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Figure 1 Funduscopic appearance of optic
nerve headfolowing latent trauma.

rFgure Z rFuorescein angtogram snowing
absence of retinal circulation and
hyperfluorescence around edge of disc.

swelling around the left optic nerve head. A
fluorescein angiogram (Fig 2) revealed a 360
degree section of retinal tissue from the edge
of the optic disc. There was no filling of the
retinal vasculature with copious leakage at the
edge of the optic disc. Electrodiagnostic tests
revealed a virtually extinguished ERG and a

broadened and attenuated visual evoked
potential. Magnetic resonance imaging re-

vealed an increase in signal from the left optic
nerve. Six months later she presented to the
department with an acute development of
rubeotic glaucoma. A total retinal detachment
was also noted at this stage.

COMMENT
To our knowledge this a unique case. In the
literature there are several cases of traumatic
anterior optic neuropathy but none described
where the retina is completely severed around
its insertion to the optic nerve head.' The
incidence of indirect traumatic optic neuropa-
thy varies following closed head trauma (0 5-
5%). Classically, injuries that occur anterior to
where the central retinal artery enters the
optic nerve produce abnormalities in the reti-
nal circulation in association with visual loss.
Further, avulsions of the optic nerve as it
enters the globe produce a distinct picture
with a partial ring ofhaemorrhage at the optic
nerve head. We postulate that the central reti-
nal artery and vein were consequently severed
during the original injury which resulted in
the absence of blood supply to the inner
retina. The precise mechanism whereby this
may have occurred is speculative. One possi-
bility could be that a violent rotational injury
occurred with sudden deformation of the
globe. A pattern of central retinal occlusion
was seen (pale ischaemic retina with a cherry
red spot at the macula). The resulting
ischaema which ensued either from the former
or from the total retinal detachment was the

stimulus for neovascularisation with the devel-
opment of rubeosis iridis and rubeotic glau-
coma. The development of this complication
is unusual but is recognised (5%-20% of cen-
tral retinal artery occlusion developing rubeo-
sis as a complication).2
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Werner's syndrome

EDITOR,- Werner's syndrome, known also as
paneria or adult progeria, is an autosomal
recessive inherited disease which displays the
features of accelerated aging.

Werner's syndrome has been reported with
diverse ocular changes such as juvenile
cataract, nystagmus, blue sclera, proptosis,
keratoconjunctivitis, cloudy corneas, iris te-
langiectasis, retinitis pigmentosa, macular
degeneration, and chorioretinitis.' Cataract is
the hallmark ofWerner's syndrome, appearing
usually between 10 and 20 years of age.
Involvement is generally bilateral and visual
acuity deteriorates rapidly. The recommended
treatment in these cases is extracapsular cata-
ract extraction. In Wemer's syndrome, after
cataract surgery, bullous keratopathy is a com-
mon complication2 3 and penetrating kerato-
plasty is suggested in these cases. Here, we
describe a patient with Werner's syndrome
and incomplete Leopard syndrome who had
successful penetrating keratoplasty. No clini-
cal signs of corneal graft failure were noticed
after a 1 year follow up.

CASE REPORT
A 48-year-old Bedouin man, whose parents
were first cousins, was followed in our centre.
The patient's medical history included
hoarseness, hearing difficulties, and marked
sclerodactyly. He appeared older than his age,
small in stature, with a typical bird-like facies,
thin high pitched voice, and irregular teeth
with malocclusion. The adipose tissue was
reduced over all his body. The skin was tense,
shiny, and adherent with innumerable hyper-
pigmented macules varying in size that
resembled ephelides and simple lentigines.
At 30 years of age, he underwent uneventful

bilateral intracapsular cataract extraction.
Subsequently, a secondary glaucoma devel-
oped in both eyes and responded to antiglau-
coma treatment. In 1992, aphakic bullous
keratopathy appeared in the left eye while fail-
ing to respond to treatment.

In 1994, the patient complained of severe
pain and a decrease in visual acuity in the left
eye. His best corrected visual acuity with
spectacles was 6/15 right eye with a refraction
of +12.0 dioptres and hand motion with full
light perception left eye with +10.0 dioptres.
Slit-lamp examination in the left eye showed a

Table 1 Features ofWerner's syndrome

After Thannhauser:
1 Shortness of stature*
2 Premature greying of hair
3 Premature baldness*
4 Scleropoikilodermatous skin*
5 Trophic ulcers of the legs*
6 Juvenile cataracts*
7 Hypogonadism*
8 Tendency to diabetes*
9 Calcification of blood vessels
10 Osteoporosis*
11 Metastatic calcifications
12 Tendency to occur in siblings or parental
consanguinity

After Salk:
13 Thin high pitched voice*
14 Increased incidence of neoplasia
15 Flat feet*
16 Hyperreflexia*
17 Irregular dental development*

*Indicates those features of the disease that were
present in our patient.

