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ABSTRACT

A sixteen year-old male patient with no history of consanguinity in the family, reported with patchy, thickened lichenifi ed 
plaques over the whole body. Some areas had normal skin while some were Blaschkoid lesions. The child had delayed 
milestones along with hypogonadism. Digital contracture with palmoplantar keratoderma was present. Histopathology 
showed characteristic vacuolar degeneration of the upper epidermis and suprabasilar keratinocytes with hyperkeratosis.
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INTRODUCTIONINTRODUCTION

Epidermolytic hyperkeratosis (EHK) is transmitted as an 
autosomal dominant trait with a prevalence of approximately 
1 in 200,000 to 300,000. However, there is a high frequency 
of spontaneous mutation and as many as one-half of the cases 
have no family history and have new mutational events. [1]

CASE REPORTCASE REPORT

We report a 16 year-old male patient from Murshidabad 
with patchy hyperkeratosis all over the body and face, 
present since a year of age. The lichenified plaques were 
extensive on the knees, elbows and all flexors. There 
were also linear streaks of similar lichenified rugose 
plaques. The patient complained of generalized itching, 
palmoplantar keratoderma and digital contractures of 
both hands involving middle, ring and little fingers. Both 
palms and soles showed keratoderma, but there was no 
uniform thickening in palms and soles and a transgrediens 
pattern was seen. There was no history of erythroderma or 
collodion baby at any point of time during the evolution of 
the disease. The patient had reported a retarded growth 
and delayed developmental milestones. The size of the 

testis was 3 cm x 3 cm (smaller). Routine semen analysis 
revealed oligospermia with very sluggish motility. There 
was no history of any similar disease or consanguinity in 
the family. Histopathology revealed vacuolar degeneration 
of the upper epidermis and suprabasilar keratinocytes with 
hyperkeratosis compatible with the clinical diagnosis.

DISCUSSIONDISCUSSION

Sporadic EHK due to postzygotic spontaneous mutation 
during embryogenesis can present in a mosaic pattern of skin 
involvement. Areas of hyperkeratosis alternating with normal 
skin are often distributed in streaks along Blaschko’s lines.[3] 
The characteristic histopathology of vacuolar degeneration 
of epidermis and associated hyperkeratosis are the hallmarks 
of the disease.

A useful differentiating characteristic feature is the presence 
or absence of severe palmar / plantar hyperkeratosis. Three 
subtypes have palm / sole involvement (PS-type), while the 
other three have no palm / sole involvement (NPS-type) 
[Table 1].

We therefore report this case of EHK (PS-2) type with 
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occasional linear Blaschkoid strips of hyperkeratotic lesions, 
possibly suggesting a sporadic mosaic mutation of hystrix 
pattern of EHK. Digital contracture and palmoplantar 
hyperkeratosis in association with EHK is reported in PS 
variants. Only PS-2 types have shown digital contracture,[2] 
as seen in our patient. Retarded growth and delayed 
developmental milestones are not very common in EHK. We 
report this case because of these atypical features.

Net case
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Table 1: Clinical subtypes of epidermolytic hyperkeratosis[2]

Characteristic NPS-1 NPS-2 NPS-3 PS-1 PS-2 PS-3
Palm/sole hyperkeratosis _ _ _ + + +
Palm/sole surface Normal Normal Hyperlinear, Smooth Smooth Cerebriform
   minimal scale
Digital contractures  _  _  _  _  + _
Scale Hystrix Brown Fine, white Mild White scale Tan
     to peel
Distribution Generalized Generalized Generalized Localized Generalized Generalized
Erythroderma  _  _  +  _  +  _
Blistering  +  +  + Localized  + Neonatal
NPS - No palm / sole, PS - Palm / sole


