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INTRODUCTION

Xeroderma pigmentosum (XP) is a rare autosomal 
recessive disease characterized by pathological 
sensitivity to UV rays [1,2]. The damage to the DNA 
caused by UV exposure creates distortions in the DNA 
helix and disrupts transcription mechanisms. Without 
total and effective protection against the sun, patients 
experience accelerated skin aging, burns, pigmentation 
disorders and the inevitable development of cutaneous 
and extra-cutaneous lesions that may lead to multiple 
cancers. The clinical presentation of XP is in its classic 

form with nine complementation groups (from A 
to I) and in the so-called variant form [1,3,4]. The 
incidence of the disease is around 1/250,000 births in 
the U.S. and 1/20,000 in Japan [3,5]. The aim of this 
study was to determine the sociodemographic, clinical, 
histopathological, and evolutionary aspects of XP in 
two different families in Niger.

MATERIALS AND METHODS

This was a cross-sectional, descriptive study conducted 
from January 1, 2007, to December 31, 2019 (thirteen 
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years), at the Department of Dermatology and 
Venereology of HNN. The affected patients came from 
two families whose diagnosis of XP was reached on 
the basis of clinical arguments. We employed a pre-
established survey sheet that included the following 
variables: sociodemographic (age, sex, origin, mode of 
admission), clinical (history of the disease, functional 
signs, general signs, physical signs), paraclinical, in 
particular, histopathology and progression (age of the 
onset of the first tumors, complications, age of death).

RESULTS

Eight patients were collected, including four per 
family. The average age of the patients was 5.5 years, 
with extremes of two and thirteen years. The sex ratio 
(male-to-female) was 1. The socioeconomic conditions 
of both families were low level. The tracing of the family 
tree allowed us to note the consanguinity in the two 
families (Figs. 1a and 1b).

The onset of classic signs, such as fixed erythema, 
xeroderma, and photophobia, was reported by the 
parents in the first twenty-four months in all patients 
(Fig. 2a, V4). Compared to the non-consanguineous 
sister whose skin was normal (Fig. 2b, V5), the two 
patients descended from family II. It should be noted 

that, in both families, the V10 of family I and the V4 of 
family II were born after the remarriage of the parents, 
who were divorced for several years. The age of onset 
of the tumors was between three and five years in five 
children, at seven years in two children, and at twelve 
years in one case. The consultation period was greater 
than or equal to 48 months in five cases and less than 
48 months in three. During the physical examination, we 
noted, in the eight patients, photophobia, dyschromic 
macules, xeroderma, freckles, and tumor lesions. These 
tumors were located particularly on the scalp, face, oral 
mucosa (Figs. 2c and 2d), and the tongue (Figs. 3a 
and 3b). Four patients had less than three tumors and 
three more than three tumors. All eight patients had 
ophthalmological involvement characterized by an 
eyelid tumor, hemorrhagic conjunctivitis, and corneal 
sheath. One patient also presented with corneal 
ulceration. No patient had neurological impairment, 
such as hyporeflexia, during our study. Skin biopsy 
and histological examination were performed in six 
patients. This histological examination revealed two 
cases of associated basal cell carcinoma (BCC) (Fig. 4a) 
+ squamous cell carcinoma (SCC) and four cases of 
SCC (Fig. 4b). None case of melanoma was noted. 
Most of the treatments performed were symptomatic 
based on photoprotection. Chemotherapy could not be 
done for lack of means. None of the patients received 

Figure 2: (a) Child V4, poikiloderma and cheilitis (family II). (b) Healthy V5 child from a non-consanguineous marriage (family II). (c) Budding 
caulifl ower tumors of the scalp and face of child V8 (family I). d) Budding ulcerative lesions of the scalp face and lower lip in the third child (family II).
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Figure 1: (a) Family tree I. (b) Family tree II.
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surgical treatment. The evolution was made toward the 
appearance of mutilating cancerous lesions, which led 
to the death of the eight patients practically between 
the ages of eight and thirteen years.

The causes of death were most often infectious 
complications of tumor lesions in three patients, 
hemorrhagic complications (Fig. 5a, V8 of family I) 
in three patients, and the deterioration of the general 
condition in two (Fig. 5b, V2 of family II) (Table 1).

DISCUSSION

The transmission of XP most often occurring in 
the autosomal recessive mode explains its relative 
frequency in countries in which inbreeding is high and 
families are large [4,6,7]. In our study, consanguinity 
was found in both families, for which divorce 
counseling was a failure; this resulted in the birth of 
the fourth case in family II (fourth of the V4 sibling) 
and the tenth child (V10) of the sibling in family I. 
The average age of our patients (5.5 years) was lesser 
when compared to data in the literature (10 years) [8], 
and without a female predominance, unlike series 
from Zimbabwe [9] and Tunisia [10], In other series, 
the predominance was male [8]. Similarly to another 
study [11], the socio-economic level of the families of 
our patients was especially low. The ulcero-budding 
tumor was the most common reason for consultation, 
in seven out of the eight cases in our series, whereas 
it was observed later elsewhere [1]. The first signs 
observed were between the age of six months and 
twenty-four months, as in some sources in which the 
age of onset was between three months and twenty-six 
months [12,13]. Several studies [2,14] reported the 
appearance of tumors between the age of two years 
and eight years, which was proportional in our series, 
in which the tumors appeared between three and 
five years of age. The time to consultation was more 
than forty-eight months in five cases and was earlier 
than in the literature, in which patients consulted 
later [1]. In our study, all patients presented, as reported 
by several authors, with poikilodermic-like [15], 
lingual [6], and oculo-palpebral [1,6,16,17] aspects. 
Some authors [8,13,16,18] reported neurological 
damage, unlike our cases, in which not all patients 
of the two families presented the damage. Based on 
the absence of neurological signs [3], all our patients 
were classified as cases of the classic form of the XPC 
group. Histopathologically, we noted four patients 

