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Malignant melanoma of the choroid in a mother and retinoblastoma in her son

Fig.4 Fundus photograph of the proband’s son (case IV-2)
shows a yellowish-white mass, retinal detachment, and
floating clusters.

CASE IV-2 (SON OF PROBAND)

The boy’s parents were consaguineous. Because of
his mother’s condition the child was examined by
indirect ophthalmoscopy in January 1983 at the age
of 6 years. His fundi appeared normal. On 22 March
1984 his right eye was struck with a pencil at school.
His corrected vision was 1-0 OU. A slit-lamp
examination disclosed a small conjunctival lacera-
tion, which healed two weeks later. An ophthalmo-
scopic examination showed no haemorrhage,
oedema, or tumour in the right fundus.

On 1 September 1984, at the age of 7, he returned
to us with a white pupil. His visual acuity was hand
motions OD and 1-0 with myopic correction
(—0-25 D) OS. The intraocular pressure was 12
mmHg OD and 15 mmHg OS. The cornea, anterior
chamber, and lens were clear bilaterally. Ophthal-
moscopically a yellowish-white mass 6 disc diameters
in length and 4 dioptres in depth and a retinal
detachment were seen inferiorly in the right eye
(Fig. 4). Neovascularisation was noted under the
surface of the mass, but pigmentation was not found.
Several small whitish clusters floated in the posterior
vitreous. A single bright-flash ERG response was
subnormal in the right eye and normal in the left. The
clinical impression of retinoblastoma was supported
by ultrasonography and orbital computed tomo-
graphy. Systemic evaluation and laboratory studies
were negative for extraocular extension. A chromo-
somal analysis revealed normal karyotypes. On
11 September 1984 the involved right eye was
enucleated. An increased level of lactic dehydro-

109

Fig. S5b

Fig.5 Histopathological specimen from the right eye of the
proband’s son. (a) Tumorous mass extends into the vitreous

cavity. (Hand E, X3). (b) Flexner-Wintersteiner rosettes are
visible. (H and E, x250).

genase activity was found in the aqueous humour.
Pathological examination showed a retinoblastoma
composed of rosette formations without extraocular
extension of the tumour (Figs. Sa, b). In March 1985
the patient was alive and well with no evidence of
metastatic disease.
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Discussion

An unusual association of uveal malignant melanoma
in a mother and retinoblastoma in her son was
observed. A hereditary tendency for cancer of the
stomach was noted in the family. Consanguineous
marriage was also found. It is unknown whether the
familial occurrence of stomach cancer or parental
consanguinity was related to the pathogenesis of the
ocular malignancy, despite the positive family
history.*

The incidence of uveal malignant melanoma varies
markedly among different races.® Ocular malignant
melanoma, such as that found in our proband, is very
rare in Japan.” Only a few cases of uveal malignant
melanoma have developed in blood relatives’ and in
spouses."” However, the importance of hereditary or
familial factors in the aertiology of uveal malignant
melanoma in humans is still obscure.

Retinoblastoma can be hereditary or non-
hereditary. The hereditary form is found in all cases
of bilateral retinoblastoma and in a small group of
unilateral cases." Chromosome 13 deletion has been
reported in some patients with familial retino-
blastoma.”? Our case IV-2 (son) had unilateral
retinoblastoma and normal chromosomal findings,
suggesting a non-hereditary form of the disease. His
intraocular tumor was discovered at the age of 7
years. Five months before this his fundi appeared
normal ophthalmoscopically, pointing to the rapid
growth of the retinoblastoma.

Death due to melanoma in two relatives of patients
with bilateral retinoblastoma has been reported in
one family.? However, we have no apparent explana-
tion for the rare occurrence of the two different
neoplasms in our family. Electron microscopy failed
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to reveal viral particles in the tumours in our cases,
and chromosomal analysis showed normal findings.
Perhaps other such cases reported in future may
reveal common aetiological factors.

The authors thank Dr T Yamada for preparing the figures, and Ms M
Gere for editing the manuscript.
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