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Background: Fabry’s disease is a x-linked (passed on by the x sex chromosome of either parent) metabolic disorder. There is a deficiency of the lysosomal enzyme (-galactosidase A. Thus there is progressive accumulation of glycosphingolipids in multiple organs. 


Symptoms begin in childhood. Fever, acroparesthesia, and GI upset are typical complaints. There can be anhidrosis, cutaneous angiokeratomas, CVA, cardiovascular, and renal disease. Life expectancy is shortened. 


Treatments are experimental in these patients. They include enzyme replacement therapy, gene therapy, and bone marrow transplantation.

Methods: Oral examinations were conducted on 13 patients with Fabry’s disease. Exams were visual and radiographic. A questionnaire was also given.

Results: All patients were male and ranged in age from 21-51 (mean=36). Telangectasias (77%) were seen on gingiva and unattached mucosa as well. Angiokeratomas (62%) were seen on the lips, gingiva, and unattached mucosa. The tongue was fissured to varying degrees in most patients (local 62%, generalized 23%). The fungiform papillae were more erythematous than usual (70%). Polyps, cysts, and pseudocysts of the maxillary sinus (38%) could be appreciated on T2-weighted axial cuts and panoramic radiographs as well. 


Malocclusion was a universal finding. Mandibular or maxillary prognathism (75%) and diastemas (71%) were seen in those who have not undergone orthodontics. Forty-six percent of patients subjectively reported xerostomia but clinically the salivary glands and saliva were functional and deemed adequate. Cranial nerve examination was normal. 

Conclusions: Given the high rate of oral and dental abnormalities, patients with Fabry’s disease need a thorough oral evaluation. Orthodontic intervention sooner rather than later is also indicated. 

Definitions:

Acroparesthesia = burning feeling of the hands and feet.

Angiokeratoma = a superficial dermal hemangioma over which there is a wartlike hyperkeratosis or acanthosis. 

Anhidrosis = absence of sweating.

Telangiectasia = dilation of a previously existing small or terminal vessel. 

