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neurocutaneous elements. The intra-epidermal
abscesses might be the result of trans-epidermal
elimination of immune deposits from the dermis (8).
A neurocutaneous pathogenesis would support the
“lower epidermis’” theory concerning the mor-
phogenesis of PPP (i.e. the first phase in character-
ized by spongiosis and vesicle formation in the low-
erlayers of epidermis) (7).
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Abstract. A 4l-year-old tyrosinase-negative male albino
presented with congenital bilateral inguinal hernias, club
feet and squamous cell carcinoma of the glans penis. Such
associations do not appear to have been reported previ-
ously.
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Albinism is a genetically determined disorder of
pigmentation that may involve the eye (X-linked
ocular albinism) or the eye, the skin and hair (au-
tosomal recessive oculo-cutaneous albinism) (2).
Skin cancers in albinos are rare in temperate cli-
mates and they occur mostly on sun-exposed areas.
If one excepts the optic pathway abnormality,
oculo-cutaneous albinism is not usually associated
with congenital malformations. The presence of
both, inborn abnormalities and cutaneous carcino-
ma of covered skin, in the same patient has not been
reported earlier, to the best of our knowledge. We
report such a case.

CASE REPORT

The patient. a 41-year-old male albino. is the only child in
a non-consanguineous marriage. Familial history failed to
reveal any disorder of pigmentation. No bleeding tenden-
Cy was noted.

Physical examination showed fair skin, blond hair, re-
duced tolerance to sunlight, photophobia, reduced visual
acuity, nystagmus, brown irises and ocular deviation.
Congenital bilateral inguinal hernias and club feet were
also prominent clinical features. Early in 1979, the patient
developed a squamous cell carcinoma of the glans penis,
confirmed histologically, and died from metastasis in
November 1980.

The examination of anagen hairbulbs plucked from the
scalp showed no pigment formation after prolonged in-
cubation in L-tyrosine and L-dopa (6).

COMMENT

Oculo-cutaneous albinisms represent a heterogene-
ous group of four distinct autosomal recessive dis-
orders: tyrosinase-positive, tyrosinase-negative,
yellow mutant and albinism with hemorrhagic
diathesis. Two additional uncommon entities
should be mentioned: X-linked ocular albinism (9)
and dominant oculo-cutaneous albinism (3).

Genetically determined disorders of pigmentation
may be associated with various neurological defects
such as neurosensory hearing loss and Hirsch-
sprung's disease in Waardenburg's syndrome (1),
cerebellar ataxia, mental retardation, Hirsch-
sprung’s disease in piebaldness (8) and nystag-
mus in albinism. Defective embryonic migration of
the neural crest cells may partly explain both pig-
mentary and neurologic disorders.

Few extraneural congenital disturbances have
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been described: one case of X-linked ocular al-
binism and familial nephritis (9), and one case of a
unique type of familial hypopigmentation as-
sociated with a Prader-Willi syndrome and a
chromosomal anomaly (5). Apart from disturbances
in melanogenesis which characterize classical al-
binisms, pigmentary dilution syndromes due to an
anomaly in melanosome formation, such as
Chediak-Higashi syndrome and the Nettleship-Falls
type of X-linked ocular albinism (9), have not been
described in association with a high frequency of
congenital neural or extraneural malformations. No
inborn anomalies such as those noted herein have
been reported so far, to our knowledge.

Albino patiens who live in the equatorial regions
of Africa are known to die of skin cancer in early
adult life or in middle age at best (10). However, the
occurrence of cutaneous carcinomas in albino pa-
tients living in extratropical regions is very rare (4).
Furthermore. malignant changes commonly com-
plicate solar keratosis (7). The unusual feature of
our patient was the presence of squamous cell car-
cinoma on an area never exposed to sunlight. Al-
though, in our case, the congenital malformations
and the cutaneous carcinoma may be unrelated to
the albinism, further studies will be needed to ascer-
tain the relationship between these uncommon as-
sociated clinical features.
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Absiract. Three individuals with incontinentia pigmenti
from one family spanning three generations are described.
All three had associated dental anomalies. The pattern of
inheritance is consistent with the theory of an X-linked
gene, dominant in females and lethal in males.
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Incontinentia pigmenti (IP) is an uncommon
genodermatosis that occurs almost exclusively in
female infants.

IP presents distinct clinical manifestations. The
discase usually appears at birth, presenting with
inflammatory lesions consisting of erythematous
macules. papules and bullas arranged in a linear
pattern on the extremities and torso. In the typical
case this stage is followed by a verrucous stage after
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2-6 weeks, lasting for a few months. During the
verrucous stage or a few months thereafter the pig-
mented stage appears, not necessarily on the same
places as the inflammatory lesions. with bizarre
pigmentations mostly on the torso. These pigmenta-
tions gradually fade and are usually absent by
adulthood.

In contrast to the benign skin manifestations
there are also developmental defects in 80% of pa-

tients with [P, the most serious being ocular
anomalies leading to blindness (3). Other reported
defects are scalp abnormalities, nail dystrophy,
dental anomalies and disorders of the central
nervous system.

This report describes a family in which members
of three successive generations have IP combined
with dental anomalies (Fig. 1).

CASE REPORT

The propositus (I1V. 1) was born weighing 3.3 kg after an
uncomplicated 43-week pregnancy. Two days after deliv-
ery a rash was noticed consisting of pronounced erythe-
ma. papules and vesicles. having a peculiar band-shaped
distribution over the buttocks, dorsally on the thighs, lat-
erally on the abdomen, but sparse on arms and cheeks.
Three days later the rash had almost disappeared but after
afew days a similar rash appeared. lasting for a few days.
A blood leukocytosis of 22 600 was found. whereof 4060

were eosinophils. A punch biopsy was consistent with the
second phase of 1P, with dyskeratotic cells in the epider-

mis.

An examination at the age of 3 months revealed pigmen-
tations medially on the thighs and on the left labium
majus. At the age of 18 months there were small pig-
mented patches laterally on the torso and a larger imegular
pigmented patch on the left buttock. Neurological and
ophthalmological examinations were normal. Chromo-
somal analysis showed a normal 46, XX pattern. The
child, now 27 months old, has developed normally
except that she has no primary laterals in the upper jaw
(Fig. 2).
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Fig. 1. Pedigree of family. Proposi-
tus is indicated by arrow.





