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SUMMARY: Hasanoglu A, Giiciyener K, Tamer L, Garsel T. (Department of Pediatrics,
Gazi University Faculty of Medicine, Ankara, Turkey). Association of xeroderma
pigmentosum with thrombasthenia. Turk J Pediatr 1996; 38: 261-264,

Xeroderma pigmentosum (XP) Is an autosomal recessive disorder characterized by
severe sun-sensitivity, early skin cancers and abnormal DNA repair. XP has a worldwide
distribution with an approximate frequency of 1/250,000. It is classified into nine
complementation groups, and distribution of patients among the varlous groups is
related to ethnic origin.

- . To our knowledge, the association of XP with thrombasthenia has not been reported
perviously; here a 12-year-old girl with this combination is reported. She was first
noted to have skin erythema on exposure to sunlight at the age of six months and
was diagnosed with XP. At the age of one she had the complaints of easy bruising
and epistaxis. A diagnosis of thrombasthenia was made based on the absence of
platelet aggregation response to ADP, collagen and adrenaline and reduced clot
- retraction. In clinical management, oral isotretinoin was given in order to supress tumor -
" formation. Key words: xeroderma pigmentosum, Glanzmann's thrombasthenia.

Xerode}ma pigmentosum (XP) and Glanzmann's thrombasthenia (GT) are two rare,
autosomal-recessive hereditary disorders'®, The typical clinical findings of both
disorders are reported in a 12-year-old girl as the first example of this association.

Case Report .
The patient was the second product of consanguineous parents The pregnancy and
delivery were uneventful, and psychomotor development in the first two years of life
was normal. At the age of six months she suffered from hyperpigmented macules
of the skin in sun-exposed areas. She also had had frequent ecchymosis, epistaxis
and dental bleeding since infancy. A skin biopsy confirmed the diagnosis of XP.

Physical examination revealed hypo/hyperpigmented macules, ecchymosis and
petechiae. Her eyelashes had fallen out with bilateral ectropion, and bilateral
opacities were observed on the lower part of the cornea (Fig. 1). The rest of
. the physical examination revealed no pathology. .
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