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Introduction 

A premature baby, born from a first-degree 
consanguineous marriage with a history of 2 
miscarriages and a baby who died at 15 days of 
life in a context of respiratory distress. The 
pregnancy was marked by gestational diabetes, 
treated by insulin. The female baby was 
hospitalized at birth for respiratory distress with 
rapid improvement on oxygen. On day 2 of life, 
after starting breastfeeding, the baby presented 
non-bilious vomiting, abdominal x-ray (figure 1) 
revealed gas in the stomach and gasless 
abdomen and then opacification (figure 2) were 
performed in support of a pyloric obstacle. 
The newborn was operated on day 3 of life, 
showing a double pyloric diaphragm (figure 3). 
During the hospitalization, skin fragility (figure 
4)was observed, especially at sites covered with 
adhesive dressings, associated with detachments 
of the oral mucosa and abundant and thick 
mucous secretions. A review of the literature 
therefore made us suspect an EB + AP 
association. 
On day 10 of life, the baby spontaneously 
presented spontaneous blistering. 
The evolution was marked by a gradual 
improvement of vomiting and the general 
condition with a persistence of skin lesions 
The baby was put on antibiotics and local care 
for skin lesions with Vaseline, antiseptics and 
healing cream. 
Newborn discharged on day 15 of life under ATB 
and local treatments with close follow-up. 

Methods and Materials 

Inherited epidermolysis bullosa (EB) cover a 
number of disorders characterized by a 
structural fragility of the skin responsible of 
blister formation. its prevalence and incidence 
are hard to determine. in Northern Ireland, the 
incidence is estimated to be 1.4/106/year and 
the prevalence 32/106. In the United States, 
there are approximately 50,000 known cases of 
EB and in Scandinavia and Croatia the incidence 
is estimated to be 1/50,000 births. It is not 
known if these figures differ by ethnicity.  
EB are rare, autosomal dominant or recessive 
genodermatosis, involving the Cell Adhesion 
Molecules. They are classified according to the 
ultrastructural level of blister formation in the 
skin, into EB simplex (EBS), junctional EB (JEB), 
dystrophic EB (DEB), and Kindler syndrome.  
EB with pyloric atresia has autosomal recessive 
inheritance.  
Pyloric atresia is often associated with the 
junctional form of epidermolysis bullosa, due to 
altered expression of α6β4 integrin, recently an 
association with the simplex form due to 
altered expression of plectin has been also 
described.α6β4 is linked to the cytokeratin 
network by plectin .  
The diagnosis is clinical, paraclinical, 
histopathological and immunohistochemical. 
Clinically, epidermolysis declares itself in the 
first days of life by skin fragility responsible of 
erosion blisters, while the major sign of pyloric 
atresia is non-bilious vomiting associated to 
abdominal distension. Imaging allows antenatal 
suspicion of EB-PA via morphological 
ultrasound showing a hydramnios associated to 
skin aplasia and/or gastric dilatation, in 
postnatal, imaging shows a pyloric obstacle. 
Histopathology shows the level of blister 
formation (Intraepidermal for EB simplex and 
Intra-lamina lucida for Junctional EB) and 
immunohistochemistry confirms the diagnosis 
revealing a reduced or completely absent 
expression of the α6β4 integrin or the plectin. 
There are no definite modalities in the 
treatment of EB with pyloric atresia. It is mainly 
symptomatic, using dressings, antiseptics and 
healing creams, topical steroids can be used to 
manage inflammation. Pyloric atresia requires a 
surgical treatment.  
Although a number of cases with a good 
prognosis are reported, the prognosis of this 
disease is poor due to skin infections, sepsis 
and visceral complications. The majority of 
children die before 1 year. The EB simplex 
subtype is supposed to be lethal.  

Discussion 

Epidermolysis bullosa and pyloric atresia is a rare but 
discribed association. It's diagnosis is clinical, 
paraclinical, histopathological and 
immunohistochemical. There are no definite 
modalities in the treatment and the prognosis is poor, 
the majority of children die before 1 year. 

Conclusions 

Epidermolysis bullosa (EB) is a rare skin genetic 
desorder wich clinically characterized by 
blistering and erosions of the skin. Despite its 
rarity, the association EN and PA association was 
described in literature and known as an entity. 
We report here on a case of concomitant 
epidermolysis Bullosa and pyloric atresia in 
premature newborn. 

Case report 

Figure 1. gas in the stomach and gasless abdomen in abdominal X-ray. 

Figure 2. pyloric obstacle in opacification. 

Figure 4. spontaneous blistering and skin fragility. 

Figure 3. intraoperative photos 


