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ABSTRACT 

Xeroderma pigmentosum (XP) is a genodermatosis that manifests as photo-induced skin and ocular 
alterations and skin cancers. An association with a giant cell tumor is a very rare entity. We report 
the case of a 17-year-old patient, followed since childhood for XP, who presented with a very 
aggressive giant cell tumor in the wrist for which he underwent amputation. A review of the 
literature of these rare lesions is presented and analyzed to see if this is an association or is a chance 
coincidence. 
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INTRODUCTION 

Giant cell tumors (GCTs) are locally aggressive benign tumors that preferentially occur in the 
metaphyseal area of long bones. They represent 5% to 10% of all primary bone tumors. They mainly 
affect young adults between 20 and 40 years of age. Their origin remains uncertain. [1] 

Xeroderma pigmentosum (XP) is a genodermatosis that manifests itself by photo-induced skin and 
eye changes and skin cancers. An association with a giant cell tumor is a very rare entity. We report a 
case of a 17 year old patient with an association of XP and TCG which would be the second case 
reported in the literature after that of REKHA et al  

CASE PRESENTATION 

This is a 17 year old patient, right handed, without profession, followed for xeroderma pigmentosum 
since childhood, who consulted for a painful mass on the left wrist noted by the patient 2 months 
before. 

The clinical examination revealed: tiny lenticular pigmented macules, with imprecise limits, spread 
over the skin and on the dorsal surface of the wrist; a shiny painful mass, hard and fixed in relation to 
the deep plane, circumferential, 8 cm in length (Fig.1), with limited mobility of the wrist. ), with 
limitation of wrist mobility without downstream vasculo-nerve, nor regional adenopathy. The 
standard radiological workup showed a lytic epiphyseal-metaphyseal image of the lower extremity of 
the radius, blowing out the cortical bone in places, breaking the external cortical bone with increased 
soft tissue density, classified as grade III according to the Cappanacci classification (Fig. 2). Magnetic 
resonance imaging (MRI) revealed a large osteolytic mass, centered on the lower extremity of the 
radius, with irregular and heterogeneously enhanced contours, coming into contact with the radial 
and ulnar arteries and veins and infiltrating the digital arteries (Fig. 3). As part of the workup, a 
thoracic CT scan was performed, which did not reveal any other localization. The phosphocalcic 
assessment was normal. A biopsy of the mass performed dorsally confirmed the diagnosis of a 
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malignant giant cell tumor. The evolution was marked by a budding ulceration with local extension 
invading the two pedicles (Fig. 4). 

DISCUSION: 

Giant cell tumors are generally benign osteolytic lesions of relatively high frequency. They occur 
mainly in the epiphyses of the long bones of the limbs in 80% to 90% of cases. 

of the long limbs in 80% to 90% of cases. The mechanism that triggers the malignancy of this tumor 
in patients with XP is not clear, but uncontrolled cell proliferation is the final carcinogenic 
pathway[2]. Campanacci et al. Campanacci et al [3] proposed a radiographic classification, reflecting 
the aggressiveness of the lesion in three grades, of which grade III is a lesion with blurred boundaries, 
with extension into the soft tissues that is not limited by a bony shell, which corresponds to a locally 
aggressive tumor. An evolution towards a cutaneous complication is certain in this guard that could 
be avoided by a rapid medical management or even radiotherapy, followed by surgery. 

The choice of treatment is based on the local aggressiveness of this tumor and the histological result. 
Monobloc resection is recommended for TCG grade III [4]. 

It has been shown in recent studies that patients with a normal allele and a 

and a common polymorphism in one of the four XP genes (XP-A, XP-C, ERCC2 or ERCC5) have an 
increased risk of skin and lung cancer as well as a poor response to chemotherapy [5]. 

Neyssa et al proved that the P53 protein mutation is involved in the pathogenesis of osteosarcoma 
[6]. 

At present there are no studies that have shown the involvement of a protein in the pathogenesis of 
giant cell tumors. 

 

CONCLUSION 

The association of an aggressive giant cell tumor with xeroderma pigmentosum is very rare. There 
are no arguments to explain the occurrence of severe forms of GCT on a terrain of XP. Moreover, the 
small number of cases reported in the literature does not allow us to validate this hypothesis. 
However, this association could not be a simple coincidence, which solicits a new avenue of research. 
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Fig. 1: Clinical appearance of the tumor mass on the wrist and polymorphic pigmented macules 

 



 

 

 

Fig. 2: Radiological aspect showing the epiphyseal/metaphyseal lytic image Grade III of Cappanacci 

 

FIG 3:The MRI showing the extension of the tumor to the soft tissue of the wrist 

Fig. 4: Clinical appearance showing the aggressive evolution of the tumor after biopsy. 


