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ABSTRACT

Ichthyosis hystrix is a term used to describe an autosomal dominant rare form of an ichthyosiform dermato-

sis which is characterized by hyperkeratotic spiny scales. We present a healthy 22-year-old man with lesions 

which clinically and histopathologically corresponded to the rare inherited disorder ichthyosis hystrix.
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INTRODUCTION
Systematized epidermal nevus, sometimes also 

referred to as Ichthyosis hystrix (IH), is a rare form 
of organoid nevi presenting clinically as diffuse, hy-
perkeratotic plaques involving extensive areas of the 
body. It is currently considered a mosaic form of con-
genital bullous ichthyosiform erythroderma (BIE). 
Histological examination is therefore indispensable 
to identify the risk for the offspring. When found in 
these lesions, epidermolytic hyperkeratosis (EHK) 
is an alarming feature and should prompt relevant 
genetic counseling. Treatment of IH and epidermal 
nevi in general is usually symptomatic. The main 
therapeutic target is hyperkeratosis reduction. Sys-
temic or topical retinoids may be beneficial, as well 

as topical formulations of urea or salicylic acid.

MATERIAL AND METHODS
A 22-year old male presented to our clinic with 

a long-term history of warty plaques affecting the 
trunk and extremities. The lesions were first noted 
at the age of two months as slightly erythematous 
and scaly patches that gradually thickened and got 
covered by thick, white spiny scales. Blisters never 
formed within the lesion. The family history was un-
remarkable, with no epidermal nevi in both parents. 
Physical examination revealed extensive hyperkera-
totic, hyperpigmented plaques in a Blaschkoid distri-
bution affecting the trunk, neck, upper and lower ex-
tremities, with sparing of the palms, soles and face 
(Fig. 1). 

RESULTS
Additional signs included enamel dysplasia and 

myopia, but with no systemic findings. Histological 
examination showed acanthosis and papillomatosis 
of the epidermis with massive EHK (Fig. 2). Based on 
the clinical and pathological findings the patient was 
diagnosed with a systematized epidermolytic epider-
mal naevus (Ichthyosis hystrix type) and managed 

and advised accordingly.

DISCUSSION
Epidermal nevi (EN) are congenital hamarto-

mas derived from ectodermal structures. They fol-
low the pathways of ectodermal development and 
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Icthyosis hystrix (IH) is a term that encompass-
es a heterogenous group of disorders. In the literature 

clinically present along the lines of Blaschko. Bilater-
al, extensive lesions that cover large areas of the body 
are defined as systematized epidermal nevi. 

The EN with keratinocytic differentiation are 
also known as verrucous epidermal nevi and are di-
vided into epidermolytic and non-epidermolytic de-
pending on the histological features. The first group 
is, however, relatively uncommon as EHK is present 
in only about 5% of all EN (1,2). Although not a com-
mon finding, EHK is an important prognostic factor 
for this type of EN. It has recently been confirmed 
that epidermal nevi with epidermolytic histological 
features are associated with mutations in the genes 
encoding keratin 10 (3,4) and keratin 1 (5) and rep-
resent mosaic forms of BIE. In addition to cutane-
ous mosaicism parents with epidermolytic epidermal 
nevi are also likely to have gonadal mosaicism and 
produce offspring with BIE (3,6).

Fig. 1. Extensive hyperkeratotic hyperpigmented plaques in a Blaschkoid distribution affecting the trunk, neck, upper 
and lower extremities

Fig. 2. Histological examination showed acanthosis and 
papillomatosis of the epidermis with massive EHK
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Systematized epidermolytic epidermal nevus (Ichthyosis Hystrix)

it is sometimes used interchangeably with extensive 
epidermal nevus with marked hyperkeratosis. Clin-
ical presentation varies from palmoplantar kerato-
derma to generalized involvement with verrucous or 
porcupine-like (hystrix) hyperkeratosis. Regardless 
of the clinical similarity to BIE, blistering in early age 
does not occur. The Blaschkoid distribution is con-
sidered by some authors as distinctive between IH 
and EN, being characteristic of the former (7). Nev-
ertheless, similarly to EN, mutations in the genes en-
coding keratin 1 have also been described in IH (8,9). 
The similar molecular defect might explain the clini-
cal overlap and the resulting difficulty in precise dif-

ferentiation between these two conditions. 

CONCLUSION
A diagnosis of epidermal nevus syndrome 

should be thought in patients with extensive epider-
mal nevi and or systemic abnormalities. A thorough 
muco-cutaneous, neurologic, ophthalmic and ortho-
pedic examination is necessary with specific investi-
gations depending on the involved system.
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