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Summary

A 46-year-old man with Fabry’s disease having aortic regurgitation and complete atrioventricular
(AV) block was presented. In spite of severe aortic regurgitation (Seller’s grade 3/4), his two-dimensional
(2-D) echocardiogram revealed increased thickness of the left ventricular wall with mild dilatation. The
myocardial echo showed a fine granular sparkling texture suggesting phospholipid deposition in the
myocardial tissue. The membranous portion of the interventricular septum was thickened, and the
aortic valve was thickened and had imperfect coaptation. Endomyocardial biopsy of the right side of
the interventricular septum revealed intramyocardial vacuolization by light microscopy. Electron mi-
croscopy confirmed the presence of myelinoid lamellar inclusion. Electrophysiologic examination re-
vealed an intra-Hissian AV block. A DDD pacemaker was implanted and the patient’s symptoms were
improved. Valvular replacement was not attempted due to the danger of suture failure.

The patient’s brother (41-year-old) also had increased thickness of his left ventricular wall on echo-
cardiography, and a complete AV block by ECG, but no valvular abnormalities. His sister (45-year-old)
had increased thickness of the left ventricular wall on echocardiography, and negative T waves by ECG,
but she had no cardiac symptoms. The possibility of cardiac involvement in this heterozygous woman
with Fabry’s disease should also be considered. The patient’s 38-year-old sister and all the children of
all family members had normal left ventricular wall thicknesses and normal ECG.

These findings may correspond to the age-related disease severity. The possiblity of cardiac abnor-
malities should be considered in heterozygous women with Fabry’s disease.

AEBRFEESR F—AFE First Department of Internal Medicine, Nagoya Uni-
4 BTHIEXEEEERT6SEH (T466) versity, 65 Tsurumai, Showa-ku, Nagoya 466
Received for publication August 13, 1987; accepted November 4, 1987 (Ref. No. 33-6)

— 580 —



%ﬁ) u-”jiy %m, [E3:8

Key words
Fabry’s disease Echocardiography
Phospholipid deposition

Aortic regurgitation

Fine granular sparkling texture

& C®Ic

Fabry J%ifEtESt@E o FERE S REE
D1 5T Y, a-galactosidase A DIHEFKHK
ik VERERB S BEE S h, o R
ceramide trihexide MpEEL, KPS, AIEERESE,
RAEELR L OBBHREBREREZET2HREEBT
HBY. LIETIE FE S DRI AL,
DG OIEER AT 55, FEEREETSL
FHEBER L ShTw32Y). He i Kk
FEREBIVRELEE T vy 7 24L&
Fabry o BiEBE#BR L 20T, ORIKE
FlLED, FEDLTa—KED KEE BET
5. {#f3%E 1z Hewlett Packard 77020A <
D, TIrA F—V REH L OLBOFEOHRE

I IT I Vr VL M

% SSH-40A # w7z

fiE )

B OF: 465 B

X I FIERIRRREE

BRE: 0BEIVFERO B A H D,
LEFOAB Ry 7 TRL2FEE 7 v v 7 L DEX
rigEh, TORIERVEEL 2ic v RE—
NEZZL, BEOHABRLL.

BAR: INEEOEI YV RFXEERFE IR,
RBEEOMBER N Zohle. 13FmTOBERKE
RIEEZIEHIL TN 3.

ABEREAE : HE 167cm, KE 67kg. fkik
hEETHERRPLETATHS 00, FER
BEix RAF. M 163/54 mmHg, ¥ 35,

Vi V2 V; Vs Vs Vg

AN S NI I 0
1 T

s »,|‘_»t..r. =

=t =i T
ey

=
=

Fig. 1. A standard 12-lead electrocardiogram of a 46-year-old man with Fabry’s disease.
Comoplete atrioventricular block with heart rate of 44/min is shown. QRS duration is 0.10 sec.
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Fig. 2. Chest radiograph of a 46-year-old man
with Fabry’s disease.

Increased cardiothoracic ratio (CTR=679,) and
mild pulmonary congestion are observed.
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Fig. 3. Color and pulsed Doppler echocardiograms in a 46-year-old man with Fabry’s
disease.
A relatively large aortic regurgitant (AR) jet is observed in the left panel and diastolic turbulent flow
indicating AR is illustrated in the right.
LV =left ventricle; LA =left atrium; Ao=aorta.
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Fig. 4. Two-dimensional echocardiograms of long- and short-axis views in a 46-year-old
man with Fabry’s disease.

