J Oral Pathol Med (2007) 36: 55–7
ª Blackwell Munksgaard 2007 Æ All rights reserved
www.blackwellmunksgaard.com/jopm

CASE REPORT

Hereditary benign intraepithelial dyskeratosis: a new case?
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Hereditary benign intraepithelial dyskeratosis (HBID) is a
rare disorder first described in 1960. To date, all but one
published case trace their ancestry back to an Indian tribe
in North Carolina. Affected patients usually develop
asymptomatic ocular and oral lesions. The latter may
resemble other dermatologic conditions that affect the
oral mucosa, such as white sponge nevus. This report
describes a case of a Brazilian patient who showed clinical
and histological features of HBID, which appears to be
the first reported case in South America. Although genetic analysis could not be carried out, the family history
suggests a genetic etiology.
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epithelium. Dyskeratotic cells could be seen in the
supra-basal and superﬁcial layers, with some appearing
to be engulfed’ by the surrounding cells, in a cellwithin-cell’ pattern (Fig. 3). The ﬁndings were compatible with hereditary benign intraepithelial dyskeratosis
(HBID). The patient was informed of the non-malignant
and hereditary character of the disease, and no further
treatment was necessary. His brother had eye alterations
compatible with HBID, but oral lesions were absent. His
mother and sister had no oral or ocular alterations. His
father had already passed away.
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Hereditary benign intraepithelial dyskeratosis is a rare
autosomal dominant hereditary genodermatosis ﬁrst
described in 1960 by Von Sallmann and Paton (1).
The authors identiﬁed the new entity in family
members of an isolated tri-racial population in North
Carolina. Several additional cases were subsequently
reported in the USA, and all but one traced their
ancestry back to North Carolina (2). Also, cases of an
English woman and a German family aﬀected by the
condition were reported, although not published (3).
We describe a case that fulﬁlls the criteria for the
diagnosis of HBID, aﬀecting a Brazilian patient. The
case reported herein may be the ﬁrst one described in
South America.
Hereditary benign intraepithelial dyskeratosis aﬀects
oral and ocular mucosa with onset usually at birth or
early childhood. Oral lesions are usually asymptomatic
and may vary in extent. Most oral lesions go unrecognized until examined (4). This was also true for our
patient, who had never noticed his oral lesions and
was referred by his physician for evaluation. In
addition, he had only one aﬀected site – the buccal
mucosa – and lesions were more pronounced on the
right-hand side.
Ocular lesions in HBID begin early in life, being noted
in nearly all aﬀected persons by the age of 1 year. Eye
lesions are typically bilateral and present themselves as
bizarrely shaped translucent perilimbal bulbar conjunctiva tissue proliferation. Redness of the eye is the most
striking sign of the disease, and lesions are frequently

Case description
A 32-year-old Brazilian black man was referred for
evaluation of intra-oral bilateral white lesions, of
unknown duration. Medical history revealed hypertension, type 1 diabetes, and chronic renal insuﬃciency.
The patient was undergoing hemodialysis three times a
week and was on a waiting list for pancreas and kidney
transplants. Bilateral asymptomatic reddened gelatinous
plaques and dilated vessels were observed on the
conjunctiva of both eyes, resulting in a red eye’ feature
(Fig. 1). White rough bilateral asymptomatic diﬀuse
multiple and folded plaques in the posterior buccal
mucosa were observed intra-orally (Fig. 2). Cutaneous
or other mucosal lesions were absent. With main
diagnosis hypothesis of sponge white nevus, an incision
biopsy was performed which revealed increased epithelial thickness, hyperplasia, and acanthosis. Numerous
large vacuolated cells were observed throughout the
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Figure 1 Ocular bilateral gelatinous conjunctival plaques with dilated blood vessels. Internal (a) and external (b) aspects of the right eye, and in
internal (c) and external (d) aspects of the left eye.

Figure 2 Intra-oralview demonstrating white diffuse rough plaques in
the right buccal mucosa.

symptomatic (1, 5). Similarly, our patient reported
having his eye lesions since he was a child, however,
without associated symptoms.
Histopathological changes of the oral mucosa include
increased epithelial thickness and numerous dyskeratotic cells and are very similar to the ocular changes.
Dyskeratosis may be prominent in the superﬁcial layers.
Cells appearing to be engulfed by normal cells, the socalled cell-within-cell’ pattern, can also be seen (4). All
of these features were observed in our case. In addition,
eosinophilic condensation in the perinuclear region,
which is considered unique to white sponge nevus, was
not found.
Attempts should be made to diﬀerentiate HBID from
leukoedema, dyskeratosis follicularis, focal epithelial
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hyperplasia, hereditary mucoepithelial dyskeratosis, leukoplakia, and white sponge nevus (4, 5). Although the
oral features of HBID are remarkably similar to those of
white sponge nevus, in the latter no eye lesions are
observed. Furthermore, in white sponge nevus the
external genitalia and rectum are also aﬀected (5).
Nevertheless, white sponge nevus was our ﬁrst diagnosis
option, as HBID had not been previously reported in
South America.
Hereditary benign intraepithelial dyskeratosis is an
entirely benign condition (4). Hence, no further treatment is required for oral lesions after establishment of
diagnosis. Several modalities of treatment have been
attempted for eye lesions, including topical medications
and surgical procedures. However, the abnormal epithelium almost invariably recurs after excision (1). As
our patient had no ocular symptoms, he was not
referred to an ophthalmologist.
In 1968, Yanoﬀ (6) evocated founder eﬀect, according
to which genes can be transferred’ from one place to
another, as people relocate. However, the concept of
founder eﬀect is population-based, and should not be
applied to a single family as in the present case. Other
possibilities such as mutation, vertical transmission,
and inﬂuence of environmental factors should be considered (6). Recently, Allingham et al. (2) localized the
HBID gene to chromosome 4 (4q35). Although in our
case genetic analysis could not be carried out, the
patient’s brother did have at least some features of
HBID. This cannot be ignored in light of the wellknown variation in expression of most dominant autosomal disorders. Thus, in this case, the family history
suggests a genetic etiology.
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Figure 3 (A) Epithelial thickness, hyperplasia, acanthosis, and vacuolated cells (HE ·100). (B) Dyskeratotic cells in the superﬁcial layers
(HE ·400). (C) Engulfed’ cell (arrow), in a cell-within-cell’ pattern
(HE ·400).
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