


Introduction

EB encompasses many clinically distinctive
disorders with 3 features in common
Genetic transmission
Blister formation
Mechanical fragility of the skin

3 major forms of inherited EB
Simplex
Junctional
Dystrophic



History

First described by von Hebra in 1870

Simplex and dystrophic separated by Hallopeau In
1898

Junctional EB described by Herlitz in 1935
National EB Registry established in 1986



Epidemiology
Prevalence estimate in 1990 was 8.22 per million

5 year incidence estimates: 19.6 per one million live
births

EB simplex is most common
Recessive dystrophic EB Is least common



Pathogenesis

Mutations of structural proteins of the epidermis
EBS
Intraepidermal tonofilaments - K5, 14

Junctional EB

Intralamina lucida - anchoring filaments and
hemidesmosome, laminin 5, BP Ag 2s6 [ 4 integrin

Dystrophic EB
Sublamina densa anchoring fibrils, collagen VII



FOUR MAJOR ULTRASTRUCTURAL SUBREGIONS
OF THE EPIDERMAL BASEMENT MEMBRANE
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CLEAVAGE PLANES IN EPIDERMOLYSIS BULLOSA
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EB Simplex

Intraepidermal split
Keratins 5 and 14 (basal layer)
11 subtypes known, but 4 main AD inherited

4 subtypes
Weber- Cockayne
Koebner
Dowling - Meara
EBS with mottled pigmentation

Rare subtype of EBS with muscular dystrophy
defect in plectin



EBSWeber Cockayne

Localized recurrent bullous eruption on hands and
feet

Can appear as chronic form in infancy or later in
life

Exacerbated in hot weather or with prolonged
walking- I.e. military

May have hyperhidrosis

Intraepidermal and suprabasat no scarring

Tx: Drysol bid can reduce blistering; treat
infection



EBSWeber Cockayne
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EBSWeber Cockayne
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EBSKoebner

Generalized form

1/ 500,000 births

Vesicles, bullae, and milia over hands, elbows, knees, feet
Birth or soon after

Recurs when child begins to crawl or walk

Worse In the summer

Lesions are sparse with no severe atrophy

Usually no mucous membrane or nail involvement

Tx: treatlocal infection, avoid trauma



EBSKoebner




EB HerpetiformisDowling Meara

Circinate configuration in infancy

May have milia, but no scarring

Oral mucosa is involved

Nails shed and can regrow

Blistering improves with age

May have hyperkeratosis of palms and soles after-6/

y.O.
Clumped tonofilaments on EM



Dowling Meara
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Dowling Meara




