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intermediate is more common but less
severe. 

The one-year mortality rate is 40-45%
in JEB; common causes include sepsis,
failure to thrive and respiratory failure.5

Dystrophic epidermolysis bullosa 
In dominant dystrophic EB (DDEB),
generalised cutaneous blistering occurs
from birth, with subsequent milia (tiny,
white bumps under the skin), atrophic
scarring and dystrophic nails. Blistering
of the oesophagus may also occur
which can progress to oesophageal
stenosis. 

Recessive DEB (RDEB) generalised
severe (previously Hallopeau-Siemens)
presents with extensive blistering from
birth (see figure 1, below and figures 2
and 3, opposite) and is associated with
anaemia, growth retardation and
oesophageal strictures. 

Pseudosyndactyly (mitten hand
deformity) is caused by blistering which
heals with scarring. It is a prominent
feature with almost 100% of patients
developing this deformity by the age 
of 20.6,7

Other complications include
malnutrition, renal failure, cardiomyopathy,
delayed puberty and osteoporosis.
Patients with RDEB are at risk of
developing aggressive cutaneous
squamous cell carcinomas (SCC). The
risk begins in the mid to late teenage
years and increases thereafter, with
death commonly occurring from
metastatic SCC within five years of
diagnosis of the initial primary tumour.3

Kindler syndrome
Kindler syndrome, a rare type of EB, is
characterised by generalised blistering
and photosensitivity present from birth

Table 1

The main types and subtypes of epidermolysis bullosa (EB)

Major EB types

Epidermolysis bullosa 
simplex (EBS)

Junctional epidermolysis 
bullosa (JEB)

Dystrophic epidermolysis 
bullosa (DEB) 

Kindler syndrome
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autosomal dominant. EBS localised
(previously Weber-Cockayne) is the
mildest and most common form of EB.
Patients often present with blisters
predominantly on the palms and soles
following minimal trauma and
symptoms can be exacerbated by
warm weather. Onset of symptoms in
EBS is usually at birth or shortly after,
although in the localised form it may not
present until late childhood or even
early adulthood. 

EBS generalised severe (previously
Dowling-Meara) involves widespread
cutaneous blistering; a specific feature
seen in this condition is herpetiform
blistering, where there are clusters of
vesicles in an arciform configuration.
Palmoplantar hyperkeratosis is seen in
all subtypes of EBS and is more
confluent in the severe form.
Extracutaneous involvement in EBS is
uncommon apart from intraoral

blistering. Although symptoms tend to
improve with age, widespread
cutaneous blistering in EBS generalised
severe may lead to death in infancy.

Junctional epidermolysis bullosa 
Junctional EB (JEB) is inherited in an
autosomal recessive pattern. A hallmark
of JEB is the presence of enamel
hypoplasia, a useful sign once primary
teeth have erupted. 

JEB generalised severe (previously
Herlitz) is the most severe form with
extensive, generalised cutaneous
blistering present from birth. 
The blistering heals with exuberant
granulation tissue which is a
characteristic feature. 

Anaemia and growth retardation are
both common features, and
involvement of the gastrointestinal,
genitourinary, ocular and respiratory
systems are seen. JEB generalised

FIGURE 1
Blistering on 
the foot and
dystrophic nails  
in a patient 
with recessive
dystrophic
epidermolysis
bullosa

Major EB subtypes

EBS generalised severe
EBS generalised intermediate 
EBS localised 

JEB generalised severe
JEB generalised intermediate 
JEB with pyloric atresia 

DDEB (Dominant DEB)
RDEB (Recessive DEB)

Level of blister formation 

Intraepidermal

Intra-lamina lucida

Sub-lamina densa

Multiple levels 
(intra-lamina lucida and 
sub-lamina densa)

Targeted protein

Keratin 5 and 14

Laminin-322, collagen XVII,
integrin α6ß4

Collagen VII

Kindlin-1


