations, dyspnoea, 
dizziness, syncope and chest pain. 

Objective: To present a special case of Apical Hypertrophic 
Cardiomyopathy (AHCM) in a female and Brazilian patient over eighty 
years old, as well as their recovery with pharmacological treatment. 

Highlight of Case: The present case report has its notorious 
importance due to its occurrence in patient without oriental descent; 
Longevity of the patient demonstrating the efficacy of pharmacological 
treatment; exhaustion of image evaluation methodologies for 
diagnosis and therapeutic conduction. 

Conclusion: The evolution of imaging diagnostic resources has 
made AHCM evaluation more elaborate, often providing information 
that helps therapeutical conduction, allowing an increase in survival 
with a significant improvement in quality of life.
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Introduction 
Yamaguchi Syndrome represents 15.0 - 25.0 % of all cases of 

hypertrophic cardiomyopathies in Japan [1]. Although it is the 
most prevalent of genetic diseases, the prevalence of AHCM in 
the world population is low, around 0.02 to 0.20 %. With initial 
studies supporting more benign prognosis but more recent 
reports suggesting cardiovascular morbidity from 25.0% to 30.0% 
and mortality in 4.0 % to 29.0 % of cases [2]. In addition, about 
54.0 % of the patients are symptomatic, including palpitations, 
dyspnoea, dizziness, syncope and chest pain [1,2].

Thus, AHCM is diagnosed by means of complementary 
examinations, where some alterations are detected: 
Echocardiogram ECG (T-wave and > 10.0 mm); Echocardiogram 
(tip obstruction); Left ventriculography (aspect of swords [3]. 
Precordial pain is the most frequent symptom ranging from 

11.1 % 1 to 73.9 %; Following palpitations from 13.33 to 44.4%; 
Dyspnea from 1337 to 33.3% and fatigue from 103 to 15.4 % [3, 
4].

Diagnosis is performed in adulthood, however, there are some 
severe cases in adolescence [5-9]. Sakamoto, et al. performed 
171,306 electrocardiograms (ECG) in Japanese schoolchildren 
under 15 years of age, and found no case with T wave alterations 
[3]. The study by Morimoto, et al. in Japanese adults, who 
detected changes in giant T in 11 of 12,898 (0,085 %) males and 
in 6 of 21,232 (0,028 %) females, increasing the incidence with 
increasing age [16].

This was confirmed by Bielli, et al. who accompanied 
an 86-year-old patient, who had not presented any 
electrocardiographic changes until the age of 70. The apical form 
can be transmitted genetically, as well as being associated with 
other types of AHCM in individuals of the same family [10].

The present study aimed to present a special case of 
apical hypertrophic cardiomiopathy in female and Brazilian 
patients over eighty years old, as well as their recovery with 
pharmacological treatment.

Highlight of Case
The present case report has its notorious importance due to 

its occurrence in a patient without oriental descent; Longevity 
of the patient demonstrating the efficacy of pharmacological 
treatment; exhaustion of image evaluation methodologies for 
diagnosis and therapeutic conduction.

Case
MHC, female, Caucasian, from Rio de Janeiro, with type 2 

diabetes mellitus and hypothyroidism, began follow-up in 2012 
with persistent dizziness and fatigue at medium efforts. The 
electrocardiogram revealed sinus tachycardia with an inverted T 
wave with a maximum amplitude of 6.00 mm and signs of Left 
Ventricular (LV) hypertrophy. Echocardiography revealed grade 
II diastolic dysfunction and preserved systolic function (Figures 
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1, 2). LV analysis indicated significant hypertrophy in all apical 
segments, with normalization of mid-basal segment thickness. 
The aspect of the LV was noted in “swords suit”, an image 
suggestive of Apical Hypertrophic Cardiomyopathy (AHCM). 
No significant gradient was identified in the left ventricle 
outflow tract, and the valvular apparatus evaluation identified 
mild, mild, mitral and tricuspid aortic regurgitation. Cardiac 
magnetic resonance revealed an increase in the thickness of 
all apical myocardial segments, being the largest apical-apical 
diameter 18.00 mm thick (Figure 3). It also revealed a discrete 

