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Mitral stenosis in the Maroteaux-Lamy syndrome: a
treatable cause of dyspnoea
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Summary: The case is reported of a young woman with the Maroteaux-Lamy syndrome
(mucopolysaccharidosis type VI) who presented with rapidly progressive dyspnoea due to mitral stenosis.
Mitral valve replacement was performed and the appearance of the valve was typical of mucopolysac-
charide infiltration. Dyspnoea in patients with the Maroteaux-Lamy syndrome may be due primarily to
cardiac valve involvement, and in this setting, valve surgery is safe and effective.

Introduction

The mucopolysaccharidoses are characterized by
infiltration ofskeletal structures, cornea, meninges,
blood vessels and myocardium, among other struc-
tures.' Cardiac involvement has been reported in
85% ofpatients with Hurler's syndrome,2 and most
commonly presents as mitral regurgitation. The
incidence of valvular disease in other muco-
polysaccharidoses in variable, and was first des-
cribed in type VI (Maroteaux-Lamy syndrome) in
1972.3
Dyspnoea is a common symptom in patients

with mucopolysaccharidoses, and may presage a
terminal course from restrictive lung disease,
secondary to chest wall deformity. Valvular disease
may be difficult to recognize clinically in such
subjects,4 but is important as a potentially treatable
cause of dyspnoea. We report a young subject with
the Maroteaux-Lamy syndrome who presented
with rapidly progressive mitral stenosis, and who
responded well to mitral valve surgery.

Case report

A 25 year old single woman was admitted to the
hospital with progressive exertional dyspnoea. A
diagnosis of the Maroteaux-Lamy syndrome had
been made in childhood, but apart from a presenta-
tion with spinal cord compression, requiring cer-

vical laminectomy, she had remained well. There
was no other significant history, in particular, no
history of rheumatic fever. About 5 years prior to
this presentation, she had developed progressive
exertional dyspnoea. One year before admission,
she became unable to perform housework, and
developed orthopnoea and paroxysmal nocturnal
dyspnoea. The presence of mitral valve disease was
recognized, but although her symptoms transiently
improved with frusemide therapy, they rapidly
became limiting again.

Inspection revealed a young woman of short
stature and dysmorphic features, dyspnoeic at rest.
Cardiovascular examination indicated the presence
of mitral valve disease, with dominant mitral
stenosis and mild mitral regurgitation, and clinical
signs of pulmonary hypertension. The diagnosis
was supported by electrocardiographic and radio-
logical findings. Two dimensional and M-mode
echocardiography confirmed the presence of a
stenosed and rigid valve, with commisural fusion,
resembling a rheumatic valve (Figure 1). The aortic
valve was tricuspid and mildly echodense, with
normal leaflet excursion. Cardiac catheterization
demonstrated a mean mitral valve gradient of
18 mmHg, with a valve orifice of 0.83 cm. The
pulmonary artery pressure was 33/23 mmHg. Left
ventricular contraction was normal on ventriculo-
graphy, and there was no mitral regurgitation.
There was no systolic aortic valve gradient, and
minimal aortic regurgitation.
At surgery, the mitral valve was thickened,

nodular, and calcified. The myocardium was des-
cribed as being rubbery in texture, suggesting
mucopolysaccharide infiltration. Histological ex-
amination of the excised valve showed infiltration
with foamy cells and fibrosis, consistent with the
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Figure 1 M-mode echocardiograph of the mitral valve,
showing thickening and stenosis.

Maroteaux- Lamy syndrome. The mitral valve was
replaced with a size 2 M Starr-Edwards 6120
prosthesis.

Initial follow-up demonstrated marked improve-
ment of exercise tolerance, and regression of signs
of pulmonary hypertension. Three years following
surgery, the patient again complained of exertional
dyspnoea, and investigation revealed mild to
moderate aortic stenosis (Doppler peak gradient
45 mmHg), with normal prosthetic valve and left
ventricular function. Despite recent symptoms, her
clinical state remains improved, in comparison
with her status before valve replacement.

Discussion

The Maroteaux-Lamy syndrome is characterized
by clinical features similar to the other mucopoly-

saccharidoses, but is distinguished by the preserva-
tion of mental function, and by the predominant
urinary excretion of dermatan sulphate.5 Heart
valve involvement has similarities with that of
rheumatic fever, with nodular thickening along the
free margin and shortening and thickening of the
chordae.6 However, the valve disease may be
rapidly progressive, and the tissue infiltration is
with mucopolysaccharide, rather than inflamma-
tory tissue alone. Mitral stenosis was first described
in the mucopolysaccharidoses in 1960,7 but has
been reported only once before in combination
with the Maroteaux-Lamy syndrome.8

Reluctance to perform cardiac surgery in pa-
tients with the mucopolysaccharidoses may arise
because of poor life expectancy, due to respiratory
complications, mental retardation, or concern that
infiltrated myocardial tissue would be unable to
withstand repair.9 Our patient had normal mental
function, and was otherwise well. The absence of
operative or subsequent technical problems is
consonant with the limited experience of other
groups performing cardiac surgery in similar
patients.'o

Progressive dyspnoea in patients with muco-
polysaccharidoses is often attributed to terminal
respiratory disease. The possibility of significant
valvular heart disease is easily overlooked in the
evaluation of these patients, and surgical treatment
should not be disregarded in this setting. Despite
the progressive nature of this disease, this case
suggests that valvular surgery may provide worth-
while palliation of symptoms for several years.
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