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X chromosome translocation breakpoint being
between Xq26-27. 13 More than five unrelated female
patients with the typical clinical features of
Duchenne muscular dystrophy were reported to have
an apparently balanced reciprocal X autosome tran-
slocation 46XX, t(X;A), and, although different
autosomes were affected among the patients, the
breakpoint on the X chromosome was invariably
Xp2l.'4

It is tempting to assume with reference to the
above reports that the present case was indeed one of
Norrie's disease, a rare X-linked recessive disorder
characterised by bilateral blindness due to severe
vitreoretinal dysplasia and in some instances by
associated mental retardation and hearing impair-
ment. Heterozygous females do not show any clinical
symptoms with normal karyotypes.6 The clinical and
histopathological features of the present case are
consistent with the full clinical symptoms of Norrie's
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disease except for the associated facial dysmorphic
anomalies, which are not usually found in this
disease.67 By analogy with the sporadic female
patients of X-linked disorders mentioned above, it
may be possible to conclude that the present case had
Norrie's disease due to X autosome translocation. If
this interpretation is correct, it is suggested that the
gene locus of Norrie's disease is located at the short
arm of the X chromosome.

Genetic linkage studies have suggested a loose
linkage of Norrie's disease with the glucose-6-
phosphate dehydrogenase locus,6 and no measurable
linkage with Xg blood group locus.65 The former
locus has been assigned to the long arm of the X
chromosome, Xq28, and the latter to the short arm of
the X chromosome, Xp2.'6 Our assumption for the
Norrie's disease gene locus, the short arm of the X
chromosome, seems inconsistent with these genetic
linkage data. In any event family studies of Norrie's

Fig. 8A Giemsa-banded
karyotype ofthe patient.
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Fig. 8B Idiogram showing the apparently balanced
reciprocal translocation between chromosome Xand 10

(arrows).

disease with reference to the linkage with various
gene loci mapped on the X chromosome, and
detailed chromosome analysis on sporadic female
patients with features of Norrie's disease, will be
required for a more precise localisation of the
Norrie's disease gene.
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