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Corneal manifestations of xeroderma pigmentosa in a
heavily pigmented patient
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A 15-year-old Somali immigrant female presented to the clinic with diffuse hyperpigmented
macules [Figure la]. Slit-lamp examination demonstrated scattered pigmentation through the
conjunctiva and cornea with a dense inferior stromal scar with a large feeder vessel extending
nasally [Figure 1b]. The contralateral eye demonstrated similar but less prominent findings
[Figure 1c]. Anterior segment optical coherence tomography demonstrated normal epithelium
and hyperreflectivity of the anterior stroma consistent with scarring [Figure 1d]. The patient
*Corresponding author: has a strong family history of xeroderma pigmentosa, which includes her three siblings and was
Baltaj Sandhur, subsequently diagnosed with the same disease by dermatology.
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Xeroderma pigmentosa is a rare autosomal recessive disease with a prevalence of 1:1,000,000
in the United States with other populations such as Japan, North Africa, and Pakistan having
a higher prevalence.!'! This disease is caused by a genetic mutation in a variety of genes (XPA,
XPB, XPC, XPD, XPE, XPF, XPG, ERCCI, CSA, CSB, GTF2H5, and TTDNI). These altered
genes result in a defective nucleotide excision repair, which is responsible for repairing the DNA
following damage from ultraviolet (UV) radiation.™
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iigﬁsﬁ:;agf ;Ztg;gii%‘;e; P22t and neoplasia in many sun-exposed areas, such as the skin and eye.”) These patients present

normally at birth, and depending on the type of mutation, they can present in various ways, from
DOI having an exaggerated response to UV radiation causing burning and blistering with minimal
10.25259/JORP_25_2024 exposure versus a normal acute response to UV exposure. Despite these differences, all of them
develop pigmented changes in sun-exposed areas, which can present as hypopigmentation,
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P hyperpigmentation, atrophy, and telangiectasias, typically before the age of 2.+

Ocular disease is evident in almost 40% of patients and affects both males and females
equally.”) Xeroderma pigmentosa most commonly affects the anterior surface of the eye with
many experiencing photosensitivity. One study found that the most common abnormalities
included conjunctivitis (51%), corneal neovascularization (44%), dry eyes (38%), corneal
scarring (26%), and blepharitis (23%). At present, there is no definitive treatment for xeroderma
pigmentosa. The patients are advised to avoid sun exposure. The main cause of death in these
patients is neurologic degeneration or cancer.”®! Increased awareness regarding the disease, as
well as frequent checkups, can improve life expectancy for these patients.” This patient retains
20/40 vision and is monitored on a close schedule every three months. The patient was advised to
avoid sun exposure to reduce further complications.
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Figure 1: (a) A 15-year-old xeroderma pigmentosa
patient with hyperpigmented macules. (b) External slit
lamp photograph with inferior stromal scarring along
with a feeder vessel in the right eye. (c) External slit
lamp photograph with similar findings in the left eye.
(d) Anterior segment optical coherence tomography
photograph of the right eye with normal epithelium
and hyperreflectivity of the anterior stroma.
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