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I CASE REPORT OLGU SUNUMU DOI: 10.5336/dermato.2023-100996

Curth Macklin Ichthyosis in Blaschkoid Pattern:
A Rare Case Presentation

Blaschkoid Paternde Curth Macklin Iktiyozisi: Nadir Bir Olgu Sunumu
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ABSTRACT Ichthyosis hystrix (Curth-Macklin ichthyosis) is an ul- ~ OZET iktiyozis histiriks (Curth-Macklin iktiyozisi), epidermolitik hi-
trarare autosomal dominant non-syndromic inherited ichthyosis be-  perkeratozun ortak histolojik paterni ile karakterize keratinopatik ikti-
longing to the group of keratinopathic ichthyosis characterized by  yozis grubuna ait agir1 nadir otozomal dominant nonsendromik kalitsal
common histology pattern of epidermolytic hyperkeratosis. It is inher-  bir iktiyozistir. Otozomal dominant ya da sporadik olarak kalitilir. Bu
ited either as an autosomal dominant or sporadic variety. We reportthe  yazida, 1,5 yildir tiim viicutta blaschkoid paternde hiperkeratotik pul-
case of a 10-year-old male child with hyperkeratotic scales all over the  lanmalar1 olan, agirlikl olarak fleksuralarin tutuldugu, yiiz ve sag¢l de-
body in blaschkoid pattern for 1.5 years of age with predominant in-  rinin goreceli olarak korundugu 10 yasinda bir erkek ¢ocuk olgusu
volvement of flexures and relative sparing of face and scalp. There was  sunulmustur. Aile iiyelerinden herhangi birinde benzer sikayet oykiisti
no history of similar complaints in any family member. The case is  yoktu. Bu olgu, hastaligin nadir goriilmesi ve ¢ok nadir sporadik bir
being reported on account of rarity of the disease, that too with a very  prezentasyon olmasi nedeniyle bildirilmektedir.

rare sporadic presentation.
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Ichthyosis hystrix (IH) manifests as an uncom- treme rarity and rare presentation which is presence

mon autosomal dominant disorder marked by the of verrucous scales and ridges all over the body in
presence of spiny hyperkeratotic scales primarily af- blaschkoid pattern.

fecting the extensor surfaces of the limbs and areas of I

the trunk. It often showcases hyperkeratotic verru- CASE REPORT

cous dark-brown ridges. These lesions have alsobeen A 10-year-old male presented with itchy, dark-
colloquially referred to as “porcupine men” and “sys-  brown, spiny hyperkeratotic, verrucous scales and
tematized epidermal naevus”.! Five distinct clinical ridges all over the body in blaschkoid pattern for 1.5
phenotypes are recognized, including the Brocq, years of age with seasonal exacerbations during win-
Rheydt, Bifverstedt, Lambert, and Curth-Macklin ters. Patient gave history that scales shed after scrub-
(CM) types.” We report a sporadic case of CM  bing and reappear in 2-3 days. The patient was born
ichthyosis. This case is reported on account of its ex- of a full-term, normal vaginal delivery. There was no
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history of parental consanguinity, collodion mem-
brane at birth, blistering, erythroderma or hypo-
hidrosis.

There was no history of hearing loss, anosmia,
growth retardation, prematurity, birth complications,
cryptorchidism, failure to thrive, any neurological ab-
normalities or allergic conditions. None of the family
members were affected.

On cutaneous examination, there were present
generalized thickened, verrucous dark brown spiny
hyperkeratotic scales and ridges in a blaschkoid pat-
tern over trunk, neck and axillae with relative sparing
of face and scalp, and back (Figure 1). Diffuse non-
transgradient palmoplantar keratoderma was seen
with thickened, verrucous dark brown spiny scales
over dorsum of hands (Figure 2). Hair, nails, teeth,
mucosa, and other systemic examination was within
normal limits.

Skin biopsy showed hyperkeratosis, acanthosis,
and papillomatosis with thickened granular layer
(Figure 3). Perinuclear vacuolization and coarse ker-
atohyalin granules in upper spinous layers (Figure 3).
Mild lymphocytic infiltrate was seen along dermo-
epidermal junction. Electron microscopy could not

be performed due to financial constraints.
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FIGURE 1: Generalized thickened, verrucous dark brown spiny hyperkeratotic sca-
les and ridges in a blashkoid pattern over (a) trunk, (b) neck and axillae with rela-

tive sparing of face (c) back.
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FIGURE 2: A-B) Diffuse non-transgradient palmoplantar keratoderma. C) Thicke-
ned, verrucous dark brown spiny scales over dorsum of hands with normal nails.

