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Abstract :

Xeroderma pigmentosa is a rare autosomal recessive disorder, characterized by photosensitivity, pigmentary changes, premature skin 

aging, and marked increase in risk of developing malignant neoplasms of the skin and eyes. Here we present a 13 year old girl with 

xeroderma pigmentosa who developed multiple cutaneous malignancies in the face and upper limb.
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Case Report

Introduction :

Xerodermatosa pigmentosa is a heriditary autosomal 

recessive disorder, characterized by mucocutaneous and 

ocular hypersensitivity to UV radiation. The prevalence of 

XP in United states & Europe is 1:1,000.000 and in Japan 

1:100,000, its incidence is not significant in India (1). The 

basic defect underlying this condition is nucleotide excision 

repair defect (NER) leading to defective repair of DNA 

damaged by UV radiation. (2)

Case Report :

A 13 year old girl with Xeroderma pigmentosa who was 

under the treatment in department of dermatology for the 

same was referred to surgery for the large ulcer over her 

right forearm (figure 1) and two ulcerated nodules over the 

face(figure 2). There were 

no axillary or cervical 

l y m p h  n o d e  

e n l a r g e m e n t s .  S h e  

underwent wide excision 

and skin grafting for 

forearm lesion (figure 3) 

and excision and primary 
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closure for facial lesions (figure 4). Histopathology showed 

the lesion excised from the forearm was squamous cell 

carcinoma and between the two lesions excised from the 

face, one found to have basal cell and another squamous 

cell carcinoma. Patient was normal for 3 months, and then 

developed a small nodule over the excised area of the right 

forearm. She was advised re excision, however family 

refused further treatment. The younger brother of the 

patient 9 years old was also suffering from xeroderma 

pigmentosa but without any cutaneous malignant 

changes. There was no family history or history of 

consanguineous marriage.

Discussion :

Xeroderma pigmentosum is a rare autosomal recessive 

disorder, first described in 1874 by Hebra and Kaposi.In 

1812, Kaposi coined the term Xeroderma pigmentosum. In 

these patients excessive solar damage to the skin develops 

at an early stage. Three stages are recognized. First usually 

starts at when the child is 1-2 years old, there occurs slight 

diffuse erythema associated with scaling and small areas of 

hyperpigmentation, resembling freckle. In the second 

stage, atrophy of the skin, mottled pigmentation, and 
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telengectasia develops which gives to the skin an 

appearance similar to that of chronic radio dermatitis.  

Third stage usually starts in adolescence; various types of 

malignant tumors of the skin appear. (3)

About 50% of persons with xeroderma pigmentosum 

experience acute sun burn on minimal exposure to UV 

radiation and tend to develop neurological abnormalities. 

Cutaneous signs and symptoms usually emerge in children 

under the age of 20 years. Up to 60% of persons with 

xeroderma pigmentosum will eventually develop skin 

cancer, in many cases multiple primary lesions. (4)

The mean age at diagnosis of Xeroderma pigmentosum 

associated skin cancer is 8 years, 50 years younger than in 

general population. Xeroderma pigmentosum patients 

below 2years of age have more than 1000 fold increased 

risk of developing skin cancer. The two most common types 

of cancer found in Xeroderma patients are BCC and SCC, 

mainly occurring in head face and neck. Melanomas occur 

in one fourth of cases. A patient presenting with any two of 

these malignancies is a rare occurrence, with only few 

reported in literature .The presence of all three types is 

extremely rare.(5) 

Ocular manifestations include photophobia as the earliest 

symptom, which is a feature of keratitis. This was seen in 

our case .Other ocular complications include exposure 

keratitis, vascularisation, ulceration, nodular dystrophy, 

and uveitis. Neurologic defects are detected in 20-30% of 

patients with Xeroderma pigmentosum. Microcephaly, 

delayed motor development, sensory neural deafnes are 

commonly seen. However in our case, these were not 

there.(6)

Currently there is no specific treatment for Xeroderma 

pigmentosum. Management involves preventing damage 

and dealing with damage tissue at the earliest. Total 

protection from UV light greatly improves the prognosis 

and reduces skin changes and cancers. This is achieved by 

protective clothing(long opaque clothes, sun hats, UV 

protective sun glasses with side shields, long hair styles, 

custom made face shields), protective film on window,  

restricting outdoor activities to night time and frequent 

application of high factor sunscreen even indoors.(7)

Surveillance is another important aspect. Dermatologists 

review once in 3 months ophthalmology examination 

annually, regular neurological review and hearing tests are     

worthwhile. Vitamin D supplements may be needed, since 

sunlight is excluded. Premalignant lesions are treated with 

topical 5-FU or cryotherapy. Malignant lesions should be 

identified early and excised surgically. (8)

The progression varies with severity of the genetic 

disorder, the success in avoiding UV light and vigilance of 

screening. It also depends on its extent of neurological 

involvement. Previously the prognosis was a reduced life 

expectancy due to advanced skin cancers or neurological 

complications .However recent information suggests that a 

normal life span is possible for patients without 

neurological problems, who are fully protected from UV 

light(9). Prenatal diagnosis is the only way to prevent this 

disease. This is done by amniocentesis and invitro cell 

culture and detection of defective DNA repair.(10)

In our case, patient sought medical advice very late, during 

which damage had already occurred. Also because of the 

sunny climate and lack of sun protection at home, she 

suffered continued skin damage. However there were no 

neurological abnormalities.

Conclusion :

Xeroderma pigmentosa is an extremely rare condition in 

India. Our case was unique one, as there was no family 

history or consaginous marriage. Both children of the 

family were affected. This case was presented to create 

awareness among treating physicians and surgeons about 

this rare condition and importance of early detection and 

prevention of UV rays induced skin damage.
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Figure 1. : Squamous cell carcinoma over the right forearm

Figure 2. : Squamous and Basal cell carcinoma over the face

Figure 3. : Post excision and skin grafting

Figure 4. : Post excision and primary closure
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