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of new lesions by the application of
dressings to susceptible areas such as
the elbows and knees, wearing loose-
fitting clothing and keeping cool with air
conditioning. 

Blisters can be punctured with a
sterile needle with the roof left intact to
act as a biological dressing. Existing
wounds can be dressed with sterile,
non-adherent dressings (silicone or
hydrocolloid based) to promote healing
and to reduce pain and risk of infection.
Skin should be cleansed regularly with
water and gentle soaps. 10,11

Cutaneous infection is a frequent
occurrence in all forms of EB, with
Staphylococcus aureus the usual
pathogen.6 Wound colonisation is
common but infection should be
treated to promote healing. Cleansing
agents such as normal saline, dilute
potassium permanganate, vinegar and
diluted bleach have been used.
Antibiotics should be prescribed
judiciously guided by culture results.
Topical antibiotics should only be used
for limited periods given the risk of
developing resistance. A recent study of
23 children with EB showed that more
than half of these patients had
mupirocin-resistant S. aureus.12

Pain and itch are burdensome
features and can significantly impact on
patients’ quality of life. Evidence-based
guidelines are available to aid clinicians
in managing these symptoms.13
Adequate pain control should be a
priority. 

Beyond these measures, management
should be tailored to the individual
patient as complications vary
depending on the EB subtype.10

Patients with generalised severe
subtypes of EB can develop profound
anaemia and growth retardation.
Growth is affected by a combination of
factors including reduced oral intake,
impaired absorption of nutrients
through damaged intestinal epithelium
and an increased catabolic state.
Frequent oral feeding with nutritional
supplements can help to increase intake
and if still inadequate, enteral feeding 
via gastrostomy is recommended.
Anaemia, which is multifactorial in origin,
is treated with iron supplementation
and transfusions.7,10,14

Painful blisters and erosions on the
cornea can occur leading to corneal
scarring and visual impairment. Corneal
dryness should be treated with
ophthalmic ointments and artificial
tears. Oesophageal strictures can arise
from repeated blistering/scarring and
dilatation is needed to ensure adequate
nutritional intake. Mitten deformity of

the hands can be prevented by
meticulous wrapping of each digit on 
a daily basis, however with progression,
surgical intervention is often
required.7,10,14

EB patients who are prone to
contractures and decreased mobility
should be referred to occupational
therapy for help in maintaining
functional independence in activities of
daily living. 

Osteopenia and osteoporosis should
be carefully monitored with serial DEXA
scans and treated with calcium and
vitamin D supplementation plus
bisphosphonates.7,10 The reduction in
bone mineral density is multifactorial in
origin and results from reduced mobility,
decreased nutritional intake, chronic
skin infection and high levels of
inflammation.

SCC can arise from damaged skin
especially in RDEB generalised severe
patients; mortality is high with more
than 79% of these patients dying from
SCC by the age of 55.15 Close monitoring
for cutaneous malignancies is of utmost
importance and full skin checks by a
dermatologist at three-monthly
intervals are recommended. 

Depression is common among
patients who are debilitated by
symptoms of EB and psychosocial
support should be provided for the
entire family unit. 

The complications mentioned above
are by no means an exhaustive list and
patients almost invariably require
ongoing multidisciplinary specialist
input. 

CONCLUSION
EB rarely presents in primary care as
symptoms are usually present at or
around birth. 

However, GPs can play an integral role
in the management of patients with EB.
Occasionally, certain forms of EB, for
example localised EBS, may present
later in life and GPs are in a unique
position to consider this rare diagnosis
as a possibility, through their 
knowledge of the patient’s family
history and longitudinal approach 
to medicine. 

Local healthcare knowledge
surrounding EB can be limited which is
often a source of frustration for EB
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Epidermolysis bullosa (EB) arises from mutations within    
genes encoding for different proteins which contribute to
the structural integrity of the epidermis and basement
membrane zone. There are four major EB types: 
EB simplex (EBS), dystrophic EB (DEB), junctional EB (JEB)
and Kindler syndrome.

The main cutaneous features of inherited EB are
mechanical fragility of the skin and formation of blisters
and erosions with minimal trauma. Clinical manifestations
can vary widely and this is dependent on the EB subtype.
The initial diagnosis of EB is based on the patient’s personal
and family history and clinical examination. Skin biopsies
are taken from newly induced blisters to identify the level
of skin cleavage which helps to determine the subtype.  

EBS is the most common form of EB. It is almost  
exclusively autosomal dominant in inheritance. Patients
with EBS localised often present with blisters predominantly
on the palms and soles following minimal trauma which
are 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. Patients with severe forms of EBS
may have widespread cutaneous blistering sometimes
leading to death in infancy.  

JEB is inherited in an autosomal recessive pattern. 
A hallmark feature of JEB is the presence of enamel
hypoplasia. In the generalised severe form, extensive
generalised cutaneous blistering is present from birth.
Anaemia and growth retardation are both common
features, and involvement of the gastrointestinal,
genitourinary, ocular and respiratory systems are seen.
The one-year mortality rate in JEB is high at 40-45%. 

In dominant DEB, generalised cutaneous blistering    
occurs from birth, with subsequent milia, atrophic scarring
and dystrophic nails. Recessive DEB (RDEB) presents
with extensive blistering from birth and is associated with
anaemia, growth retardation and oesophageal strictures.
Pseudosyndactyly is a frequent complication. Patients
with RDEB are at risk of developing aggressive cutaneous
squamous cell carcinomas.

Optimal care of EB patients requires a multidisciplinary
approach centred on avoidance of trauma and blistering
of the skin, good wound care, prevention of secondary
infection, and management of extracutaneous complications.
Applying non-adherent dressings to susceptible areas
such as the elbows and knees, loose-fitting clothing and
cool air conditioning can help prevent formation of new
blisters. Wound colonisation is common but infection
should be treated to promote healing. Cleansing agents
such as normal saline, dilute potassium permanganate,
vinegar and diluted bleach have been used. Antibiotics
should be used judiciously guided by culture results. There
should be close monitoringfor cutaneous malignancies
and full skin checks by a dermatologist at three-monthly
intervals are recommended.

‘Close monitoring
for cutaneous
malignancies is of
utmost importance’


