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Abstract 

A 23 year old man presented with erythematous non-pruritic rash over his trunk since childhood. Family history 

was non-contributory, and he did not have any major or chronic medical illness in the past. There was no history 

suggestive of paresthesias, exertional dyspnea or focal neurological deficit. 
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Case Report: 

A 23 year old man presented with erythematous non-pruritic rash over his 

trunk since childhood. Family history was non-contributory, and he did 

not have any major or chronic medical illness in the past. There was no 

history suggestive of paresthesias, exertional dyspnea or focal 

neurological deficit. 

On examination, he had a diffuse macular rash over his trunk, with 

multiple scattered cherry red painless papules. Systemic examination was 

unremarkable. 

Based on the typical angiokeratomas on trunk, a possibility of Fabry 

disease was considered. Confirmation was by enzyme analysis which 

showed markedly reduced α-galactosidase activity (3.8 nmol/hr/mg [8.1-

28.5]). 

 

Figure 1: Colour photograph showing reddish brown papular angiokeratomas 
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Discussion: 

Fabry disease was first described by Johannes Fabry and William 

Anderson in 1898, and results from mutation of GLA gene, leading to 

decreased levels of α-galactosidase enzyme [1]. Mode of inheritance in 

X-linked recessive, and females are occasionally affected due to 

inactivation of one X chromosome.  

Neuropathic pain is the commonest manifestation (81.4%) caused by 

deposition of globotriaosylceramide in the dorsal root ganglion, followed 

by corneal opacities (76.9%), angiokeratoma (36%), hyperhydrosis, 

cardiac and renal involvement [2]. 

Angiokeratomas are the commonest dermatological manifestation, with 

age of onset at 5-10 years, seen mainly in the “bathing area”. It is typically 

described as non-blanching, red to blue-black lesions ranging from 1 to 5 

mm in diameter. Microscopically, it is composed of a vascular 

proliferation in the papillary dermis, with overlying acanthosis and 

keratosis [3]. 

Treatment of choice is recombinant enzyme infusion given at 2 weekly 

intervals, which results in resolution of dermatological lesions in more 

than 95% of cases [4]. 

Fabry disease, though being one of the common lysosomal storage 

disorders, is generally not diagnosed in childhood. A holistic approach is 

crucial for early and correct diagnosis, so that early enzyme replacement 

therapy can be initiated to ensure better outcome and improved quality of 

life. 

Take Home Messages: 

 Angiokeratomas in the bathing area is virtually pathognomic of 

the disease 

 A holistic approach is crucial for early and correct diagnosis.  

 Early enzyme replacement therapy should be initiated to ensure 

better outcome and improved quality of life. 

References:  

1. Anderson W. (1898) A Case of "Angeio-Keratoma." Br J Dermat. 

10(4):113-117. 

2. Arends M, Wanner C, Hughes D, et al. (2017) Characterization of 

classical and nonclassical Fabry disease: a multicenter study. J 

Am Soc Nephrol. 28(5):1631-1641. 

3. Zampetti A, Orteu CH, Antuzzi D, et al. (2012) Angiokeratoma: 

decision-making aid for the diagnosis of Fabry disease. Br J 

Dermatol. 166(4):712-720. 

4. El Dib R, Gomaa H, Carvalho RP, et al. (2016) Enzyme 

replacement therapy for Anderson-Fabry disease. Cochrane 

Database Syst Rev. 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

 

 

 

 

 This work is licensed under Creative    
   Commons Attribution 4.0 License 
 

 

To Submit Your Article Click Here: Submit Manuscript 

 

DOI: 10.31579/2690-4861/135

 

Ready to submit your research? Choose Auctores and benefit from:  
 

 fast, convenient online submission 
 rigorous peer review by experienced research in your field  
 rapid publication on acceptance  
 authors retain copyrights 
 unique DOI for all articles 
 immediate, unrestricted online access 

 

At Auctores, research is always in progress. 
 
Learn more www.auctoresonline.org/journals/international-journal-of-
clinical-case-reports-and-reviews 

https://onlinelibrary.wiley.com/doi/abs/10.1111/j.1365-2133.1898.tb16317.x/
https://onlinelibrary.wiley.com/doi/abs/10.1111/j.1365-2133.1898.tb16317.x/
https://jasn.asnjournals.org/content/28/5/1631?utm_source=TrendMD&utm_medium=cpc&utm_campaign=J_Am_Soc_Nephrol_TrendMD_1
https://jasn.asnjournals.org/content/28/5/1631?utm_source=TrendMD&utm_medium=cpc&utm_campaign=J_Am_Soc_Nephrol_TrendMD_1
https://jasn.asnjournals.org/content/28/5/1631?utm_source=TrendMD&utm_medium=cpc&utm_campaign=J_Am_Soc_Nephrol_TrendMD_1
https://onlinelibrary.wiley.com/doi/abs/10.1111/j.1365-2133.2012.10742.x
https://onlinelibrary.wiley.com/doi/abs/10.1111/j.1365-2133.2012.10742.x
https://onlinelibrary.wiley.com/doi/abs/10.1111/j.1365-2133.2012.10742.x
https://pubmed.ncbi.nlm.nih.gov/27454104/
https://pubmed.ncbi.nlm.nih.gov/27454104/
https://pubmed.ncbi.nlm.nih.gov/27454104/
file:///C:/C/Users/web/AppData/Local/Adobe/InDesign/Version%2010.0/en_US/Caches/InDesign%20ClipboardScrap1.pdf
https://www.auctoresonline.org/manuscript

