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What is Xeroderma Pigmentosum? 

 

Xeroderma pigmentosum (XP) is a rare condition that makes your skin extremely sensitive to 

sunlight. This increased sensitivity may lead to a high risk of skin cancers, ocular issues, and 

sometimes neurological complications. XP occurs when your body cannot repair damage caused 

by UV rays from the sun due to defects in the nucleotide excision repair (NER) pathway, which 

is responsible for fixing UV-induced DNA damage. As a result, cancers can develop at a young 

age1, 2. 

 

Age of Onset and Symptom Variability 

 

XP usually presents in early childhood, often before age two. Signs include severe sunburns, 

freckles, and dark spots on sun-exposed skin. Symptoms can vary a lot, even among family 

members. Early diagnosis and strict sun protection are crucial to managing XP and preventing 

severe complications, including skin cancers and nervous system problems2. 

 

How is Xeroderma Pigmentosum Diagnosed? 

 

XP is caused by mutations in genes that are crucial for the NER pathway, which fixes DNA 

damage from UV rays. When these genes don't work properly, the body can't repair the damaged 

DNA, leading to mutations and cancer. Genetic testing for NER gene mutations is important to 

confirm the diagnosis of XP and to distinguish it from other similar skin disorders. Doctors 

diagnose XP by looking for skin changes and a history of severe sun sensitivity. Genetic tests 

can confirm the diagnosis by identifying mutations in the genes responsible for fixing UV 

damage. Special tests to measure how well cells repair DNA can also help distinguish XP from 

similar conditions like Cockayne syndrome and trichothiodystrophy3, 4. 

 

Managing Xeroderma Pigmentosum 

 

Managing XP requires a team of specialists, including dermatologists, ophthalmologists, 

neurologists, and geneticists. Regular skin exams, at least once a year, are necessary to monitor 

and treat skin cancers early. Eye exams are also crucial as ocular issues are common in patients 

with XP. Annual neurological assessments may also help in tracking nervous system issues5. 

 

Treatment and Support 

 



The key to managing XP is strict sun protection, using high-SPF sunscreen, protective clothing, 

and avoiding sun exposure. Early detection and removal of skin cancers are vital. Emerging 

treatments targeting the underlying genetic defects through gene therapy and symptomatic 

management of neurological complications are also being explored. Psychological support and 

counseling are also important to help you and your family cope with the condition6. 

 

Sun Safety for Patients with Xeroderma Pigmentosum 

 

Patients with XP must follow strict sun protection measures to prevent UV-induced damage. 

These include using sunscreen with SPF 30 or higher, wearing protective clothing, hats, and 

sunglasses, and avoiding sun exposure during peak UV times. Educating yourself and your 

caregivers about sun protection is essential in managing XP5, 7. 

 

Living with Xeroderma Pigmentosum 

 

Continuous education, genetic counseling, and regular follow-up are vital in managing XP. 

Genetic counseling is important for you and your family to understand inheritance patterns and 

the risks for future pregnancies if you are affected by XP. By taking a comprehensive and 

proactive approach, your doctors can help you manage XP and improve your quality of life. 
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and avoiding sun exposure. Early detection and removal of skin cancers are vital. Emerging 
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Patients with XP must follow strict sun protection measures to prevent UV-induced damage. 
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Living with Xeroderma Pigmentosum 
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improve their quality of life. 
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