
the considerations of the UK National Screening

Committee about childhood screening for amblyopia.

We hope the very large number of ophthalmologists

who support BOSU, including those who contributed

specifically to our study, will be reassured about the

quality and value of work undertaken through BOSU.

Far from employing ‘suspect methodology’, BOSU

uses a well-established approach to provide a unique and

powerful resource for the epidemiological study of

uncommon ophthalmic disorders, which is envied

outside the UK. The BOSU ensures that an evaluation of

ascertainment is included in the study methodology and

reported as part of the findings. In time, the studies

undertaken through it can be expected to contribute a

significant body of evidence on which clinical practice

and policy will be basedFas the example of the British

Paediatric Surveillance Unit, now in its 17th year and on

which BOSU is modelled, so clearly shows.11 It would be

a great pity if BOSU were prevented from fulfilling this

potential role in ophthalmology in the UK.
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Sir,
Neurofibromatosis type 1 presenting with Horner’s

syndrome

Johann Friedrich Horner1 described the syndrome

of ptosis, miosis, and anhydrosis as a result of

interruption of sympathetic innervation to the eye in

1869. We describe a patient who presented with a

preganglionic Horner’s syndrome secondary to a

malignant peripheral nerve sheath tumour who was

subsequently diagnosed as having neurofibromatosis

type 1 (NF1). This case highlights the importance of a

thorough investigation of any patient presenting with a

Horner’s syndrome and, to the best of our knowledge,

this is the first reported case of NF1 presenting with a

Horner’s syndrome.

Case report

A 31-year-old woman presented with a 2-month history

of a drooping left eyelid. She had no past ocular or

medical history. There was a left-sided ptosis and pupil

examination revealed an anisocoria that was greater in

the dark. These findings were felt to be consistent with a

left Horner’s syndrome. Lisch nodules were noted
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bilaterally (Figure 1). Optic discs were healthy bilaterally.

Cutaneous examination revealed several small

neurofibromas, some café-au-lait spots and axillary

freckling. The remainder of the systemic examination

was unremarkable and in particular there were no T1

physical signs to suggest a thoracic inlet (Pancoast’s)

syndrome.

A computerised tomography (CT) scan of the

chest was performed (Figure 2), which showed a

nonenhancing dumb-bell-shaped mass extending

from the root of the neck anterior to the first rib to

approximately 2 cm above the level of the aortic

arch. The mass displaced the vessels in the root

of the neck anteriorly and abutted the T2 vertebral

body posteriorly. A further low attenuation left

axillary mass was noted sitting inferolaterally to the left

axillary vein and artery. The remainder of the

mediastinum was normal and the lung parenchyma

were clear.

The patient subsequently underwent exploration and

resection of the tumours. The left axillary tumour was

found to be a neural tumour in a small branch coming off

the infraclavicular brachial plexus. The tumour in the

root of the neck was discovered to be two separate

tumours: one arising from the T1 nerve root and the

other from the sympathetic chain. Histology showed

that the axillary tumour was a plexiform neurofibroma

and that the two tumours in the root of the neck were

both malignant peripheral nerve sheath tumours

(MPNST).

The patient was reviewed by the clinical geneticists

who diagnosed NF1, on the basis that the three separate

neural tumours combined with the cutaneous signs

fulfilled the criteria established in 1988.2 There

was no previous family history of NF1. The patient made

an excellent recovery from the operative procedure

and is currently undergoing follow-up by the

oncologists.

Comment

Patients with Horner’s syndrome may be separated

into three groups according to the site of the lesion,

these being central, preganglionic, and postganglionic. 3

The preganglionic (second-order) neuron for sympathetic

supply to the eye begins in the ciliospinal centre of

Budge between the eighth cervical vertebra and the

fourth thoracic vertebra (C8–T4) of the spinal cord.

The axons exit the spinal cord via the anterior horn,

pass through the pulmonary apex and enter the

sympathetic chain in the neck, synapsing in the

superior cervical ganglion. Although pharmacological

testing of the patient’s pupils was not performed, the

pathology revealed as a result of surgery confirms the

Horner’s syndrome in this case to be preganglionic in

origin. Malignancy has been reported to be the cause of

about 25% of cases of preganglionic Horner’s syndrome

with the most common tumours being lung and breast

cancer.4

MPNSTs are defined as soft-tissue tumours

of presumed Schwann’s cell lineage with

anaplastic features in the form of high cellularity,

cellular and nuclear pleomorphism, a high mitotic rate,

and necrosis. A large number of terms have been

applied to such lesions and include malignant

schwannoma, malignant neurofibroma, malignant

neurilemmoma, neurofibrosarcoma, and neurogenic

sarcoma. The incidence of MPNST arising in NF1

is 4.6 and 0.001% in the general population.5

Treatment consists of complete and wide surgical

resection. Adjuvant irradiation seems to improve

local control of the disease. The prognosis depends on

tumour size, history of prior irradiation, surgical excision

margin, and the histological presence of necrosis.6

MPNSTs frequently recur locally and metastasize

distantly, with the lung being the most common site of

metastasis.

Figure 1 Lisch nodules.

Figure 2 Axial CT scan of the neck showing: (a) left axillary
tumour (plexiform neurofibroma); (b) tumour in the root of the
neck (MPNST).
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In most cases, MPNSTs present late with symptoms of

enlarging mass and pain.2,7 Our patient was fortunate

that by presenting with a Horner’s syndrome, further

investigation resulted in the early diagnosis of MPNST.

The subsequent prompt management of the MPNST will

hopefully lead to a more favourable outcome in our

patient.
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Sir,
Reply

The authors of the letter made several points regarding

the validity of our results. We agree that a correlation

coefficient plot does not necessarily exclude systematic

bias or disagreement between measurements obtained by

the two methods being evaluated. This is the reason for

quantifying agreement using the Bland–Altman

graphical method.1 In our paper we elected to use

analogue measurements on the horizontal axis as this

was regarded as the gold standard.2 Re-plotting the

graph using an average of analogue and digital on the

horizontal axis did not make any difference to the limits

of agreement.

We found that the limits of agreement for distance

up to 5mm were clinically acceptable, but we do

accept that there appears to be a linear relationship

between amount of disagreement and magnitude of

distance measured. We are grateful to the authors for

pointing this out, and would suspect that the most

likely source of this bias might be the actual screen size

(number of pixels) setting on the computer monitor.

This would explain the similar gradient seen in group

1 and group 2 plots. We will conduct further studies to

evaluate the influence of screen size setting as a

confounding factor.
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Sir,
Hemiretinal vein occlusion associated with

pseudotumour orbit: an observational case report

Pseudotumour orbit is a condition of idiopathic

nonspecific orbital inflammation with associated retinal

changes such as papillodema, papillitis, choroiditis, and
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