Two-dimensional echocardiograms reveal increased thickness of the left ventricular wall without
prominent dilatation. The myocardial echoes show a fine granular sparkling texture which suggests
abnormal substance probably indicating phospholipid deposition. The membranous portion of the
interventricular septum is also thickened.
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Fig. 5. Endomyocardial biopsy findings from the right side of the interventicular septum.
Irregular hypertrophy and perinuclear vacuolization (arrow) of the myocardium are observed by

light microscopy (left). Electron microscopy (right) confirms glycolipid deposits in the presence of

myelinoid lamellar inclusion (arrow).

BEDPNBLHARDT R e < & B
BLOBMERFICHEIRE O EFIC L2 b 0 LEX
HALDZERTERK 25 A b A . FEFEEG TiE cera-
mide trihexoside ¥i35ic & % L% 2 5 K
RIBIRO I = ) EHEEWY 234 6 hi- (Fig. 5).

I ER N a-galactosidase A J5f4: : 3.3 nM/hr/
108 cells (24BE1E i 5.7~ 36.0 nM/hr/106 cell, 3
BI0LLE) LIEfETH - 7.

BIGHTR . Ao FHEBICEBTHL AL
FREO/NEZBE, SBEEEEHC X Y, LIEER
fTixd %723, angiokeratoma corpoides diffu-
sum Th s LBWrshi.

BRAEMFIRE: c 2ARNELEE 7 vy
7 L2 &Rz, F£7- overdrive suppression
test (2T maxSRT (& 9.8 # L 20 2 e F 23 A 0
A, iR R bR S huTe.

e 1986457 426 H, DDD ~=— =2z % — %
— OB ZIAREAT,  HIEERERR L2 ~—
RA—H—FABZDO ME—F.Lza—HTit

FRARNCIE L, ZEENEOHE/IN LMD, %
BEOTEEHMX T 3 FFARISEZE L TR b
A%, DEPRBELAELAES— v 7Oy
HBYEERh 2 2 U7 (Fig. 6). KIRFABEIRL D
SNEHTRBRICEE L T, FRMS5E < o g E ok
FICL ) NIROMAREEIL = T TREME S E 2
b, BUERFHTH 5.

zmz (Fig. 7)

RAWMRE T1E, 41 oo a-galactosidase
A JEHEfE S 0.6 nM/hr/106 cells & KAE T & - 7z.
2 N\ ofifilk & F8E & bz 10 nM/hr/108 cell i
BEIEFRRHTH - 7225, i X0k Fo—
82 1% a-galactosidase A JEMAR T 23 &b, 3
ANOFN & carrier L#Ex Hhvr.

4 5%, Hol=a—[x (Fig. 8) T, A%
&R DM IR, BEHEBHE T 38 X ONDME o Al
POk o — A7, 43 L Lifiys, Wi
DR RT o h ot 415 v
LSERFE T v 7 B Y, BRAEIENRE T

— 593 —



A= e, A, E@ s

Fig. 6. M-mode echocardiograms in a 46-year-old man with Fabry’s disease before (top)
and after (bottom) pacemaker implantation.

After pacemaker implantation, left ventricular (LV) dimension decreases, but slightly hypokinetic
posterior wall motion persists and paradoxical interventricular septal motion is observed due to right

ventricular endocardial pacing.
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Fig. 7. Pedigree of the family with Fabry’s disease having leukocyte alpha-galactosidase

activity.
Affected males show low a-galactosidase activity. Female carriers show normal leukocyte a-galacto-

sidase activity, but some of their male children show low a-galactosidase activities.
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Fig. 8. Two-dimensional (long-axis view) and M-mode echocardiograms of the younger

brother, two sisters and mother with Fabry’s disease.
Younger brother (41-year-old) and elder sister (45-year-old) show increased thickness of their left

ventricular walls. Younger sister (38-year-old) and mother (71-year old, died at the age of 72-year-
old) show no hypertrophy of their left ventricles.
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Fig. 9. Comparison of myocardial echogenicity of Fabry’s disease (left) with that of cardiac

amyloidosis (right).

Compared with amyloidosis, the myocardial echogenicity of Fabry’s disease has ® more finely
granular sparkling texture, reflecting intracellular deposition of phospholipid in Fabry’s disease. In
contrast, amyloid deposition is extra-cellular (interstitial).
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