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Abstract: Vohwinkel syndrome or keratoderma hereditaria mutilans is a rare autosomal dominant palmoplantar
keratosis, which manifests in infants and becomes more evident in adulthood. Its mode of inheritance is autoso-
mal dominant with mutation in loricrin and Connexin 26 genes. Patients with this mutation present hyperker-
atosis of the palms and soles, constricting bands of the digits, usually on the fifth, and starfish-shaped hyperker-
atosis on the dorsal aspects of the hands and feet. The disease mostly occurs in white women, where constricting
fibrous bands appear on the digits and can lead to progressive strangulation and auto-amputation (pseudo-ain-
hum).The authors report a rare case of a patient with a clinical ichthyosiform variant of Vohwinkel syndrome.
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Resumo: A sindrome de Vohwinkel ou queratodermia hereditaria mutilante é uma queratose palmo-plantar rara,
autossdmica dominante, que se manifesta em criancas e se torna mais evidente na vida adulta. Seu modo de
herancga é autossémica dominante com mutacdo na loricrina e no gen da Conexina 26. Os pacientes com esta
mutagdo apresentam hiperqueratose das palmas das mdos e plantas dos pés, com bandas constritivas dos digi-
tos, normalmente no quinto dedo e hiperqueratose em forma de estrela do mar nas regides dorsais das maos e
dos pés. A doenga ocorre principalmente em mulheres brancas, onde as bandas constritivas fibrosas aparecerem
nos digitos e podem levar ao estrangulamento progressivo e auto-amputacgdo (pseudo-ainhum).Os autores rela-
tam o caso de uma variante ictiosiforme da sindrome de Vohwinkel.

Palavras-chave: Ceratodermia palmar e plantar; Dermatoses da mao; Disceratose congénita; Ictiose;
Traumatismos dos dedos

INTRODUCTION

Vohwinkel syndrome is a palmoplantar kerato-
sis inherited in an autosomal dominant fashion
caused by mutations in the connexin 26 gene."” It is
characterized by honeycombed, palmoplantar kerato-
sis, transgredient and mutilating, which manifests in
early childhood.”” Constricting fibrous bands on the
digits (pseudo-ainhum), mainly on the fifth finger, can
lead to progressive autoamputation.’ In combina-
tion with starfish-shaped keratoses over the elbows,
knees, wrists and knuckles as well as sensorineural
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hearing loss are characteristic features.* Nail dystro-
phy, alopecia, onychogryphosis and a variety of neu-
rological abnormalities may also occur.’ In Camisa’s
variant, the mutation occurs in loricrin, which is
responsible for the cornification regulation. In this,
the palmoplantar keratoderma is diffuse and pseudo-
ainhum can also manifest.> However, there is moder-
ate, generalized congenital ichthyosiform dermatosis,
but no association with hearing loss. No consistent
extracutaneous characteristics were found.*
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CASE REPORT

A 52-year-old healthy woman, sought assis-
tance for thickened palms and soles which began in
her childhood, as well as changes in one of her toes,
which began a few years ago. She was the third of five
generations involved. Her mother had a finger ampu-
tated due to the evolution of the same disease.
Physical examination detected transgredient, diffuse
palmoplantar hyperkeratosis, with constrictive bands
on the fifth toe (left) (pseudo-ainhum) - generalized
ichthyosiform dermatosis with no hearing loss
(Figures 1, 2 and 3). Anatomopathological examina-
tion of the palmar region found hyperkeratosis
with orthokeratosis and parakeratosis (Figures 4).

FIGURE 3: constrictive bands on the fifth toe (pseudo-ainhum)
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FIGURE 4: Anatomopathological examination of the palmar region:
Hyperkeratosis with orthokeratosis and parakeratosis

DISCUSSION

Vohwinkel syndrome is a rare autosomal dom-
inant palmoplantar keratoderma, with approximately
50 cases reported in the literature, which manifests in
childhood and becomes more evident in adulthood.’
This disease mostly occurs in white women. The diag-
nostic features of Vohwinkel syndrome (SV) include:
starfish-shaped palmoplantar hyperkeratosis, con-
stricting bands on the digits of the hands or feet and
starfish-shaped hyperkeratosic lesions, salmon-col-
ored or articular cushion on the dorsum of the
hands."* Nail dystrophy, alopecia, onychogryphosis
and a variety of neurological abnormalities may also
occur.* There is an association between ichthyosis and
deafness, which allows the syndrome to be classified
into two variants: (1) an ichthyosis-associated vari-
ant (OMIM 604117) and a (2) deafness-associated vari-
ant (OMIM 124500). 6 The variant with ichthyosis,
also called Camisa’s variant, is characterized by the
loricrin mutation. This protein is synthesized in the
granular layer; it migrates to the cell periphery, where
it is deposited beneath the plasma membrane. It links
to several other proteins, forming a cornified cell
envelope. Thus, it promotes an effective barrier
between the body and the environment.” This muta-
tion presents a palmoplantar keratoderma, general-
ized thin desquamation on the extensor surfaces of the
finger joints, and constricting bands around the digits
(pseudo-ainhum).”** Abnormal structure of the stra-
tum corneum is an important pathophysiological fea-
ture, in which the affected skin presents an increased
loss of water, reduction of cell cohesion and increased
skin fragility.”* The case reported fulfills all the clinical
features of the SV ichthyosis variant. The treatment is
very difficult and tends to be symptomatic: keratolyt-
ic agents and systemic retinoids are used for the treat-
ment of hyperkeratosis, but without consistent
results.*” Reconstructive surgery is used to treat pseu-
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do-ainhum. Excision of the constricting bands, the use
of grafts and flaps have been an alternative to hyper-
keratosis and autoamputation of the digits.” The dif-
ferential diagnosis of Vohwinkel’s syndrome includes
other types of keratoderma that can be associated
with auto-amputation of the digits: Olmsted syn-
drome, acral keratoderma, congenital pachyonychia,
Sybert’s palmoplantar keratoderma, Meleda disease
and Gamborg-Nielsen palmar and plantar keratoder-
ma.® Other non-hereditary diseases that may cause
constricting bands with or without hyperkeratosis
include: leprosy, tertiary syphilis, frambesia, ainhum,
scleroderma, amniotic bands, ergotamine poisoning,
spinal medulla tumors, Reynold’s syndrome, breast
cancer and syringomyelia among others.*1
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