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Summary

Hunter syndrome is one of the mucopolysaccharidosis, which
arc arare group of genetic diseases. Itisdue to adeficiency
in the enzyme Iduronate 2-sulphatase. This in turnleadsts
the accumulation of glycosaminogliycans, dermatan and
heparansulphate. The intra and extracellular accumula-
tion of this substances lead {o multisystemic organ abnor-
mality. We present a patient with Hunter syndrome who
presented with invelvement of the skin, cardiovascular sys-
tem, the eyes and musculoskeletal system. We have also
included a literature review. Asfaraswe know, itis the first
casereported in a Nigerian,
Key-words: Hunler syndrome, Complications, Nigerian.
Résumé

Le syndrome du chasseur est I'un de la mucopolysacharidose,
qui sont un groupe rare des maladies génétiques. 1l est
attribuable a 1a carence de 'enzyme Iduranate 2-sulfate. Ceci
encore provoque une accumution de glycosaminoglycans,
dermatan ct sulfate d’heparin. L'accuroulation de 'intra e
exiracellulaire ‘de ce mati¢res provoquent un orgafie
multisystémique anormal. Nous présentons un paticnt atteint
syndrdme de chasseur ~'lei<3‘. 1ant systeme
cardiovasculaire, des yeux ¢t systd sculosgtelettique.
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Hun er syndrome is one of the g
(MPS) which are a

solysaccharidosis,
rare group of] <Zs:nex,zc diseases., resulting

from defects in various 1‘/\1‘;5(‘411&1 enzyaties, which break down

MUCOPOIYSac weharides. T hesedefects fead to accumulation
of glycosaminogiycang insvarious organs. Individuals
affected have a striking appearance, and are referred to as
‘gargoyles’? )

here are abeut'thirtcen different clinical syndromes of
MPS.2 We reportaicase of Hunter syndrome, as far as we

know this is the first reponeﬂ case in a Nigerian.
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Fig. 2 Pebbly appearance of the skin, characteristic of Hunter syn-

drome.

There was no other significant past medical history. He was

sond of 4 children. All other siblings were well. There
is no family history of a similar problem. Mother claimed no
merber of her family had presented with a similar problem.
The patient is presently in the third year in the secondary
schoo! and appears to be doing well.

Clinical examination revealed a young boy with short
stature, height 1.2 meters. He had a large head with coarse
facial features, bilateral peri-orbital cedema, flat nose, thick
lips and a large tongue (Fig. 1). He had about six firm painless
nodules about 1em in diameter, on the scalp. He also hada
protuberant abdomen
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Fig, 3 I’tum rediograph :)j both hands slm'”m'r coarse ;‘rab'
with widened metacarpal shafis and narrowing or tapering of thei
proximal ends.

Yig. 4 Plain radiographs of the Iumbosacral spine showing ove

shaped vertebrae with anierior-inferior beaking of T12 und 1.1

Cardiovascular assessment was essentially nors
except for an apical systolic murmur (gr 3/6).

echocardiogram showgd a bifid ao valve anc
regurgitationof both m me, woai“ valves. The musculo-
skeletal system revea 1 d aw like ds and stiff joints in
e extremities.

Skin examination revealed a thickened md ine
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Hunter syrdraiic

Tt is caused by a deficiency in the activity of the iyso-
somal en 17y me eX0 hydrolase iduronate-2-sulphatase located

al Xq28. A number of mutations in the X-chromosomal hu-

man iduronate-2-sulphatase gene have now been identified.

The mutations described 'ncluu, various ¢ f‘!"*ums splice-
site, and point mutations. The enzyme deficiency leads (o
intraceilular and extra cellular ace umul ion of
glycosaminoglycan, dermatan and heparan sulphate. '

The accumulation of glycosominoglycans in the vari-
ous tissues leads to organomegaly, skeletal deformities,
neurodegeneration and coarsening of facial features. Most
patients with mucopolysaccharidosis have a characteristic
appearance, which led to the term ‘gargoyles.” They have
large heads, large tongues and usually have a short stature
with a protuberant abdomen.

There are 2 main types of Hunter syndrome, a severe
type A associated with neurodegencration leading to mental
retardation, dysostosis multiplex and death before the age of
fiftcen years as a result of cardiac or respiratory difficulties.
The mild form is associated with normal intelligence, skeletal
and cutaneous abnormalities and survival to adult hood.
Other intermediate forms of the syndrome exist whic can be
explained by the varied mutations that occur. We feel our
patient may have a mild form of the disease. Although the
syndrome is uncommon world wide, a higher inc
been reported amongst Jews in Isracl.

cidence has
There arc very few
reports of the syndrome in blacks, especially Africans (Per-
sonal observation).
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dren. Excellent reviews of oral complications, in these pa-
tients have been documented. The musculoskeletal com-
plications include claw shaped hands and stiff joints. Other
musculoskeletal deformities picked up by radiological inves-
tigations are documented below.

The radiological manifestations of Hunter’s and Hurler’s
syndromes (MPS 1) are similar.” Theimaging features of the
extremities are usually varied with the upper limb more af-

fected than the lower limbs. The long bones are usually
sclerotic and thickened at the shaft with tapering towards the
An increased angulated obliquity of the ‘growth end
plates with the radius and ulna tipped towards each other
may be evident. The most characteristic appearance is the
proximal tapering of the metacarpals as seen in this case re-
port. Coxa valga of the femoral head with.genu valgum is
constantly present in the [ower limbs.  Larger skull with
dolicocephalic shape has been reported. Prominence of the
frontal Dont, with “J shaped” sella turcica may also be
present. On.y the dolicocephalic shape and prominence of
the parietal bone werewnoticed in our patient. Radiological

examination of the mandible and dentition were not carried
out.

end.

Varied imaging features may also be present in the spine
and pelvis. Thesedinclude anterior inferior beaking of the
lumbar vettebrae. occasional vertebrae hypoplasia with an-
eular kyphosis CX Hypoplasia and demineralization of the
pedicics and widening of the interpendicular spaces with or
without posterior vertebrae scalloping are common radio-
logical features. Fanning of the iliac wings and tapering of
the ilia near the acetabulum are the usual bone pelvic changes.
The acetabuluom may aiso be shallow as reported in this case
report. Other abnormalities include widened nb shafts witha
spatula like “narrow origin and bullet nose.” Appvarmﬂe
of the termination resulting in a “canoe paddle” rib.

Opf l: wological complications are common in patients
with MPS. Corneal clouding is absent in patients with Hunter
syndrome and this helps to distinguish it from the other
mucopolysaccharidosis. Retinitis pigmentosa,
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blurred disc marg

elevated and
ins leading to chronic I()dDix loedema and
optic atrophy have all been documented. Our patient’s
to the retinitis pigmentosa.
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Accumulated MPS may

- other celis in the skin.
Where diagnosis is not clear enyzime level in fibroblas

or white blood cells could be measured. Level of enzyme
deficiency found is not synonymous to clinical severity of
the illness. There is no cure presently for Hunter syndrome
so medical care is directed towards relieving symptoms.
Monitoring of the cardiovascular and respiratory systems is
impgl),rtam. Pre-naial testing is also available for children at
risk.

Where

¢ possible, hacmatopoietic stem cell transplant or
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enzyme replacement therapy counld be carried out. Re-
ports have shown reversal of skin cha 1g¢s, hepato splenom-

cguly and ¢ ard;ov‘mcuhr u)zmhcam‘ns after the b.msnlan-

in children. However skeletal cha nges are irrev
Bone narrow transplantation within the

life is advocated where possible.
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