with squamous cell carcinoma, two cases of the 
association of squamous cell carcinoma and basal 
cell carcinoma, and no cases of melanoma. Some 
studies [19,20] reported six cases of XP, among which 
five presented squamous cell carcinoma, two presented 
the association of squamous cell carcinoma and basal 

Figure 3: (a-b) Tumor involvement of the tip of the tongue. 
(a) Spontaneous partial amputation of the tongue, (b) of the fi rst sibling 
V1 (family II).

ba

Figure 4: (a) Basal cell carcinoma. Proliferation of lobular 
architecture with a palisade-like peripheral arrangement and made 
of basaloid cells (cross) in a fi brous stroma (red arrow) (HE/GX 40). 
(b) Squamous cell carcinoma. The centered keratin lobules (cross) 
and the nuclei are highly atypical with numerous mitoses (arrows) 
(HE/GX 400).
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Figure 5: (a) Ulcerative vegetative tumor, hemorrhagic and infected, 
mutilating the nose and the right cheek, children V10 (family I). 
(Department of Dermatology and Venereology). (b) Multiple tumors 
(scalp and neck) in a poor general condition.
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cell carcinoma, and no case presented with melanoma. 
Squamous cell carcinoma has seemed to be the most 
encountered [3,19,20]. In our series, six out of the 
eight patients died of infectious and hemorrhagic 
complications and two of malnutrition. However, in 
one study [7], the causes of death were infections in 
five cases out of twenty-five. Death occurred between 
8 and 13 years. Some literature [7] reported cases 
of death with an average age of fourteen years and 
extremes of eight and sixteen years, and even a death 
at the age of eighteen years [5]. This study made it 
possible to highlight the risks of inbreeding, which is 
frequent especially in West Africa, the consequences of 
which are at the origin of serious diseases, in particular, 
xeroderma pigmentosum. The evolution of the latter 
has always been precocious and fatal as it constantly 
leads to death at a young age [3].

  CONCLUSION

XP is a complex pathology, yet its management is 
even more so. The sure way to avoid the disease is 
to suspend consanguineous marriages through the 
sensitization and education of the populations. Failing 
this, one must employ a method of contraception 
most suitable for couples and adopt children as soon 
as a case occurs in the offspring and the desire to 
have children remains (NB families most often poor). 
Prevention through the reduction of new cases by 
genetic counseling and antenatal diagnosis in families 
at risk is necessary.

Statement of Human and Animal Rights

All the procedures followed were in accordance with the ethical 
standards of the responsible committee on human experimentation 
(institutional and national) and with the 2008 revision of the 
Declaration of Helsinki of 1975.

Statement of Informed Consent

Informed consent for participation in this study was obtained from 
all patients.
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death



www.odermatol.com

© Our Dermatol Online 2.2023 160

repair disorders. Surv Ophthalmol. 2003;48:107-22.
19. Mame TD, Suzanne ON, Jean-Marie D, Bassirou N. Xeroderma 

pigmentosum: About 6 cases observed in Dakar, Senegal. Cancer 
Bulletin. 2001;88:199-202.

20. Sonnappa UK, Samayam A. Case report on xeroderma 
pigmentosum with squamous cell carcinoma in a ten year old child. 
Our Dermatol Online. 2018; 9:160-3.

Copyright by Laouali Salissou, et al. This is an open-access article 
distributed under the terms of the Creative Commons Attribution License, 
which permits unrestricted use, distribution, and reproduction in any 
medium, provided the original author and source are credited.
Source of Support: This article has no funding source.
Confl ict of Interest: The authors have no confl ict of interest to declare.



<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /All
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Warning
  /CompatibilityLevel 1.4
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJDFFile false
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.0000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile ()
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /Description <<
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000500044004600206587686353ef901a8fc7684c976262535370673a548c002000700072006f006f00660065007200208fdb884c9ad88d2891cf62535370300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef653ef5728684c9762537088686a5f548c002000700072006f006f00660065007200204e0a73725f979ad854c18cea7684521753706548679c300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /DAN <>
    /DEU <>
    /ESP <>
    /FRA <>
    /ITA <>
    /JPN <>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020b370c2a4d06cd0d10020d504b9b0d1300020bc0f0020ad50c815ae30c5d0c11c0020ace0d488c9c8b85c0020c778c1c4d560002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken voor kwaliteitsafdrukken op desktopprinters en proofers. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /PTB <>
    /SUO <>
    /SVE <>
    /ENU (Use these settings to create Adobe PDF documents for quality printing on desktop printers and proofers.  Created PDF documents can be opened with Acrobat and Adobe Reader 5.0 and later.)
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /NoConversion
      /DestinationProfileName ()
      /DestinationProfileSelector /NA
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure true
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles true
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /NA
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /LeaveUntagged
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [612.000 792.000]
>> setpagedevice