FIGURE 3: A)
matosis with thickened granular layer (H&E, X10). B) Perinuclear vacuolization
(orange arrow) and coarse keratohyalin granules (red arrow) in upper spinous la-
yers (H&E, X40).

Appropriate written consent has been taken from
patients parents for publication of patient’s pho-
tographs in the journal.
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I DISCUSSION

The ichthyoses represent a diverse array of skin
disorders united by the shared characteristic of ab-
normal barrier function, resulting in heightened
transepidermal water loss and subsequent compen-
satory hyperproliferation. Keratinopathic ichthyosis
comprises a spectrum of disorders resulting from
mutations within the keratin family of genes. The
spectrum includes epidermolytic ichthyosis (EI), su-
perficial EI, annular EI, and IH.? Keratinopathic
ichthyosis is caused by mutations in the keratin
genes, this condition results in an impairment of the
assembly of the keratin intermediate filaments
(KIFs) network within the cytoplasm of ker-
atinocytes.* Mutations in the critical position of the
rod domain of the keratin 1 (K1) and keratin 10
(K10) genes have been reported in individuals with
epidermolytic hyperkeratosis (EHK) and IH of the
Brocq type. In IH Rheydt type, Connexin 26 muta-
tion is observed, while IH Lambert type and IHCM
type exhibit mutations in the tail domain of K10 and
K1, respectively.’

IH derives its name from the Greek roots
“ichthyos”, meaning fish, and “hystrix”, meaning
porcupine. It includes Brocq, Lambert, Curth and
Macklin, Rheydt, and Béfverstedt types.

In the Brocq type, erythroderma and blistering
precede the development of hystrix scales. Con-
versely, the Rheydt type is characterized by hyper-
keratosis affecting the face and extremities, often
accompanied by hearing loss. The Béfverstedt type
was documented in a single case featuring follicu-
lar hyperkeratosis and mildly affected palms. The
Lambert type, observed within the Lambert family
spanning 11 affected members across four genera-
tions, is characterized by the absence of blistering,
with notable sparing of the face, palms, and soles.’

CM ichthyosis (OMIM-146590) was first re-
ported by Curth and Macklin (1954), who studied a
family in which 17 members over 5 generations had
varying degrees of ichthyosis, including 2 brothers
who were born with rough and blackish skin covering
almost the entire body.° It is an autosomal dominant
disorder with very few sporadic cases. This condition
presents with extensive palmo-plantar keratoderma,

91

resulting in profound, bleeding, and painful fissures.
Additionally, there is the emergence of hyperkera-
totic, ridged, or cobblestoned plaques around the
major joints, along with hyperkeratotic papules on the
trunk and extremities. These verrucous plaques typi-
cally exhibit widespread symmetry, affecting nearly
the entire body. Notably, individuals with this condi-
tion do not display skin fragility or abnormalities of
the scalp.” Histopathological features encompass hy-
perkeratosis, acanthosis, and papillomatosis, along-
side characteristic findings such as perinuclear
vacuolization and the presence of binucleate ker-
atinocytes. The clinical presentation of IH closely re-
sembles EHK, which typically manifests at birth with
blistering and progresses over time to develop hys-
trix spines linearly arrayed in flexural creases. How-
ever, IH differs from EHK in that blistering is not a
characteristic feature (except in Brocq type). Addi-
tionally, localized or nevoid forms are more common
in [H, and in cases of generalized involvement, flex-
ures are less affected compared to EHK. Another dis-
tinguishing factor is the histopathologic picture,
where EHK exhibits vacuolar degeneration of the
upper epidermis, which is not typically seen in IH.®

Treatment options for IH are currently limited,
primarily consisting of topical and systemic retinoids,
either alone or in combination with keratolytics.
However, these treatments typically yield minimal
and temporary improvement. Despite the chronic and
protracted course of the disease, scaling may stabi-
lize or even show some improvement with age.®

The clinical and histopathological findings in
our patient align with CM ichthyosis. Further confir-
mation can be achieved through electron microscopy,
which typically reveals KIFs aggregated into contin-
uous peripheral shells, without evidence of keratin
clumping. The electron microscopy could not be per-
formed in our case due to financial constraints.

This case is reported on account of its extreme
rarity and rare presentation i.e. blaschkoid pattern
suggestive of post-zygotic mosaicism.
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