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ABSTRACT
Xeroderma pigmentosum (XP) is a rare disease characterized by a defect in the repair of UV-induced damage. It is marked 
by photosensitivity with a tendency to develop skin burns after minimal sun exposure, early freckles, and the development 
of lentiginous pigmentation, as well as other features of poikiloderma and a predisposition to developing skin cancer 
at an early age. We report the case of a 10-year-old schoolboy, born to non-consanguineous parents, with a history of 
photophobia beginning at the age of 2. He presented to the pediatric oncology department of the University Clinics of 
Lubumbashi with an asymptomatic growth on the tongue that had been progressively enlarging for 3 years. The persistent 
increase in size and difficulty eating prompted the consultation. A diagnosis of xeroderma pigmentosum (XP) complicated 
by poorly differentiated squamous cell carcinoma of the base of the tongue, without metastasis, was established. The family’s 
socioeconomic situation and the unavailability of radiotherapy in Lubumbashi did not allow for adequate management of 
the tumor. A palliative excision of the mass was proposed, but the patient left the hospital against medical advice.
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Introduction
Xeroderma pigmentosum (XP) is a rare disease characterized 
by a defect in repairing UV-induced damage. It is marked by 
photosensitivity, with a tendency to develop skin burns after 

minimal sun exposure, early freckles, and the development of 
lentiginous pigmentation, as well as other features of poikiloderma 
and a predisposition to developing skin cancer at an early age 
[1,2]. Beyond cutaneous complications, patients are susceptible 
to ocular disorders, neurodegenerative processes, central nervous 
system tumors, and other neoplasms resulting from exposure to UV 
radiation and its byproducts. The life expectancy of patients with 
XP is reduced due to skin cancer and neurodegenerative sequelae. 
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However, aggressive preventive measures aimed at minimizing 
UV exposure and the resulting damage can improve disease 
progression and extend survival. There is no causal treatment for 
this rare autosomal recessive disease, highlighting the importance 
of early diagnosis and UV protection measures, such as reducing 
exposure to environmental UV radiation and undergoing regular 
skin cancer screening [3,4].

We report a case of XP complicated by squamous cell carcinoma 
of the nasopharynx.

Observation
The patient was a 10-year-old schoolboy born to non-
consanguineous parents, with a history of photophobia beginning 
at the age of 2. He presented to the pediatric oncology department 
of the University Clinics of Lubumbashi with an asymptomatic 
growth on the tongue that had been continuously evolving 
for 3 years, with a progressive increase in size. The persistent 
enlargement and difficulty eating motivated the consultation.

On examination, a globular tumor mass was observed, measuring 
approximately 12 × 18 cm in diameter. It was firm in some areas and 
soft in others, bled on contact, and was tender on deep palpation. 
The surface was ulcerated with fibrous areas in some regions. In 
addition, photophobia and diffuse poikiloderma were noted.

Figures 1 and 2: Poikiloderma of XP on the back and face, and 
photophobia of both eyes.

The biopsy was performed and revealed a cellular proliferation 
forming clusters and solid sheets that proliferated with marked 
cytonuclear atypia and fibroconnective infiltration. The thoraco-
abdomino-pelvic CT scan did not show any pleural or parenchymal 
lesions of metastatic nature.

A diagnosis of xeroderma pigmentosum (XP) complicated by 
poorly differentiated squamous cell carcinoma of the base of the 
tongue, without metastasis, was established.

The family’s socioeconomic situation and the unavailability 
of radiotherapy in Lubumbashi did not allow for adequate 

management of the tumor. A palliative excision of the mass was 
proposed, but the patient left the hospital against medical advice.

Figure 3: Poikiloderma of the back.

Figure 4: Squamous cell carcinoma of the base of the tongue in a patient 
with XP.

Argument
Xeroderma pigmentosum (XP) is a rare autosomal recessive 
disease that disrupts the repair of deoxyribonucleic acid (DNA) 
following ultraviolet (UV) radiation. XP is characterized by 
extreme sensitivity to sunlight, photophobia, and skin lesions in 
the form of hyperpigmented macules resembling freckles, along 
with skin neoplasms. Malignancy is a common complication 
observed in UV-exposed areas. Squamous cell carcinoma (SCC) is 
the most frequent malignant tumor in patients with XP [5,6].
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Ocular symptoms are often the initial signs of this disease, 
alongside the poikilodermic appearance of the entire body. XP 
is a fertile ground for malignant degeneration. Squamous cell 
carcinoma is typically the first cancer to appear, followed by basal 
cell carcinomas and, much later, melanomas. Involvement of the 
nasopharynx remains very rare in this disease [7,8]. The most 
commonly reported site of squamous cell carcinoma in patients 
with XP is the tongue. Nasopharyngeal involvement in our patient 
is therefore unusual.

Conclusion
XP is a rare genodermatosis that is more commonly observed in 
contexts where consanguinity is present. It can be complicated by 
tumors, particularly squamous cell carcinomas. Nasopharyngeal 
involvement is rare.
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