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A 25-year-old female came with increasingly pigmented
spots on her face, arms, hands and feet from 2 years of
age. She had taken multiple medications and was advised
to avoid sunlight and wear full protective clothing. Despite
these measures, her symptoms kept getting worse. She also
frequently suffered from dry, red eyes and photophobia
(Figure 1a). On examination, she had gross signs of actinic
damage on exposed parts of the body along with conjunctival
pigmentation and corneal opacity (Figure 1b). The lips had
numerous lentigines and ephelides with no involvement of
tongue and oral mucosa. There was suspected consanguinity
in her family, although no such manifestations were reported
before. A diagnosis of xeroderma pigmentosum (XP) was made.
She was advised strict sun protection/avoidance, vitamin D

supplementation and was referred to an ophthalmologist for
ocular complaints. Further, she was advised biannual visits to
a dermatologist and an ophthalmologist, and annual visits to a
neurologist to prevent any neuro-degenerative symptoms in the
future.

XP is a rare autosomal recessive genodermatosis character-
ized by defective DNA repair resulting in extreme sensitivity to
UV radiations. These patients are very prone for the develop-
ment of skin malignancies and blindness [1]. First described by
Moritz Kaposi in 1874, this entity was subsequently expanded to
include eight subtypes—XP type A to G and XP-variant (XPV) [2].
There is no cure for XP but constant UV radiation protection of
skin and eye, vitamin D supplementation to compensate for sun
avoidance, systemic retinoid therapy in select cases, and early

Figure 1. a) Face predominantly showing widespread ephelides, lentigines, keratoacanthoma and actinic keratoses overlying a grossly photodamaged facial skin. There

is suspected malignant melanoma near the ala of the nose on the left side. b) Left eye showing conjunctival pigmentation, corneal opacity and early cataract.
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resection of pre-malignant and malignant lesions can improve
prognosis and prolong life. Genetic counselling in young adults
is important to highlight the potential risks to their offspring and
explore the possible reproductive options. Recently, Lehmann
and Fassihi [3] postulated that molecular analysis can improve
the management, prognosis and therapy for individuals with XP.
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