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ABSTRACT

A rare case of a 13yr old male patient presented with photophobia in both eyes and gradually progressive
painless mass with watering, itching, and redness in the right eye for 2 months. Best-corrected visual
acuity in Right eye 20/200 and Left eye 20/120. On examination, Right eye has a 6 x 6 mm fleshy pink
oval pedunculated mass lesion arising from the temporal limbus and a 2mm hyperpigmented lesion in
the nasal limbus. Left eye has a gelatinous white flat diffuse lesion with the pigmentation of 3mm both
in the nasal and temporal limbus. Both eyes’ Anterior segment, ocular motility, and fundus are normal.
The patient had multiple hyperpigmented spots (freckles) and scaly skin on the face and trunk suggestive
of Xeroderma pigmentosum for which he was on irregular treatment. Right eye tumor mass was excised
with intraoperative control of surgical margins with adjunctive cryotherapy and sent for histopathology
examination, which was confirmed as squamous neoplasia. Postoperatively, Both eyes started on Topical
Mitomycin-c 0.02% 4 cycles, and the patient was carefully followed for any recurrence.
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1. Introduction

2. Case Report

Xeroderma pigmentosum is an autosomal recessive genetic
disease that occurs due to defective DNA repair. It is
associated with malignancies in the skin and eye such as
squamous and basal cell carcinoma. It occurs in multiple
areas throughout the body in sun-exposed areas. Ocular
surface squamous neoplasia in XP requires multimodality
treatment such as topical chemotherapy and surgery. There
is a high recurrence rate when both XP and OSSN coexist
even with combination therapy with topical drugs and
surgery. These patients require long-term follow-up for the
management of recurrences.
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A 13-year-old boy patient presented with chief complaints
of photophobia in both eyes and gradually progressive
painless mass with watering, itching, and redness in the
right eye to oculoplastic OPD in Tertiary eye care centre,
Hyderabad, Telangana in South India. The patient was
referred with ocular complaints from the dermatology
department with the diagnosis of Xeroderma pigmentosum.
He was diagnosed to have XP 3 years back for which
he was on treatment for 2 years and stopped 1 year
back. There was no history of any ocular injury or
surgery to either eye. Prior informed consent was taken
from his parents for documentation and treatment. A
complete ocular examination which includes visual acuity,
refraction, anterior segment examination by slit lamp,
fundus examination, and systemic investigations to rule out
HIV are done.
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On examination, his best-corrected visual acuity in the
right eye was 20/200 and in the left eye was 20/120. Anterior
segment examination under a slit lamp revelated a 6x6mm
fleshy pink oval pedunculated mass lesion in the temporal
limbus and a 2mm hyperpigmented lesion over the nasal
limbus in the right eye (Figure 1) and a gelatinous white
flat diffuse lesion with pigmentation 3mm over nasal and
temporal limbus in the Left eye (Figure 2). Both eyes’
cornea, iris, pupil, lens, fundus, and ocular motility are
normal. The patient had multiple hyperpigmented spots
(freckles) and scaly skin involving the face, eyelid margin,
and trunk suggestive of xeroderma pigmentosum.(Figure 3)

Diagnosis of nodular and minimally diffuse OSSN in the
right eye and Diffuse OSSN in the left eye with xeroderma
pigmentosum was made.

The patient was advised to undergo excision of nodular
OSSN in the right eye. After a complete preoperative
workup and fitness from an anesthetist. The right eye tumor
mass was excised with intraoperative control of surgical
margins with adjunctive cryotherapy (Figure 4A-C) and sent
for histopathology examination which was confirmed as
squamous neoplasia. Postoperatively right eye started on
topical mitomycin-c 0.02 % 4 cycles. The diffuse OSSN
in the left eye was treated by monotherapy with Topical
Mitomycin-c 0.02 % 4 cycles. The patient was carefully
followed for any recurrences in both eyes

The patient was followed after 1 month. The right eye
shows congestion on the nasal side and no residual tumor
growth on the temporal side (Figure 5). The patient was
followed after 6 months. The right eye was quiet and had no
recurrence and the left eye showed persisting diffuse OSSN
despite 4 cycles of chemotherapy.

Fig. 1: Right eye, a: nodular ossn over temporal limbus; b: Diffuse
ossn over nasal limbus

Fig. 2: Left eye diffuse ossn; a: nasal and b: temporal limbus

Fig. 4: Intraoperative; a: Surgical excision; b: Margin excision c:
Cryotherapy.

Fig. 5: Postoperative re 1 month
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3. Discussion

Xeroderma pigmentosum is associated with oculocutanous
malignancies such as basal cell carcinoma, squamous cell
carcinoma, and rarely melanoma which are triggered by
UV radiation. ! Localized well-defined tumors are treated by
surgical excision and adjunctive treatment. Diffuse lesions
are difficult to treat and have a high chance of recurrence.
Malignancy associated with XP has a high chance of
metastasis. OSSN’s usual age onset is between 55 to 65yrs,
but patients with XP have a very early onset within 10yrs
(range 1-30yrs).2

XP is an autosomal recessive genetic disease and is
characterized by the inability to repair UV-induced DNA
damage leading to malignancy.?

Ocular manifestations in XP include xerosis, congestion,
pigmentation, keratopathy, ulcerations, scarring, and
malignancy such as OSSN, rarely melanoma.* Cutaneous
changes in these patients include photosensitivity and
multiple hyperpigmented spots such as freckles. >

OSSN with localized nodular variety is treated by
surgical excision with a no-touch technique and cryotherapy
at the margin, if corneal or sclera are involved lamellar
keratectomy and partial sclerectomy are done respectively.’
Multimodality approaches like combined surgery and
topical chemotherapy are usually preferred for nodular
or large lesions.® Topical chemotherapy post-operative
prevents recurrence. Topical chemotherapy is used as mono
therapy in a diffuse® lesion or as an adjuvant after surgical
excision Most commonly used chemotherapy is Mitomycin
0.04% 4 to 8 cycles, other topical drugs like interferon-alpha
2b IMIU/ml are also used. Histopathological examination
is a must for all surgically excised lesions to confirm the
malignancy and margin free from tumor. 1

Patients with XP should be screened regularly for early
detection of oculocutaneous malignancy. Management of
this patient should be focused on early detection, multi
modality treatment, and frequent follow-up. Preventive
measures such as sun glass, and covering the sun-exposed
area with cloths to minimize the UV radiation-induced DNA
damage.!!
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