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Summary

Four patients with Fabry’s disease diagnosed by right ventricular endomyocardial biopsy had
cardiac manifestations simulating hypertrophic cardiomyopathy (HCM).

Case 1: A 5l-year-old woman, whose elder sister had congestive heart failure, was hospitalized
for exertional dyspnea and cardiomegaly. Her electrocardiogram (ECG) showed a short PQ inter-
val (0.10 sec) and left ventricular hypertrophy. Her echocardiogram (Echo) showed moderate sym-
metrical hypertrophy of the left ventricle (IVST/PWT =18 mm/17 mm).

Case 2: A 32-year-old woman, whose elder sister had an abnormal ECG, was hospitalized for
the ECG abnormalities consisting of a short PQ interval (0.10sec) and ST-T changes in the left
precordial leads. The Echo revealed mild symmetrical hypertrophy of the left ventricle (IVST=
13 mm, PWT =13 mm).

Case 3: A 44-year-old man was hospitalized for his ECG suggestive of left ventricular hy-
pertrophy, and his Echo showed asymmetrical septal hypertrophy (ASH; IVST =22 mm).

Case 4: A 5l-year-old man was hospitalized for his ECG showing high voltage in the left
precordial leads, and his Echo showed ASH (IVST=20 mm).

The cardiac histopathological findings of these cases included cytoplasmic vacuolization by light
microscopy, and electron-dense deposits consisting of parallel or concentric lamellae with periodic
spacing, suggesting Fabry’s disease. The urinary glycolipids of Case 1 were increased biochemical-
ly ; then the diagnosis of Fabry’s disease was confirmed. Cardiac hypertrophy in Fabry’s disease has
many aspects, because the histopathological changes and clinical manifestations are determined by
genetic factors.

It was concluded that Fabry’s disease may be concealed in some patients with the clinical diag-
nosis of HCM.
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Fig. 1. Chest radiograph, electrocardiogram and echocardiograms (Case 1).

The PQ interval is short (0.10 sec) and symmetrical left ventricular hypertrophy of moderate degree
is present.

[VST=18 mm, PWT=17 mm, LVDd=42 mm, LVDs=26 mm, EF=0.76.
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Fig. 2. Histopathologic findings (Case 1).
Upper paunels: Light micrographs show cytoplasmic vacuolization (left) and PAS positive deposits

(right). Although a few PAS positive deposits can be observed, most are lost during the slide pre-
paration.

Lower panels: Electron microscopy shows electron dense deposits, which consist of lamellae with

a periodic arrangement and are located in the cytoplasm of the myocytes.
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Fig. 3. Chest radiograph, electrocardiogram and echocardiograms (Case 2).
The PQ interval is short (0.10sec), and left ventricular hypertrophy is almost completely sym-

metrical.
IVST=13mm, PWT=13mm LVDd=36 mm, LVDs=17 mm, EF=0.90.
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Fig. 4. Histopathologic findings (Case 2).
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The histopathological findings are similar to those of Case 1.

Mg X f (Fig. S &ZLEE) <&, Ok 50%
LIEH. LER (Fig. SALE) T3 SVi+RV;
Z 5.1mV LEEMT, FERcEXREE T Kz
Bl @BEEHE Fig. STH) T@, LEHR
[ 22 mm, ZESEEE 13 mm &, JEFEA
M ER oY

DM ERTT R (Fig. 6): Yegi<ix, ML, 2 &
R RS L 2 38, B T2 o RS Y
3 14% oMpHiaicsE s b h, # o periodicity
B 54A b o 7e

w=H 4 515% Btk

I DEREE ORE

B © 1976 4EET X 0 IILE 3 X O BEIRE &2
s nre. 1982 48 1 A, —iMERE fFlE o
few ABeH, OEMRE RS

BEAEIRE « Rt R L

FMEIE + RBINNZIE

HOgE: B E 172 cm, k& 84 kg. IR 78/5y,
#. e 144/80 mmHg. 03, MR ILICIER.

WRAEFTR « FEARTRER TERE 208 L e ISR
MR, MRS (F, BHELZS0) ICREZZD
eho .

— 710 —



SSRiE e L e T e LS R s
i
;‘V
o Va V
Vi . Vv
o ! ” e
T /-
e o~ 8 e || o AU
{ ~ | \

CTR 50%

SHIMOSAKAS,:

Fig. 5. Chest radiograph, electrocardiogram and echocardiograms (Case 3).
The echocardiograms show asymmetrical septal hypertrophy.
IVST=22 mm, PWT=13 mm, LVDd=47 mm, LVDs=31 mm, EF=0.71.
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Histopathologic findings (Case 3).
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The histopathological findings are similar to those of Cases 1 and 2.
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Fig. 7. Chest radiograph, electrocardiogram and echocardiograms (Case 4).
The echocardiograms show asymmetrical septal hypertrophy.
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Fig. 8. Histopathologic findings (Case 4).
The histopathologic findings are similar to those of Cases 1, 2 and 3.
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Table 1. Patient characteristics

Fabry JRO.LBTR

Case 1 Case 2 Case 3 Case 4
Age/Sex 51/F 32/F 44/M 51/M
Symptom/ECG Exer. dysp. ECG abnor. ECG abnor. ECG abnor.
Family history Fabry’s disease ECG abnor. WPW syn. Sudden death
(Sister & nephew) (Sister) (Brother) (Father)
Physical exam.
Corneal change - - ? ?
Ret. vas. change + — ? ?
Angiokeratoma - - ? ?
Hypertension + - + +
Proteinuria + - - -
Edema + - — —

Exer. dysp.=exertional dyspnea ; ECG abnor.=electrocardiographic abnormality ; WPW syn.=Wolff-Parkinson-
White syndrome ; exam.=examination ; Ret. vas. change=retinal vascular change.

Table 2. Laboratory data

Case 1 Case 2 Case 3 Case 4

ECG

PQ interval (sec) 0.10 0.10 0.20 0.20

SV;+RV; (mV) 6.2 2.6 5.1 4.2
Echocardiography

IVST/PWT (mm) 18/17 13/13 22/13 20/12
Histology

PAS(+) deposits + + + +
Electron microscopy

Myelin figure + + + +

Periodicity (A) 56 49 54 49
Biochemistry

U-CTH Increased Normal ? ?

Leukocyte a-gal. Normal Normal ? ?

ECG =electrocardiogram ; IVST=interventricular septal thickness; PWT=posterior wall thickness; PAS=
periodic acid Schiff; U-CTH=urinary ceramide trihexoside; a-gal.=a-galactosidase.
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