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Familial exudative vitreoretinopathy (EVR) is
an hereditary condition characterized by local pe-
ripheral vascular anomalies or absent peripheral
vascularization of the retina (Criswick and Schep-
ens, 1969). The ophthalmological features are very
similar to those seen in retinopathy of prematurity.
The clinical manifestation can be extremely vari-
able and ranges from peripheral vitreous strands to
retinal folds and traction. In the most severe cases,
complete retinal detachment may lead to phthisis
bulbi (shrinkage of the globe). In the majority of
cases, EVR is inherited in an autosomal dominant
manner (adEVR, McKusick No. 133780), but a few
families with X-linked inheritance (XEVR, Mc-
Kusick No. 305390) have also been reported
(Godel et al., 1978; Plager et al., 1992; Fullwood
et al., 1993). Norrie syndrome is an X-linked re-
cessive disorder (for review, see Warburg, 1966),
which shares some similarity with EVR in its oph-
thalmological features. However, the eye condition
in Norrie disease appears to be at a more advanced
stage at birth. Furthermore, Norrie disease is often
associated with progressive sensorineural deafness
and/or mental retardation, never observed in
XEVR. The Norrie disease gene has recently been
cloned (Berger et al., 1992a; Chen et al., 1992),
and various mutations of the gene have been iden-
tified in many patients (Berger et al., 1992b;
Meindl et al., 1992). Very recently, a missense
mutation (L124F) in the Norrie disease gene has
also been detected in a family with XEVR (Chen et
al., 1993).

Here we present the results of a molecular ge-
netic analysis of the Norrie disease gene in a 29-
year-old male patient with X-linked EVR. Low vi-
sual acuity of the propositus has been noted since
birth. When he was three years old, the right eye
was enucleated because an intraocular tumor was
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suspected after recurrent iritis. Histological exam-
ination revealed severe intraocular inflammation
without any malignancy. Visual acuity on the left
eye remained unchanged until adulthood. In the
last few years a slight decrease of visual acuity was
noted. At last examination, he was 29 years old.
Visual acuity was 20/300 with medium myopia
(—3.0 diopters) and accompanying nystagmus. In
the left eye, the anterior segment was normal. The
retina showed severe temporal dragging of the ves-
sels, including the macula. In the area of the mac-
ula, a scar with peripheral hyperpigmentation and
central depigmentation was seen. At last examina-
tion, no exudates were present. However, it can-
not be excluded that areas of central and periph-
eral scars have been partly induced by retinal
exudates. The peripheral retina showed pigmenta-
tion between the equator and the ora serrata on
the temporal side. Nasally, equatorial degenera-
tions were present.

Severely reduced visual acuity is known in sev-
eral maternal male relatives. The mother and ma-
ternal grandmother of the propositus have normal
visual acuity. Two sisters and a brother of the
mother as well as their children (two sons, two
daughters) have normal visual acuity, as have the
two daughters of the propositus. However, an oph-
thalmoscopic examination of these family mem-
bers has not yet been performed. In conclusion,
the characteristic funduscopic picture, the low
(but still retained) visual acuity, and the lack of
extraocular manifestations together with the fam-
ily history strongly suggest that the patient de-
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