
XERODERMA PIGMENTOSUM

Xeroderma pigmentosum (XP) is a genetic disorder in which there is a decreased ability to repair DNA damage such as
that caused by ultraviolet (UV) light.

Pairs of human chromosomes numbered from 1 through 22 are called autosomes and the sex chromosomes are
designated X and Y. Fibroblasts are UV-irradiated in a Petri dish, and UDS can be measured as incorporation
of nucleotides into DNA of the irradiated cells either by autoradiography [ 13 ] Figure 1 or liquid scintillation
counting [ 14 ], or more recently using a fluorescence assay [ 15 ]. Like his brother, at 12 years old, he is doing
well, when the dermatologist originally said the signs 'were not good'. In affected individuals, exposure to
sunlight often causes dry skin xeroderma and changes in skin coloring pigmentation. Affected individuals and
guardians of children should be instructed in skin examination techniques to aid in the early detection of
possible skin cancers. The neurological abnormalities are the result of progressive neuronal degeneration
resulting in sensorineural deafness, ataxia, areflexia, microcephaly and intellectual deficiency as well as
impaired eyesight. The cells show hyperchromatic pleomorphic nuclei and abundant foamy vacuolated
cytoplasm [ [Figure 2] a]. It is a rare autosomal recessive disorder and has been found in all continents and
racial groups. Patients with TTD tend to have complications during their gestations and exhibit neonatal
abnormalities. In these individuals, this sunburn reaction can happen in the first weeks of life and is often
blamed on neglect or labelled wrongly as cellulitis or impetigo. XP patients below the age of 20 years have a
more than fold risk of developing cutaneous malignancies. The face and the trunk showed dark colored
pigmented spots with discharging foci scattered all over the body [Figure 1]. Relevant Genes Chromosomes
are located in the nucleus of human cells and carry the genetic information for each individual. In addition,
people with XP may have neurological complications, including developmental disabilities, mental handicap,
and high-frequency hearing loss that leads to deafness. In these cases, the first manifestation, often by two
years of age, is an unusually increased number of lentigines freckle-like pigmentation in sun-exposed areas.
XP is an autosomal recessive genetic condition caused by alterations mutations in nine different genes.
Internal cancers that have been reported in individuals with XP include: glioblastoma of the brain, astrocytoma
of the spinal cord, and cancer of the lung in patients who smoke, and rarely, leukemia cancer of the white
blood cells. As they get older, people with XP neurologic disease also experience increasing ataxia, dysphagia
difficulty swallowing and dysarthria difficulty speaking as the condition progresses. These individuals have
the severe neurological and developmental problems characteristic of Cockayne Syndrome together with the
solar-induced pigmentation changes of XP. Xeroderma pigmentosum XP is a hereditary condition
characterized by extreme sun sensitivity, leading to a very high risk of skin cancer. Symptoms may differ from
person to person, but typically impact the skin, eyes, and nervous system. Probably as a consequence of this,
patients defective in the XPC or XPE genes do not, in general, have the extreme sunburn reactions or
neurological abnormalities described above.


