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New associated clinical findings in Kindler syndrome: Case report

ibrahim OZMEN (*), Ercan GALISKAN (**)

OZET

Kindler sendromunda yeni bulgular

Kindler sendromu deri frajilitesi ile seyreden, nadir gorilen, otozomal resesif bir
hastaliktir. Infantil ddnemde travmanin baslattigi vezikiil olusumu, fotosensitivite
ve ilerleyici poikiloderma ile karakterizedir. Bunlarin disinda baska klinik bulgular
da tanimlanmigstir. Bu bildiride bilateral meme basi yoklugu ve ift uvula gibi yeni
ilave klinik bulgularin eslik ettigi, 21 yasinda Kindler sendromlu bir erkek hasta
tanimladik. Bildigimiz kadariyla bu yayin literatiirde Kindler sendromuyla iliskili bu
bulgulari tanimlayan ilk bildiridir.

Anahtar Kelimeler: Kindler sendromu, ¢ift uvula, athelia.
SUMMARY

Kindler syndrome is a rare autosomal recessive disorder associated with skin fra-
gility. It is characterized by trauma-induced blistering in infancy, photosensitivity,
progressive poikiloderma and extensive skin atrophy. Additional clinical features
also described. In this report we described a 21-year-old male patient with Kindler
syndrome who had bilateral athelia and double uvula as additional clinical fin-
dings. As far as we know, this is the first report in the literature describing these
new associated findings in Kindler syndrome.
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Introduction

Kindler syndrome is a rare hereditary disorder characterized
by acral blister formation in infancy and childhood, progressive
poikiloderma and photosensitivity. Since it was first described
in 1954, less than 100 cases have been reported worldwide.
Herein we report a case of with Kindler syndrome with additio-
nal clinical findings which were not described before.

Case report

21-year-old man was admitted to our outpatient clinic with
the complaints of photosensitivity, skin thinning and color
change. He had a history of hand and foot blistering starting
from birth to the end of childhood. History of photosensitivity
had disappeared in his early childhood. There was no simi-
larly affected member in his family and there was no history of
consanguineous marriage between his parents. Dermatologi-
cal examination revealed poikiloderma especially localized on
forearms, cigarette paper-like skin atrophy on dorsa of hands
and feet, adermatoglyphia, dystrophic nail changes, buccal
mucosal pigmentation, gingival hypertrophy and edema, mul-
tiple permanent teeth loss, double uvula, and bilateral absen-
ce of the nipple (athelia) (Figure-1). We noticed syndactyly on
his toes and also he had been operated for hand syndactyly
in childhood years. All laboratory examinations were within
normal limits and it is reported that there was no evidence of
stenosis in gastrointestinal examination with barium enema.
Histopathologic examination of skin biopsy revealed epider-
mal atrophy, loss of rete ridges and pigmentary incontinence.
He was diagnosed with Kindler syndrome (KS) and advised
to use sunscreens and to be examined annually by a derma-
tologist.

Discussion

KS is a rare hereditary disorder characterized by acral blister
formation in infancy and childhood, progressive poikiloderma,
cutaneous atrophy and increased photosensitivity. Additional
clinical features include gingival erosions, ocular, esophage-
al, gastrointestinal and urogenital involvement, and increased
risk of mucocutaneous malignancy (1). KS was firstly descri-
bed by Theresa Kindler in 14-year-old girl as a genetic asso-
ciation of poikiloderma congenitale and epidermolysis bullosa
dystrophica or may be previously unreported new syndrome
(2). Then Weary et al. described a similar case in the name
of hereditary acrokeratotic poikiloderma (3). The genetic de-
fect associated with the syndrome is FERMT1 (also known as
KIND1) gene localized on chromosome 20p12.3. This gene
encodes a protein, Kindlin I, which plays a regulatory role in
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inhibiting over-secretion of basement membrane components
by basal keratinocytes at the dermo-epidermal junction (1,4).
The largest case series were reported by Penagos et al. with
26 patients (5). To facilitate clinicians in the diagnosis of KS,
Fischer et al. proposed a set of clinical diagnostic criteria (6).
Acral blistering, progressive poikiloderma, skin atrophy, inc-
reased photosensitivity and gingival fragility have been pro-
posed as the major findings and mucosal involvement and
syndactyly as minor criteria. They considered that the presen-
ce of the 4 major criteria makes the diagnosis of KS certain.
The presence of 3 major and 2 minor criteria makes the di-
agnosis probable and the presence of 2 major criteria and 2
minor criteria or associated symptoms renders the diagnosis
likely. As well as all major and minor criteria were present in
our case, the other associated findings (nail dystrophy, poor
dentition, adermatoglyphia) were also observed.

Commonly seen histological findings with light microscopy
are epidermal atrophy, dilatation of blood vessels in the pa-
pillary dermis, vacuolar degeneration of basal layer, presence

of cracks in the dermo-epidermal layer and pigmentary incon-
tinence. Transmission electron microscopy of KS skin often
shows major disorganization of the basement membrane with
extensive reduplication of the lamina densa, focal widening of
the lamina lucida, and multiple planes of cleavage (7).

KS must be differentiated from dystrophic EB, Rothmund-
Thomson syndrome, hereditary sclerosing poikiloderma and
Weary syndrome. Since its description Weary syndrome has
been the main differential diagnosis of KS and some cases
have even been published as Kindler-Weary syndrome. Ho-
wever there are significant differences between KS and We-
ary syndrome. Photosensitivity, pronounced in KS, is usually
absent in patients with Weary syndrome and blisters are not
present shortly after birth but rather appear within the first 6
months of life. Skin atrophy, if present, is not as pronounced
as in KS (7).

We desired to report this case because bilateral athelia and
double uvula has not been described before as an associated
finding in this rarely seen syndrome.

Figure-1: Bilateral absence of the nipple (athelia) (a), buccal mucosal pigmentation, multiple permanent teeth loss and double uvula (b), poikiloderma especially
localized on forearms (c), cigarette paper-like skin atrophy on dorsa of hands (d), syndactyly (e).
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