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Two Cases of Oculocutaneous Albinism with Congenital Nystagmus

Gyu Cheol Han, MD', Jung-Hoon Lee, MD' and Hae Jung Paik, MD?
! Department of Otolaryngology; and’Department of Ophthalmology, Gachon Medical College, Incheon, Korea

ABSTRACT

Albinism is a hereditary disease caused by the defect of tyrosinase that converts tyrosine to dihydroxyphenylalanine (DOPA).
‘Oculocutaneous albinism’ is classified as hypopigmentation of skin, hair and eyes, but incidences of ‘ocular albinism’ where
hypopigmentation is limited to eyes are found rarely. Biochemically, albinism is caused by the tyrosinase activity. Typical fin-
dings in oculocutaneous albinism include not only ophthalmologic problems such as hypopigmentation of skin, foveal hypoplasia,
photophobia and decreased visual acuity but also congenital nystagmus. We cannot determine distinctive characteristics of ny-
stagmus of albinism because domestically, there are only a few reports that have been recorded correctly about nystagmus of
albinism. Merely, we present our experience of two cases of albinism with congenital nystagmus because we think that these two
cases, showing different types of nystagmus and electronystagmography, stand for the two representative types of nystagmus

found in the literature up to date. (Korean J Otolaryngol 2004;47:683-91)
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Fig. 1. A & BO Right and left eye of
patient 1. C & DO Fundoscopic view
of right and left eye of patient 1.
Abnormally increased choroidal
vasculature is seen.

Spont. Nystagmus - Eyes open

Spont. Nystagmus — Eyes closd
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Fig. 2. Recordings of spontaneous nystagmus and
gaze nystagmus of patient 1. Pendulous spontan-
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eous horizontal nystagmus is seen.
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Fig. 3. Recordings of saccade test and pursuit test
of patient 1.
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Fig. 5. Pedigree of patient 2. Inheritant trait is auto-
somal recessive pattern. *stands for patient 2.

Fig. 6. A & BO Right and left eye of patient 2. Color
of both iris and eye brows are white (upper eye
brows are dyed with cosmetics) C & D : Fundos-
copic view of right and left eye of patient 2. Ab-
normal increased choroidal vasculature is seen.
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Fig. 7. Recordings of spontaneous and gaze ny-
stagmus of patient 2. Right beating spontaneous
nystagmus is at lighting situation, and it's direction
is inverted at dark situation. There is right beating
nystagmus at right gaze and left beating at left gaze.

Fig. 8. Recordings of saccade test and pursuit test
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of patient 2.
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Fig. 10. Recordings of position and positioning test of patient 2. There is right beating at right Dix/Hallpike test. In left Dix/Hallpike test,
there is left beating nystagmus at supine and right beating at sitting position. In positional test, there is left beating nystagmus at

center and left roll test, right beating nystagmus
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at right roll position.
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