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Epidermolysis Bullosa Dystrophica, Hypoplastic Type,
Associated with Pelger-Huet Anomaly
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A 7-year-old boy with epidermolysis bullosa condition. The case reported appears to be the
dystrophica, hypoplastic type, and the Pelger- first in which both these conditions have been found
Huet anomaly is described. in the same individual.

Case Report
At birth a diagnosis of epidermolysis bullosa dystro-

phica was suggested by absence of skin in the left pre-
tibial region, and shortly afterwards bullae appeared in
the axillary, inguinal, and cervical regions, on the face
and on the buccal and pharyngeal mucous membranes.
At the age of 12 months atrophic lesions appeared in the
nails with resultant loss. The child also had difficulty
in swallowing and bouts of constipation.
On examination at 7 years this underdeveloped child

had many features characteristic of epidermolysis bul-
losa. He had abnormal facial hair, his mouth was small,
and mucous membranes were atrophic and hyperaemic.
The tongue was also atrophic and ulcerated and pro-
trusion was impossible. The teeth also showed atro-
phic changes. Desquamating atrophic erythematous
lesions were plentiful on many parts of the body. The
extremities were cold, the fingers were partially flexed
due to scarring following bullae. The skin over the feet
was paper-like and the terminal portion of the first left
toe was missing (Fig. 1). All finger- and toe-nails had
been lost. Radiology showed partial bone resorption of
the distal phalanges of the fingers and toes. Peripheral
blood examination revealed the presence of the Pelger-
Huet anomaly (Fig. 2).

This child is the younger of two sibs. The parents
were not related. There was no family history of epi-
dermolysis bullosa dystrophica, but on investigation, V j
leucocytes of the father, a paternal aunt, and the paternal
grandmother of the propositus all showed the typical
Pelger-Huet changes.

Comment
Epidermolysis bullosa dystrophica is inherited as

an autosomal recessive trait, while the Pelger-Huet
anomaly is inherited as an autosomal dominant

FIG. 1. The foot, showing paper-like skin, loss of terminal portion
Received March 9, 1967. of big toe, and no toe-nails.
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FIG. 2. Peripheral blood examination showing Pelger-Huet anomaly. ( x 1500.)

Summary
A boy is described with the hypoplastic type of This research was supported by grants from the

epidermolysis bullosa dystrophica and the Pelger- Reseach of the Federal University of Parana, the Rocke-
Huet anomaly. Both entities presented the classi- feller Foundation, and the Brazilian National Research
cal clinical and haematological findings. Council.
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