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Abstract 
Angiokeratoma corporis diffusum is a dermatological hallmark of several inherited lysosomal 
storage disorders including Anderson-Fabry disease and other enzyme deficiencies such as fuco-
sidosis. We report a 4-year-old boy with neurodevelopment delay who was diagnosed as having 
fucosidosis following recognition of dermatological signs, angiokeratoma and telangiectasies. The 
diagnosis was confirmed by leukocyte oligosaccharide enzyme analysis. 
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1. Background 
Fucosidosis is a rare autosomal recessive lysosomial storage disease resulting from α-L-fucosidase deficiency 
[1]. Multiple angiokeratoma is the main dermatological feature of Fucosidosis [2]. We report a new case of fu-
cosidosis with variable dermatological signs: angiokeratomas, telangiectasies and nail bands. 

2. Case Report 
A boy aged 4 years, born of a consanguineous couple, hospitalized for several times with recurrent chest infec-
tions since 18 months. He has a family history of mental retardation in the brother in whom an oligosaccharido-
sis was suspected but not confirmed as he died at 5 years. 
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Clinical examination of our patient revealed a failure to thrive with statural retardation, a coarse face, an en-
larged spleen and delayed motor development. Skin examination showed widespread telangiectasies predomi-
nantly on palms, soles and eyelids. There were also distal purple nail bands (Figure 1) and many firm purple 
papules with hyperkeratosis covering the scrotum corresponding to angiokeratomas (Figure 2). These signs 
were observed since the age of 18 months and progressively increased with age. 

This clinical presentation leads us to suspect a lysosomial storage disease. Fucosidosis was considered given 
the dermatological features. Laboratory findings confirmed α-L-fucosidase deficiency. The child’s mother 
showed a low α-L-fucosidase activity suggesting a heterozygous state. 

3. Discussion 
Fucosidosis (MIM 230000) is a rare autosomal recessive lysosomial storage disease due to α-L-fucosidase defi-
ciency resulting in multisystem accumulation of oligosaccharides and shingoglycolipids. The disease presents 
with progressive mental retardation, motor deterioration, coarse facies, growth retardation, recurrent respiratory 
infections, dysostosis, visceromegaly and seizure [2]-[4]. 

Variable skin abnormalities are reported in the literature. The most frequent dermatological features of fuco-
sidosis are angiokeratomas and telangiectaies [3], which were both present in our patient.  

For a long time, angiokeratomas and particularly angiokeratoma corporis diffusum (ACD) were associated 
with fabry disease, however other storage diseases and particularly fucosidosis would be considered [3] [6]. As a 
matter of fact, ACD is now known to occur in several storage diseases related to deficiencies of enzymes that 
are involved in the metabolism of glycoprotein, including fucosidosis, sialidosis, and mannosidosis [5] [6]. 
 

 
Figure 1. Distal transverse purple nail hands.   

 

 
Figure 2. Multiple angiokeratomas on 
the scrotum and penis. 
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These lesions usually occur on the lower region of the trunk, buttocks, and thighs and are usually associated 
with an underlying enzyme deficiency in the metabolism of glycoprotein [6], as seen in our patient. 

The presence of angiokeratomas is correlated to intermediate forms of fucosidosis, and they become more 
common with increasing age [3] [4]. 

Other signs are rare, for instance, distal nail band [3], observed in our patient. In the series reported by Ben 
Turkia et al. [4], these nail bands were present in 2 patients. This distinct feature may arise from subungual te-
langiectaises or angiokeratomas of the distal nail bed [3]. There are case reports of it occurring even in normal 
individuals [5] [6]. 

Although ACD can rarely occur in patients with normal enzymes, it is important to look for enzyme deficien-
cies other than fabry’s disease and particularly fucosidosis. 
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