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Hemidesmosome Deficiency of Gastro-intestinal Mucosa, Demonstrated 

in a Child with Berlitz Syndrome and Pyloric Atresia 
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In an 11-day-old premature girl with Epidermolysis bullosa atrophicans generalisata gravis 
Herlitz and pyloric atresia , hypoplasia of hemidesmosomes in the skin, the gastrointestinal 
mucosa and the atretic pyloric segment was found by electron microscopy. Py loric atresia is 
explained by hemidesmosomal defects causing junctional blistering of the mucosa, sub
sequenl pep1ic digeslion and inflammatory scarring reaction. Key words: Genetic skin disor
der; Dermaropathology; Epidermolysis bullosa; Mucosa/ blistering. (Received December 9, 
1986.) 
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Epidcrmolysis bullosa atrophicans gencralisata gravis Herlitz' (R-EBA-GH), also called 
Herlitz syndrome, represents a lethal, autosomal recessive type within the group of non
scarring epidermolyses ( 1-3). It is characterized by junctional blistering of the skin with sepa
ration between the basal lamina and plasma membrane of the epidermal basal cells (3-5). 
Scarring does not occur as long as the basal lamina remains intact. Pyloric atresia, so far re
ported in 22 cases with R-EBA-GH was thought to result from involvement of the gastro
intestinal mucosa (6). While electron microscopic investigations of the skin have shown re
duction and hypoplasia of hemidesmosomes to be responsible for an abnormal dermo-epi
dermal junctional connection, a similar defect of the affected gastro-intestinal mucosa has 
not yet been demonstrated. 

PATIENT AND METHODS 

An 11-day-old premature girl, the thfrd but first affected propositus of non-consanguineous healthy pa
rents, was suCfcring from severe mechano-bullous skin disease suggestive of Herlitz syndrome. Biopsies 
of the skin and gastrointestinal mucosa and an atretic pyloric segment were examined by light and elec
tron-microscopy. 

RESULTS 

In paraffin histology junctional blistering with dehiscence between the basal lamina and the 
plasma membrane of the epidermal basal cells or of the mucosa! epithelium was evident and 
in the atretic pyloric segment obliteration by granulation and scarring tissue could be shown. 

Electron microscopic investigation clearly demonstrated hypoplasia and numerical reduc
tion of bemidesmosomes to be present not only in the skin but also in the gastric and 
duodenal mucosa and in the residual glands of the atretic pyloric segment. The hemidesmo
somes in all examined tissues showed a defect of the subbasal dense plates, i.e. the anchoring 
structure between the plasma membrane of the basal cell and the basal lamina. Junctional 
blistering was found in the lamina lucida between basal lamina and cell· membrane of the 
epidermal basal cells or the mucosa! epithelial cells respectively (Figs. 1 and 2). 
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Fig. /. Hypoplasia of the hemides
mosomes with defective basal dense 
plates in R-EBA-GH: (a) cutis, (b)
gastric mucosa, (c) duodenal mu
cosa. Arrows= hypoplasia of the 
hemidcsmosomes, asterisk= blister
ing of the basal lamina with non 
affected plasma membrane, C =
corium, BC= basal cell, SM= sub
mucosa, GC = glandula cell. 
><24 700. 

Based on these observations the pathogenesis of the pyloric atresia in HerHtz syndrome can 
be explained in the following manner: (a) The defect of the hemidesmosomcs of the gastric

mucosa causes dehiscence between the epithelial layer and the basal lamina, identical to alt
erations in the epidermis. (b) Since the pylorus is exposed to mechanical, acidic and enzyma
tic stress the previously intact basal lamina may easily be injured. (c) Peptic digestion of the 

Fig. 2. Normal structure of the 
hemidesmosomes with intact basal 
dense plates in control tissues: (a)
cutis, (b) ga stric mucosa, (c)
duodenal mucosa. Arrows= normal 
hemidesmosomes, C = corium, 
BC= basal cell, SM= submucosa, 
GC = glandula cell. ><24 700. 
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pyloric basal lamina and submucosa causes inflammatory reaction and consecutive oblitera
tion by granulation- and scarring tissue. 

Thus. pyloric atresia can be considered a sequal to epitheliolysis of the mucosa within the 
Herlitz syndrome and not-as previously discussed-a random association of two different 
disorders or a plciotropic effect of a single mutant gene (7, 8). 

ACKNOWLEDGEMENTS 

We are gratefully indebted to Professor Dr Dr G. von der Oelsnitz, I lead of the Pediatric Surgery De
partment of the Zentralkrankenhaus. St.-Hirgen-Stra!le, Bremen and Dr H. Koch, Head of the Pediatric 
Department of the St. Marienhospital. Vechta, for providing clinical data. 

REFERENCES 

1. Gedde-Dahl T. Sixteen types of cpidermolysis bullosa. Acta Derm Venereol (Stockh) 1981; Suppl.
95: 74-87.

2. Pearson RW, Potter B, Strauss F. Epidermolysis bullosa hereditaria letalis. Climcal and histological
manifestations and couISe of the disease. Arch Dermatol 1974; 109: 349--355.

3. Gedde-Dahl T, Anton-Lamprecht I. Epidermolysis bullosa. In: Emery AEH, Rimoin DL, eds. Prin
ciples and practice of medical genetics. Edinburgh: Churchill Livingstone, 1983: 672-687.

4. Hashimoto I, Geddc-Dahl T. Schnyder UW, Anton-Lamprecht I. Ultrastructurnl studies in epidermo
lysis bullosa hereditaria. IV. Recessive dystrophic types with junctional blistering. Arch Dcrmatol
Res 1976; 257: 17-32.

5. Anton Lamprecht I. Prenatal diagnosis of genetic disorders of the skin by means of electron micro
scopy. Hum Genet 1981; 59: 392-405.

6. Rehder 1-1, Weber M, Heyne K, Lituania M. Feta! Pathology-non-chromosomal. In: Gilbert EF,
Opitz JM. Paul N. eds. Genetic aspects of developmental pathology. Birth Defects: Original Article
Series, vol. 23, no. I, 1987. New York: Alan R. Lis�. Inc.

7. DeGroot WG, Postuma R, Hunter AGW. Familial pyloric atrcsia associated with epidermolysis bul
losa. J Pediatr 1978; 92: 429--431.

8. Peltier FA, Tschen EH. Raimer ShS. Kuo TI. Epidcrmolysis bullosa letalis associated with congenital
pyloric atresia. Arch Dermatol 1981: 117: 728-731.
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A case of Sweet 's syndrome treated with potassium iodide is hereby described. The patient 
responded well a few days after the initiation of therap}. but the evolution was complicated 
with a severe clinical deterioration two weeks later. Systemic vasculitis was diagnosed on 
the basis of significant impairment of renal function, involvement of the eyes (papillitis) 
and the skin biopsy which showed a leukocytoclastic vasculitis. This systemic vasculitis 
was attributed to the potassium iodide therapy. Key words: Drug therapy; Angiitis;
Erytltema. (Received October 23, 1986.) 
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