Table 2 Features ofLeopard syndrome

1 Generalised sparing of mucous membranes*
2 Abnormal genitalia*
3 Ocular hypertelorism
4 ECG abnormalities*
5 Sensorineural deafness*
6 Growth retardation
7 Endocrine disorders*
8 Pulmonic stenosis*
9 Cardiomyopathy*

*Indicates those features of the disease that were
present in our patient.

severe bullous keratopathy with diffuse cor-
neal opacities and deep corneal neovasculari-
sation. In the right eye, the cornea was clear.
Both eyes were aphakic. Intraocular pressure
was normal in both eyes. Fundus examination
in the right eye showed a total disc excavation.
The left fundus could not be seen, and
ultrasound did not reveal any posterior
segment abnormalities.
He underwent uneventful penetrating

keratoplasty in his left eye. Histopathological
examination of the corneal button showed
bullous formation and extensive subepithelial,
fibrous tissue that had replaced Bowman's
layer. Twelve months later, the corneal graft
was clear and visual acuity had improved.

COMMENT
The patient described displayed the classic
features ofWerner's syndrome. He had 12 of
the 17 criteria defined by Thannhauser4 and
completed by Salk' (Table 1). In addition to
the classic features ofWerner's syndrome, our
patient had some features that are not found
inWerner's syndrome but are, however, found
in Leopard syndrome (that is, ECG changes
and sensorineural deafness)6 (Table 2). He
also displayed some features that are common
both to Werner's syndrome and to Leopard
syndrome (growth retardation, abnormal
genitalia, and endocrine disorders). The histo-
logical and ultrastructural findings of some
lentigenes showed the presence of melano-
somes in Langerhans cells as reported recently
in Leopard syndrome.7
The possible existence of a generalised

mesenchymal defect had been suggested in
Werner's syndrome.8 Our patient may be an
example of an association of genetic defects
affecting both tissues of neuroectodermal and
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mesenchymal origin. We assume, as do other
authors, that the degenerative corneal changes
can derive from a primary ectodermal de-
fect.3 4 9 10
To our knowledge, this is the first report of

successful penetrating keratoplasty associated
with Werner's syndrome and incomplete
Leopard syndrome.
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Bilateral combined hamartoma ofthe
retina and the retinal pigment
epithelium

EDrroR,-Combined hamartomas of the retina
and the retinal pigment epithelium (CHR-RPE)
are rare developmental tumours, which may
occur anywhere in the fundus. According to
Gass' we distinguish two types-a juxtapapillary
one, producing symptoms in late childhood or
early adulthood, and a peripheral type, including
those close to the macula, which is typically dis-
covered in young healthy children. They are
believed to occur in one eye only and may be
easily misdiagnosed even as malignant tumours.
We describe here a young boy with a bilateral
combined hamartoma.

CASE REPORT
An 8-year-old otherwise healthy boy was first
admitted to our hospital in July 1992 with a 1
year history of decreasing visual acuity in his
right eye. We saw a greyish, slightly elevated
tumour in the area of the temporal vascular
arcade including the macula. The left fundus
appeared normal at this time.
At the age of 6 full visual acuity (10/10) and

normal fundus appearance had been docu-
mented for both eyes by the referring ophthal-
mologist.
On a second admission to our hospital, 18

months later, visual acuity in the left eye was
found to have decreased to 6/10 and now a
similar process could be seen in the left
fundus.
During 21/2 years of follow up visual acuity

finally decreased to 1/10 in the right eye and
remained almost unchanged in the left eye.

Anterior segment findings were normal.
There was no strabismus, and ocular motility
was free. Family history was unrevealing.
The greyish tumour surface showed fine

wrinkling caused by a superficial gliosis with
traction ofthe great vessels towards the macu-
lar area (Fig 1). There was no retinal detach-
ment.

B-scan echography revealed a flat thicken-
ing of the retina in the area of the tumour but
no extraretinal extension.

Fluorescein angiography showed normal
filling times and no exudation in the late phase
(Fig 2).
Computerised perimetry (Octopus 1-2-3,

GlX-program) showed a diffuse sensitivity

Figure 2 Bilateral combined hamartomas of the
retina and the retinal pigment epithelium,
medium to late phasefluorescein angiograms.
There is no dye leakage in either eye; note the
marked distortion of the great vessels. The pictures
correspond to Figure 1 (A) right eye, (B) left
eye.

Figure I Bilateral combined hamartomas of the
retina and the retinal pigment epithelium, greyish
tumours with a superficial gliosis, and traction of
the great vessels towards the centre of the tumour.
60° photographs of the right (A) and left (B)
fundus at age 9.

loss in the central visual field with a small
absolute scotoma in the centre ofthe right eye.

COMMENT
This case is uncommon for two reasons.
Firstly, CHR-RPE is believed to be a unilat-
eral eye disease, leading to monocular
(pseudo) strabismus in some cases. Schachat
et al,' reviewing 60 cases of CHR-RPE, stated
in 1984 'neither bilaterality nor...have been
seen in combined hamartomas ...'. To the best
of our knowledge our patient is the second
published case of a bilateral CHR-RPE. In the
first case, described by Laqua and Wessing in
1975,3 the tumours were located closer to the
optic disc and both lesions were seen on first
examination. Angiography was not performed
in their patient, probably because the child
was only 4 years old.

In both eyes of our patient the clinical
appearance was typical for CHR-RPE,2 5 as it
met the main criteria: slight elevation, pig-
mentation, mixture of retinal tissue and
pigment epithelial cells, gliosis with superficial
traction, and distortion of the vessels.
Our patient had a macular (peripheral) type

of the disease with tumours not involving the
optic disc and an early age of onset of
symptoms.

Differential diagnosis must consider hyper-
trophy of the retinal pigment epithelium, mel-
anocytoma of the optic disc, choroidal mela-
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