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Case Report

Junctional epidermolysis bullosa (JEB)

YUNIS HAMODA

ELSHARIF A. BAZIE

AMAL GUBRA

AHMED YAYA ALZHRANI

King Fahad Hospital-NICU-ALBAHA

Abstract:

Second twin delivered by emergency caesarian section
developed blisters in the right leg after delivery and after
NICU(Neonatal Intensive Care Unit) admission developed features of
intestinal obstruction.

Hereditary epidermolysis bullosa (EB) constitutes three main
types which were identified according to electron microscopy study as:
simple, junctional, and dystrophic type.
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Second twin to gravida six, para five mother delivered by
emergency caesarian section as she present in labor pain with
history of previous caesarian section. Mother on regular follow
up during pregnancy and normal antenatal follow-up and scan
(Ultrasound).

Mother 38 year’s old, house wife had no chronic illness,
father 45 years old, they had four siblings and one boy who died
at 28 days of age after admission to NICU and diagnosed as
Epidermolysis Bullosa. No family history of skin diseases.

Baby delivered active, vigorous, APGOR score 8, 9at 1, 5
minutes respectively. Birth weight 1720gram. No dysmorphic
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features, normal cardiovascular, respiratory, neurological and
abdominal examination.

Shortly after delivery baby develop blisters in the
anterior aspect of right leg so shifted to NICU immediately
after that new lesions developed in the right and left legs, right
upper limb , mouth and abdomen ,figure[1&2 ] showed blisters
distribution. Baby did not pass meconium but he pass urine.

Investigations shows:

Normal complete blood count and renal function

Normal abdominal and head ultrasound

Normal echocardiography (ECHO)

Radiological investigations: figure [3] X-ray showed
dilated stomach with no air in lower part of abdomen. Figure
[4] shows barium swallow with esophageal stricture and pyloric
atresia.

Figure [ 1] Blisters in the right leg.

Figure [2]: Blisters in the foot:
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Figure [3] Chest and Abdomen X-Ray;

Figure 4: Barium swallow.

DISCUSSION:

To our knowledge this is the first reported case from king
Fahad Hospital —Albaha.

Hereditary epidermolysis bullosa (EB) constitutes a
genodermatosis group with variable clinical severity. Three
main types were identified according to electron microscopy
study as follows: simple, junctional, and dystrophic type. [1]
Epidermolysis bullosa simplex (EBS), accounting for 75 to 85
percent of all cases of EB in western countries [2]. In most of
cases, EBS is caused by mutations in the keratin genes,
resulting in the formation of a cleavage plane at the level of the
basal keratinocytes.[2]
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Junctional epidermolysis bullosa (JEB) comprises a group of
autosomal recessive disorders characterized by blistering of the
skin and mucosae that heal with scarring. [1]

Dystrophic epidermolysis bullosa (DEB) is characterized by
blistering of the skin and mucosal membranes that heal with
scarring. DEB 1is caused by mutations in the COL7A1 gene
encoding the alpha-1 chain of type VII collagen.[3]

In patients with JEB or recessive DEB, any portion of
the gastrointestinal tract may be injured [4]. Gastrointestinal
manifestations include esophageal strictures, gastroesophageal
reflux, rectal tears, anal fissures and stenosis, and constipation.
Esophageal strictures, resulting from recurrent mucosal
blistering and scarring, are the most frequent and often the
most disabling complication. The majority of strictures occurs
in the upper third of the esophagus, but they may arise
anywhere, leading to progressive dysphagia initially with hard
or bulky foods, then with softer foods, and eventually with
liquids.[4]

In Saudi Arabia, only few studies were done
concentrating more on clinical features [5]. In Abahussein AA
et al study[5]., sixteen patients were found to have EB. Ten
(62.5%) had recessive dystrophic EB, four (25%) had
epidermolysis bullosa simplex (EBS), one had dominant
dystrophic epidermolysis bullosa (DDEB), and one had
recurrent bullous eruptions of the hands and feet (Weber-
Cockayne) , also in Alhumidi [6] study, 50% of the patients
were of junctional type EB, 28% were epidermolytic type while
22% had dystrophic EB.
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