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Xeroderma pigmentosum (XP) type A 
in an infant
A 1‑year‑old girl presented for evaluation 
of a photosensitive rash, which was present 
since early infancy. The parents complained 
of sunburn of the face and inconsolable 
cry on exposure to sunlight. There was 
also a tendency of the child to keep her 
eyes closed during sunlight exposure. 
There was no other relevant family or 
developmental history. Examination 
revealed well  to ill‑defined erythematous 
plaque covering the malar area and bridge 
of the nose, extending to the temples with 
brownish scaling and light  to dark‑brown 
hyperpigmentation  [Figure  1]. Whole 
exome sequencing was performed, which 
revealed a homozygous 2 base pair deletion 
in exon 5 of the xeroderma pigmentosum 
type A (XPA) gene resulting in a frameshift 
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mutation and premature truncation of the 
protein 3 amino acids downstream to codon 
217 (p.Lys217 GlufsTer3). Based on history, 
clinical examination, and genetic testing, 
diagnosis of xeroderma pigmentosum 
type  A was made. Parents were counseled 
about strict sun protection and possible 
complications of the disease in the form of 
skin cancers and neurological involvement. 
One month after strict photoprotection and 
proper usage of sunscreen, the rash resolved 
with freckles and post inflammatory 
hyperpigmentation.

Xeroderma pigmentosum is a rare autosomal 
recessive condition marked by heightened 
sensitivity to sunlight, pigmentation that 
resembles freckles, and a significantly 
higher incidence of skin cancer.[1] The 
prognosis differs by the type of XP, and XPA 
patients have maximum risk of developing 
neurological complications. Disorders with 
photosensitivity in an infant include XP, 
Rothmund–Thomson syndrome  (RTS), 
Bloom syndrome, Cockayne syndrome 
(CS), lupus erythematosus, and Hartnup’s 
disease. Bloom syndrome is characterized 
by dwarfism with photosensitive 
telangiectatic erythema in the malar area of 
the face, and can be quite similar to RTS 
and XP, in the first 2  years of life.[2] It is 
possible to distinguish Bloom from RTS 
due to the earlier onset and the presence 
of hypoplastic/absent thumbs and a variety 
of other skeletal abnormalities including 
increased risk of having osteosarcoma in 
the latter.[3] Another variant of XP is the 
XP‑CS overlap. Although traditionally CS 
is known, not to have any predisposition 
to malignancies. In a study by Natale 
et al., it was found that all 40  patients 
showed lab‑confirmed photosensitivity, 
and the majority of them burned readily 
in the sun; skin cancer before age 10 was 
seen (skin cancer is less common in XP‑CS 
patients) but may occur very early in life.[4] 
The constellation of clinical findings of a 

Figure  1: Well to ill‑defined erythematous plaques 
with brownish scaling and light to dark‑brown 
hyperpigmented macules involving the malar area and 
dorsum of the nose
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particular syndrome might not be completely seen at the 
time of first clinical presentation. It is hence essential to 
perform genetic sequencing for counseling and surveillance 
of complications.
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