Figure 1: Diastole Echocardiography Image

Figure 2: Systole Echocardiography Image

Figure 3: Resonance Magnetic Image

area of late mesocardial enhancement, of non-coronary pattern 
in all apical segments, estimated in 2.0 grams, corresponding to 
approximately 2.0 % of the myocardial mass. After four years 
of pharmacological treatment with amiodarone hydrochloride 
(100.0 mg/ day), trimetazidine dihydrochloride (70.0 mg/ day), 
metoprolol tartrate (50.0 mg/ day), acetylsalicylic acid (100.0 
mg/ day), rosuvastatin calcium 5.0 mg/ day) and levothyroxine 
sodium (100 mcg/ day). The patient continues with excellent 
clinical evolution and improved quality of life.

Discussion 
The descriptions of AHCM date back to the 19th century. In 

1979, Yamaguchi and his colleagues published a series of 30 
patients with cardiomyopathy with apical presentation, a study 
that gained great repercussion and denominated Yamaguchi’s 
Disease [3,12].

Apical hypertrophic cardiomyopathy (Yamaguchi syndrome) 
is a rare subtype of hypertrophic cardiomyopathy. The syndrome 
is most common in Japan, where it was first described. Outside 
Japan, it is a very rare cause of hypertrophic cardiomyopathy 
[12,13].

AHCM typically has an autosomal dominant inheritance 
pattern, but may also be sporadic. Recent studies suggest the 
association of AHCM with genetic mutations in ACTC1, TPM1, 
MYBPC3 and MYH7, and current studies are underway to identify 
other contributing genes. It is characterized by hypertrophy 
of the left ventricular apex, inversions of deep T waves on the 
electrocardiogram, and a silhouette of ace-of-spades of the 
left ventricular chamber [1]. The phenotypic variants of AHCM 
include predominant apex hypertrophy, obstruction of the 
ventricular medium with cavity obliteration, and left ventricular 
aneurysm.

In this context, the heterogeneity of its presentation and 
clinical variability causes AHCM to have a late or lost diagnosis 
[1]. In the absence of epicardial coronary artery disease, AHCM 
is caused by myocardial ischemia due to the narrowing of the 
intramural coronary arteries of small vessels of the hypertrophied 
myocardium, as well as increased demand for oxygen in the 
myocardium [3]. Ventricular arrhythmias may also occur 
due to asymmetry hypertrophy of the left ventricle, resulting 
in dizziness, syncope or sudden cardiac death. Still, there is 
compromised filling of the left ventricle due to the stiffness of the 
wall and subsequent reduction of the cardiac output. Increased 
atrial pressures and dilatation of diastolic dysfunction can lead to 
atrial fibrillation, which predisposes to stroke [11].

Complementary imaging has become indispensable for the 
therapeutic planning of patients with AHCM [11]. In unusual 
presentations such as apical morphology, the determination of 
aspects such as myocardial fibrosis, valvar regurgitation, systolic-
diastolic dysfunction, complex arrhythmias, myocardial ischemia, 
among others, shows the importance of diagnostic resources 
in order to allow longevity with quality of life as In the case 
described above [11-16].

It is important to differentiate this electrocardiographic 
alteration from others attributed to: Morgagni-Adams-Stokes 
syndrome, ischemic disease, bradycardia, metabolic disorder, 
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right ventricular hypertrophy with right bundle branch block, 
encephalic changes and transient changes during coronary 
angiography due to apical hypertrophy [12].

Thus, only after the work performed by Yamaguchi et al., 
Covering 30 patients, it obtained a great repercussion, spreading 
the concept of this type of hypertrophic cardiomyopathy.

Conclusion
The evolution of imaging diagnostic resources has made 

AHCM evaluation more elaborate, often providing information 
that helps therapeutical conduction, allowing an increase in 
survival with a significant improvement in quality of life.
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