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OTOLOGICAL MANIFESTATION OF FABRY DISEASE

Yuika SAKURAI

Department of Otorhinolaryngology, The Jikei University School of Medicine

Fabry disease is an inborn error of metabolism with an X-linked inheritance. It is caused by a
deficiency of alpha-galactosidase A, a hydrolytic enzyme in the lysosome, resulting in the
accumulation of glycolipids in tissues throughout the body. This accumulation causes damage to a
variety of organs, including the ear. According to data from the Fabry Outcome Survey, the rates
of symptoms in men and women with Fabry disease are: hearing loss, 45.7% and 23.4%; tinnitus,
33.4% and 30.1%, and vertigo, 32.2% and 29.8%. Because few studies of Fabry disease have
involved the ear, whether enzyme replacement therapy can prevent these symptoms is unclear.
Hopefully, more data will be collected to clarify how to prevent and treat symptoms of the ear.

(Tokyo Jikeikai Medical Journal 2021;136:91-99)
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Fig.3. Frequency—specific thresholds for pure tone audiometry
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Fig.4. Transmission electron microscopic findings of
«-galactosidase A deficient mice (46w)"”
An alpha-galactosidase A deficient mouse (46 weeks)
showed stratiform accumulation of Gb-3 in the stria

vascularis (sv) and spiral ligament (sl) (| ) (X 10,000).
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Fig.5. Presentation of a case
This case is a 43—year—old man with Fabry disease.
During ERT, a sudden hearing loss occurred in his right ear.

Severe deterioration of right hearing

Partial recovery of hearing in the right ear.

O :right ear (down arrow: scale out)
X left ear

Partial recovery of hearing was observed after 3 months of treatment for sudden hearing loss.
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