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ABSTRACT 
 

Aims: Pachyonychia congenita is a rare genodermatosis related to mutations in the genes 
encoding keratins. Illustrations of such a typical case of this uncommon condition have rarely been 
seen in the literature, hence the interest of our case report. 
Case Report: An 11-year-old girl with a history of parental inbreeding presented with painful 
bilateral plantar hyperkeratosis associated with significant pachyonychia of the 20 nails and other 
clinical signs supporting the diagnosis of pachyonychia congenita. 
Discussion: Pachyonychia congenita is an autosomal dominant inherited dyskeratosis due to a 
mutation in the keratin genes k6a, k6b, k6c, k16 or k17.  Clinical signs are dominated by 
pachonychia and painful palmoplantar keratoderma impacting patients' quality of life. The 
association with other disorders is possible. To date, treatment remains symptomatic. 
Conclusion: The diagnosis of congenital pachyonychia is based on the genetic study of the 
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mutations involved. Nevertheless, a clinical presentation as suggestive as ours allows the 
immediate diagnosis, thus making this article interesting. 
 

 
Keywords: Genodermatosis; dyskératosis; pachyonychia; palmoplantar keratoderma; child. 
 

1. INTRODUCTION  
 

Pachyonychia congenita is a very rare autosomal 
dominant hereditary disease, characterized 
mainly by hypertrophic onychodystrophy and 
palmoplantar keratoderma, responsible for an 
impaired quality of life. We report the case of an 
11-year-old girl with a typical and impressive 
clinical presentation.  
 

2. PRESENTATION OF THE CASE 
  
We report the case of a young Mauritanian girl, 
11 years old, born of a consanguineous marriage 
and second of three siblings. She was 
complaining of a bilateral plantar pain that was 
getting worse every year since she started 
walking. The patient was otherwise completely 
free of systemic symptoms. She, and all other 
family members had no history of systemic or 
another skin diseases. 
 

Clinical examination revealed, onychogryphosis 
of all her fingernails and toenails associated with 
a significant bilateral plantar keratoderma 
localized to the support areas (Figs. 1A, B). She 
also had rough skin with small keratotic papules 
especially on the trunk, as well as thickening of 
the skin around her knees and elbows           
(Figs. 2, 3). On the tongue, there was a 
leukoplakia that could not be removed by 
scraping and on the face she had multiple small 
creamy and diffuse cystic formations of recent 
appearance (Fig. 4). Polarized dermoscopy of 

those cystic formations shows a central creamy 
glow with a pseudo-reticular pigmentary network 
around it, strongly suggestive of pilosebaceous 
cysts such as steatocystoma (Fig. 5). 
 
The diagnosis of pachyonychia congenita was 
made on the basis of the anamnesis reporting a 
notion of parental consanguinity and a very early 
onset of the symptoms, as well as on the very 
suggestive clinical association: pachyonychia of 
all 20 nails, keratoderma, follicular keratosis of 
the trunk, pilosebaceous cysts of the face, and 
lingual leukokeratosis. 
 

A symptomatic treatment was prescribed to 
relieve the patient, based on emollient and 
keratolytic. She was also scheduled for a series 
of nail avulsion surgeries but did not return. 
 

In addition, an ophthalmological and ENT 
examination and a chest X-ray, in order to look 
for possible associated abnormalities, were 
performed. All were normal. 
 

3. DISCUSSION 
  
Pachyonychia Congenita (PC) is a very rare 
autosomal dominant disorder of keratinization 
that mainly involves the skin and nails. This 
genodermatosis is related to mutations in one of 
five different keratin genes: KRT6A, KRT6B, 
KRT6C, KRT16, or KRT17 [1]. It is a very 
uncommon orphan disease with an estimated 
prevalence of 0.9 per 1 million individuals [2].

 

 
 

Fig. 1. Pachyonychia of the 20 nails (A) with an important bilateral plantar hyperkeratosis at 
the support areas (B)
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Over 45% of cases appear de novo, with no 
family history of PC [3]. Moreover, it occurs 
equally in both sexes. PC has been categorized 
into five types based on the mutation of the 
underlying keratin gene.  In decreasing order of 
frequency, we find the subtype PC-K6A, then 
PC-K16, PC-K17, PC-K6B and finally the 
subtype PC-K6C [4]. 
 

 
 

Fig. 2. Rough skin aspect with small keratotic 
papules spread all over the trunk 

 

 
 

Fig. 3. Thickened and hyperpigmented skin 
around the knees 

 

Its clinical presentation is very variable, it usually 
manifests at a very early age with neonatal teeth. 
The main dermatological manifestations are 
pachyonychia, an usually painful palmoplantar 
keratoderma and blistering, pilosebaceous cysts 
including steatocystoma, oral leukokeratosis, 
keratosis of the trunk and friction zones as well 
as an inconstant hyperhidrosis [5]. Plantar pain, 
which is thought to be neuropathic or due to 

secondary blisters, represents the sign with the 
greatest impact on patients' quality of life [6]. 

 

 
 

Fig. 4.  Leukoplakia of the tongue with 
multiple small vesicles with clear material 

above the upper lip 
 

 
 

Fig. 5. Central creamy glow with a pseudo-
reticular pigmentary network seen in 

polarized dermoscopy 
 

In addition, deafness, corneal dyskeratosis, 
cataract, hoarseness, mental retardation and 
bronchial dilatation are described associations in 
the literature [7,8]. The genetic study, when 
available, allows the diagnosis of certainty and 
the classification of the type of PC. 
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This condition, of good prognosis, is responsible 
for an aesthetic prejudice that impacts the quality 
of life of affected patients. The treatment of 
plantar pain and nail hyperkeratosis are the 
priorities. Typical management strategies include 
mechanical treatments such as filing, grinding 
and cutting of nails, as well as systemic drugs in 
particular retinoids and topical agents such as 
keratolytics, emollients and dermocorticoids [9]. 
But to date, the treatment remains a real 
challenge as all proposed therapeutic options are 
unsatisfying. 
 
Nevertheless, new therapeutic perspectives are 
being evaluated, such as small interfering RNA 
strategies, inhibitors of the mTOR, some statins 
and botulinum toxin injection [10].  
 

4. CONCLUSION 
 
Pachyonychia congenita is a rare hereditary 
dyskeratosis linked to mutations affecting 
keratins k6a, k6b, k6c, k16 or k17. The diagnosis 
is clinically evoked; It should be suspected in the 
presence of palmoplantar keratoderma and 
pachyonychia beginning in early childhood. 
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