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Case study

Sly disease :
First case report in Morocco

ABSTRACT

A nine year old child with clinical and
radiological features leading to Sly
disease, The diagnostic was confirmed
with high urinary glycosaminoglycans and
very low leukocyte B-glucuronidase
activity. This is the first case of MPS VII
reported from Morocco.
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INTRODUCTION

Sly disease (Mucopolysaccharidosis Type
VIl) is an extremely rare lysosomal storage
disorder with autosomal recessive
inheritance due to B-glucuronidase
enzyme deficiency!. Less-severe forms of
Sly disease present during the first years
of life with features of MPS-I but slower
progression. We present the first
Morrocan case Sly disease in order to
decribe its clinical, biological and
radiological, features

CASE REPORT
It’s a nine year-old child, he was born to
first-degree consanguineous parents.

At A

Figure 1 : Coarse facies, pathognomonic
clinical sign

The diagnosis of Sly Disaese was
suspected on the clinical features : coarse
facies (figure 1), macrocephaly, short
stature, low weight, Joint stiffness, right
inguinal hernia, mental retardation,
recurrent upper respiratory tract, snoring
and noisy breathing, bilateral Cloudy
cornea and slight insufficiency of mitral
valve with a remodeled mitral valve, and
radiological data multiple dysostosis
(figure 2).

The diagnosis was confirmed by the study
of urinary glycosaminoglycans witch were
high and leukocyte B-glucuronidase
activity was low (< 0.1 umol /1 / h fora
normal value>5 umol /| / h) (figure 3).
molecular analyses is ongoing.

The treatment was only symptomatic.

Enzymes Unit Cut-off

activities value
Alpha-L-lduronidase 4.9 umol/L/h | >1.5
Iduronat-2-sulfatase 6.1 umol/L/h | >2.5
N-Acetylgalactosamin-6-s| 3.0 umol/L/h | >0.2
Arylsulfatase B 28.5 umol/L/h | >1.0
Beta-glucuronidase 0.1 umol/L/h  >5.0

Figure 3 : Biological findings
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DISCUSSION

Sly syndrome is caused by mutations of
the GUSB gene located on chromosome
7921.11. Mutations result in a deficiency
of B-glucuronidase, intracellular storage of
glycosaminoglycan fragments and a very
wide range of clinical involvement 2.

The most severe form presents as lethal
nonimmune fetal hydrops and may be
detected in utero by ultrasound exam?3.
Some severely affected newborns survive
for some months and have, or develop,
signs of lysosomal storage including thick
skin, visceromegaly, and dysostosis
multiplex.

In this case, the patient had clinical
features that match the pathology, added
to both biological and radiological
features that confirms the diagnosis.
Less-severe forms of the Sly disease
present during the first years of life with
features of MPS-I but slower progression.
Corneal clouding varies. Patients with
manifestation after 4 years of life have
skeletal abnormalities of dysostosis
multiplex but normal intelligence and
usually clear corneae®.

Sly disease was confirmed by elevated
urinary glycosaminoglycans (GAGs) and
deficiency of B-glucuronidase and
molecular analyses.

CONCLUSION

Sly disease patients usually exhibit milder
phenotypes than other types of MPS. The
treatment of Sly disease is currently
symptomatic pending the advancement of
enzymatic replacement therapy®.
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