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Chapter 23
Giant Squamous Cell Carcinoma
in Xeroderma Pigmentosum

Le Huu Doanh, Nguyen Van Thuong, and Michael Tirant

A 16-year-old boy presented to our hospital because of a huge mass on the face and
a large ulcer on the scalp. Physical examination revealed a giant necrotic, ulcerating
mass involving the two third upper part of the face (Fig. 23.1) and an ulcer sized
10 x 7 cm on the cranial vertex of the scalp (Fig. 23.2). The mass covered almost the
two eyes and half of the nose with multiple bleedings and pus-discharging. This
mass had been gradually progressing for the last 7 years. There were also diffuse
hypo-hyperpigmented atrophic lesions all over the body (Fig. 23.3). His skin was
unnaturally dry and rough. Telangiectasias! were observed over some lesions. These
lesions have increased over the skin since the age of three. There was no palpable
lymph node. He had a significant alteration of general condition with a BMI (body
mass index) of 13.6 kg/m?. He has a family history of consanguinity, but no other
person in the family has similar presentation.
Based on the case description and photographs, what is your diagnosis?

1. Carcinoma in ichthyosis

2. Squamous cell carcinoma in xeroderma pigmentosum
3. Porphyria

4. Cutaneous lymphoma

Diagnosis

Giant squamous cell carcinoma in xeroderma pigmentosum.
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Fig. 23.1 Giant mass involving the two third upper part of the face, covering almost the two eyes
and half of the nose

Fig. 23.2 Large ulcer on
the cranial vertex of the
scalp
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Fig. 23.3 Diffuse hypo-hyperpigmented atrophic lesions all over the body

Discussion

Xeroderma pigmentosum (XP) is an autosomal recessive genetic disorder that
appears in early childhood, in which the ability to repair damage to DNA caused by
ultraviolet (UV) light is deficient [1]. It is associated with extreme sensitivity to
sunlight resulting in sunburn, pigment changes in the skin with increase in the fre-
quency of skin cancers. In children with XP, there is a 10000-fold increased risk of
skin cancer under 20 years of age [2]. The mean age for skin cancer is 8 years com-
pared to 60 years in the healthy individuals [3].

Clinically, XP patients develop skin sensitivity to sunlight in early years (as early
as 6 months) of childhood with sunburn, actinic keratosis, xerosis, poikiloderma,
ocular abnormalities, and malignant neoplasms of the skin, especially in sun-
exposed areas [1]. The most common neoplasms are squamous cell carcinoma and
basal cell carcinoma. The central nervous system (CNS) is often affected in XP
patients. The CNS does not have direct UV radiation exposure making the
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mechanism of disease unclear, but unrepaired oxidative damage has been proposed
as a possible cause [4]. Neurodegeneration occurs in an estimated 24% [2], includ-
ing loss of intellectual functioning, deterioration of neurologic status, impaired
hearing, abnormal speech, areflexia, ataxia, peripheral neuropathy, and loss of the
ability to walk and talk.

The laboratory diagnosis of XP can be established with studies that include cel-
lular hypersensitivity to UV radiation and chromosomal breakage studies and gene
sequencing to identify the specific gene. Prenatal diagnosis is possible by amnio-
centesis or chorionic villi sampling [5]. Unfortunately, all these investigations are
not available in our center and were, therefore, not undertaken for this patient.
Clinical presentation provided the clue to the diagnosis.

In term of treatment, there is no cure for xeroderma pigmentosum. Investigative
therapies using gene therapy and antioxidants to reduce oxidative damage may
result in future treatment options [6]. Current management of XP patients mostly
focuses on prevention of skin cancers by sunscreen use, protective clothing (long
sleeves and pants, shirts with collars, tightly woven fabrics, wide-brimmed hat),
restriction of outdoor activities to night-time. Frequent consultation and examina-
tion by dermatology and ophthalmology is recommended every 6 months to moni-
tor for skin and ocular damage. Decreasing UV radiation exposure may not decrease
neurodegenerations. Patients often require Vitamin D supplementation to compen-
sate for sun avoidance [7]. Systemic treatment with retinoids has showed some ben-
efits in reducing the number of skin cancers [8]. Surgical excision is the most
common modality used for the treatment of XP-related neoplasms. However, lesions
at some sites may not be amenable to adequate surgical intervention. In addition,
significant esthetic deformities may result from multiple excisions. Therefore, early
diagnosis and management are crucial in this disease. In our case, his poor socio-
economic background precludes these early interventions. The parents of this
patient did not seek medical advice for him and he was brought late to hospital in
spite of his early presentation at the age of 3-year-olds.

Key Points

» Early diagnosis is very important for the prognosis of XP patients

e Current management of XP patients focuses on prevention and treatment of
skin cancers
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