KINDLER’S SYNDROME: THE FIRST REPORT OF FOUR
SIBLINGS WITH NEW FINDINGS
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Abstract- Kindler's syndrome is a rare entity of unknown cause characterized by acral blisters early in
life followed by progressive diffuse poikiloderma and cutaneous atrophy. The inheritance pattern of this
syndrome is not clear. We report four Iranian siblings (three boys and one girl) with this syndrome,
who were the result of a consanguineous marriage. In addition to the usual manifestations of the
syndrome, corneal epithelial punctate defects were detected in all four, and segmental chorioretinal
atrophy in one case. This is the first report of the affliction of four siblings, and also the first report of
the association of the above ophthalmologic findings with Kindler's syndrome.
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INTRODUCION

Kindler’s syndrome is a rare entity of unknown
cause characterized by acral blisters early in life
followed by progressive diffuse poikiloderma and
cutaneous atrophy later on (1-4).

Poikiloderma, reticular telangectasia, hypopig-
mentation and hyperpigmentation with epidermal
atrophy begins in early childhood (4).

The inheritance patterns of this syndrome are not
clear (5).

Ultra structural studies of the damaged skin in
Kindler’s syndrome show separation of the sub-basal
lamina (5). Colloid bodies which show IgM
deposition on direct immunofluorescence have been
described (5).

Case Reports
Four Iranian siblings, three boys aged 10,15,20

years, and one 8 year-old girl (Fig 1), presented to
our center for evaluation of their dermatologic
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disorder. They were the result of a consanguineous
marriage and were living in Khoozestan, a southern
province of Iran. The patients were normal at birth
but gradually developed bullous lesions at the sites of
trauma to their extremities. The bullae healed with
scarring but without the formation of miliae (Fig. 2).
All patients developed poikilodermatous alterations
first on exposed areas, followed by unexposed sites,
especially the trunk. Skin dyschromia was present in
all except the 8 year-old girl. They also had
periodontitis, poor dentition, photosensitivity and
photophobia. Ophthalmologic examination revealed
the presence of papillary conjunctival reaction and
corneal epithelial punctate defects in all four patients.
Hair examination and trichogram were normal, as
were the patients' physical and mental growth. In
addition to the presence of poikilodermatous changes
in the biopsy specimens, subcorneal blisters with
dense band-like infiltration of inflammatory cells
were present in the superficial dermis of the 10 year-
old patient. Direct immunoflourescent examination
revealed numerous colloid body deposits of IgM in
the papillary dermis. lIron deficiency anemia was
detected in the three younger siblings. In addition to
the shared features described above, the following
manifestations were specifically seen in each patient:
- The 8 year-old girl was suffering from dysphagia



to solid food.

- The 10 year-old boy had meatal stricture and web
on urologic examination.

- The 15 year-old boy had contracture deformities
of the 4th and 5th fingers of both hands.

On radiological examination, osteopenia and
flexion deformity of the proximal interphalangeal
joints of these fingers were noted. The patient had
also dystrophy of the finger and toe nails and
leukoplakia of the lip and oral mucosa. Urologic
examination showed the presence of meatal stricture
and web. He was also suffering from bilateral
ectropion and segmental chorioretinal atrophy in the
superior part of his globes.

- The 20 year-old sibling had leukoplakia of the lip
and oral mucosa (Fig. 3).

Fig. 1. The four siblings afflicted with Kindler's syndrome

Fig. 2. Scars on the extremities following healing of bullae
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Fig. 3. Leukoplakia of the lip in the 20 years old sibling

DISCUSSION

Kindler syndrome was first described by Theresa
Kindler in 1954 (I). The main features of this rare
entity are acral blister formation in early life and the
later  development of  progressive  diffuse
poikiloderma and cutaneous atrophy (2-4). Blisters
begin in infancy on the hands and feet, in response to
little or no trauma, and improve in adult life. This
may be the only symptom for the first few years and
may falsely lead to the diagnosis of epidermolysis
bullosa (4).

Poikiloderma-reticular telangiectasia, hypopig-
mentation, and hyperpigmentation with epidermal
atrophy begin in early childhood. It is most marked in
sun-exposed areas (4). Poikiloderma is progressive,
resulting in thin, wrinkled skin without surface
markings (5). There is fine cigarette paper-like
wrinkling of the skin over the hands and elsewhere
(4). Photosensitivity is common and, like other
cutaneous features, tends to improve with time (5,6).
However, recurrent acral blisters have been described
in a 46-year-old Japanese male (7).

Palmoplantar hyprekeratosis is generally mild and
occurs in about 65% of individuals (4).
Acrokeratoses resembling flat warts and punctate
keratoses on the palms and soles were described by
Weary et al (8). Gingivitis and/or leukokeratosis has
been reported in a few reports (4). Mild
onychodystrophy with ridging, grooving, and atrophy
may occur. Blisters can occasionally occur in the oral
mucosa. There are several case reports of esophageal,



Kindler’s syndrome

urethral, rectal, and/or conjunctival scarring (4,9).

Other reported findings include eczema,
dermatitis, xerosis, milia around blisters and webbing
of the fingers and toes (3,4,10). However, corneal
epithelial punctate defects which were present in all
of our cases and segmental chorioretinal atrophy
which was detected in one of them have not been
reported previously. Ultrastructural studies of the
damaged skin in Kindler's syndrome show separation
of the sub-basal lamina. Activated fibroblasts are
present in the subepidermal region, suggesting a
transient mechanobullous dermatosis, and enabling
distinction from epidermolysis bullosa (5,11,12)
Colloid bodies which show IgM deposition on direct
immunofluorescene have been described (5,10,13).
The inheritance pattern of Kindler's syndrome is not
clear. Although familial types of the syndrome are
reported (9,13-14), affliction of four siblings has not
been previously reported. Conclusively, we presented
the first report of the affliction of four siblings with
Kindler's syndrome associated with previously
unreported ophthalmologic findings.
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