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Two Patients with Fabry Disease Diagnosed in Childhood

Sayaka TAMIYA, Yasushi ITO, Hirokazu OGUNI,
Eri MIZOGUCHI, Sawako SUMIDA and Makiko OSAWA
Department of Pediatrics, Tokyo Women'’s Medical University School of Medicine

~ We report 2 patients with Fabry disease diagnosed in childhood. By the time the 2 patients visited our hospi-
tal, 3 years and 9 years, respectively, had passed since the development of symptoms. During this period, the pa-
tients’ symptoms had been overlooked and they had been misdiagnosed with conditions such as an orthopedic
disease, a psychogenic reaction, feigned illness, and arthralgia or myalgia accompanying infection. Although the
symptoms of Fabry disease appear in childhood, this disease is diagnosed after adolescence in most cases. On the
basis of our experience with these 2 patients, we have discussed the problems faced in childhood by individuals
with Fabry disease. Patients who have undiagnosed and, therefore, untreated Fabry disease live with severe
pain in childhood. Pain crises remarkably impair their quality of life (QOL) and may be connected with growth re-
tardation; restrictions in daily life, including refusal for admission in schools; psychological distress; and depres-
sion. The awareness levels of pediatricians regarding this disease has a very significant impact on the patient’s
life, especially with respect to aspects such as QOL and prognosis. Therefore, it is important that pediatricians
should not overlook or misdiagnose this treatable disease and that efforts be made to detect this disease early.
According to the observation in our 2 patients, we think that confirmation of corneal opacity and angio kera-
tomas and the presence of mulberry bodies in the urine would be useful for early detection of this disease.
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Fig. 1 Clinical course of patient 2
After therapy, he has been freed from severe pain and gained 10 kg weight in 3 months

Fig. 2 Clinical findings useful for a diagnosis of Fabry disease
a) Angiokeratomas on the scrotum of patient 2
b) Mulberry body in urine of patient 2 (Sudan II stain); Fat body in Fabry disease shows
layered structure and no difference in size, unlike other disease. Scale bar =20 pm.
¢) The fruit of a mulberry tree.
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