
limited by emotional problems and mental health disorders
[4]. As mental illness remains the leading cause of years
lived with disability worldwide [5] and the socioeconomic
impact of depression on the UK alone has been estimated
annually at over £7 billion [6], it is vital that we consider the
emotional and psychosocial needs of our patients.

Conclusion

Loss of an eye and the use of artificial eyes have wide ranging
emotional and psychosocial impact on patients. Care should

not stop when the patient leaves the operating theatre.
To maximise postoperative quality of life, a holistic
approach, involving counsellors and psychotherapy is
essential.
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Coffin-Siris syndrome (CSS) is a rare heterogenous genetic
disorder first described in 1970. The diagnosis is considered
in children with cognitive/developmental delay, 5th finger
hypoplasia and characteristic facial features. There is,
however, significant variability in the phenotypic appear-
ance, making clinical diagnosis challenging [1, 2].
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Numerous ocular features associated with the syndrome
have been reported in the literature: strabismus, nystagmus,
cataract, hypophoria, astigmatism, hypermetropia and ani-
somyopia [3].

We present two cases of children in Northern Ireland
with a confirmed genetic diagnosis of CSS (mutation in the
ARID1B gene), both having developed significant issues
with raised intra-ocular pressure (IOP). We believe glau-
coma to be a novel feature of this syndrome.

Our first case exhibited global developmental delay and
learning difficulties, hypertonia, small ASD, short stature,
hearing loss and speech dyspraxia. The child was found to
have a mutation in the ARID1B gene and diagnosed with
CSS at 9 years of age. From an ophthalmic perspective,
significant anisomyopia was a feature, with the left eye
(LE) being more myopic than the right eye (RE), along
with a right divergent squint and amblyopia. Severe vernal
kerato-conjunctivitis (VKC) presented at age 7 with the
development of recurrent shield ulcers. Interestingly, this is
not a known association of CSS. In addition to anti-
histamines and topical Cyclosporin, he was treated with
topical and subtarsal steroids for many years. At age 8, he
suddenly developed IOPs of 40 mmHg in both eyes asso-
ciated with optic disc cupping (0.4 cup:disc RE and 0.6
cup:disc LE). Despite maximal topical therapy and dis-
continuing steroids, the child’s IOPs remained elevated.
Filtration surgery with Ahmed valve insertion was ulti-
mately required on both eyes. VKC was controlled with
Omalizumab and all steroids were avoided. Thereafter,
IOPs remained stable for 4 years. During this time, he also
developed a right Foster–Fuchs choroidal neovascular
membrane requiring intravitreal Lucentis therapy. Unfor-
tunately, 5 months ago his pressures suddenly spiked again
to a high (30 s) in both eyes, despite having not been on
steroids for many years. The role of steroids in the devel-
opment of his juvenile onset glaucoma remains unclear
(Fig. 1).

Our second case was referred to ophthalmology at age
13 weeks following an antenatal finding of Corpus Callo-
sum agenesis. After genetic testing she was diagnosed with
CSS, possessing the same mutation as our first case. The
patient exhibited developmental delay and delayed visual

maturation, with progressive anisomyopia being the most
significant ocular feature associated with right divergent
squint and amblyopia. From 4 months, rising IOPs were
noted in both eyes, associated with disc cupping. Interest-
ingly, the least myopic eye developed the more advanced
glaucomatous disc cupping. Currently her pressures are
managed with topical therapy (Fig. 2).

Both our cases display already reported ocular features of
CSS—progressive anisomyopia and unilateral divergent
squint with associated amblyopia. However, the develop-
ment of glaucomatous features common to both cases is
interesting and not previously reported in the literature. The
exact mechanism of this open-angle glaucoma is unclear,
and further investigation into the structural ocular abnorm-
alities present in CSS is necessary to evaluate whether this
genotype (ARID1B mutation) is linked to the development
of glaucoma.
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Fig. 1 a Ahmed Valve in situ, b Severe VKC, c Foster-Fuchs spot

Fig. 2 Glaucomatous optic disc cupping
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Corneal tattooing is a well-described procedure for recon-
structive cosmetic purposes [1] and for optical purposes [2].
It can serve as an excellent alternative to the use of cosmetic
contact lens. However, it is often difficult to explain to
patients the cosmetic outcome of the procedure. We
describe the use of digital image editing software to aid pre-
op counselling.

Case

A 42-year-old man presented with a blind left eye and a
scarred and opaque left cornea after childhood trauma.
He was bothered by the appearance of the eye (Fig. 1a).
He failed a trial of cosmetic contact lens—he found
it inconvenient and hard to handle the lens and
eventually lost it. He was offered corneal tattooing but was
concerned with the post-operative cosmetic outcome of the
procedure.

To aid preoperative counselling, we used digital
photograph-editing software (Powerpoint, Microsoft, Red-
mond, WA, USA) to alter a picture of his face and simulate
the outcome of corneal tattooing (Fig. 1b). After counsel-
ling, he was keen to proceed.

The surgery was carried out using black sterile medical
ink used in radiotherapy patients (off-label use). A 4-mm
“pupil” was marked on the corneal surface with a skin tre-
phine dipped in gentian violet. A 300-micron incision was
made circumferentially around this mark for 90°. A lamellar
dissection was performed within the limits of the
“pupil” mark. The ink was injected and spread within this
pocket and the incision was closed with a single interrupted
10-0 nylon suture. The tip of a curved needle from a 10.0
nylon suture was dipped in the ink and used to mark the
peripheral cornea with a series of short tangential passes in
order to simulate the slightly darker appearance near the
limbus of light irides. The patient was prescribed dex-
amethasone 0.1% qds and G Chloramphenicol 0.5% qds
post operatively.

post-operative appearance closely resembled the pre-
operativesimulation and the patient was pleased (Fig. 1c).

Discussion

Failure to meet the cosmetic expectation and perceived
deficits in informed consent can cause dissatisfaction for
patients after facial cosmetic procedures [3]. We report a
case of a satisfied patient where the outcome of surgery was
very similar to that seen in the simulation created pre-
operatively on photo-editing software. Use of such soft-
ware is an easily accessible and effective tool to counsel
patients of the outcome of cosmetic corneal tattooing
preoperatively.

* Tom Henry Flynn
tom.flynn@nhs.net

1 Moorfields Eye Hospital, 162 City Road, London EC1V 2PD, UK

Correspondence 1353

mailto:tom.flynn@nhs.net



