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EPIDERMOLYSIS BULLOSA
Definition
Mutations in genes of structural proteins of the

dermo-epidermal junction lead to blisters and
erosions after minor trauma

Type VII Collagen
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OUTCOME MEASURE
Definition (Medical Dictionary)

A measure of the quality of medical
care (CORRECT DIAGNQOSIS), the
standard against which the end result
of the intervention Is assessed
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both babies were born within one week
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OUTCOME MEASURES in RARE
DISEASES (such as EB)

Problems:

A Small number of affected individualsw

Limited reqistries

A Highly (inter- intraindividually) variable
course

Limited generizable research data

A Early mortality
U  Small number of research studies!
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HETEROGENEITY

EB type Mutated protein

Transglutaminase 5

EBS suprabasal Plakoglobin

Plakophilin 1

Desmoplakin

Keratin 5 /14, plectin, BP230,
EBS basal exophilin 5, kindlin-1
JEB . . Integrin a6P4, integrin a3,

KS % collagen XVII, laminin 332

DEB Sub-lamina densa

Collagen VII
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CLINICAL OUTCOME SCORING
SYSTEMS

Iscor EB: Schwieger-Briel A et al;
Ped Dermatol. 2015

BEBS: Moss C et al:
Br J Dermatol 2009

EBDASI: Loh CCH et al;
Am Acad Dermatol 2014
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Instrument for Scoring Clinical Outcome of
Research for Epidermolysis Bullosa = iscor EB

x Clinician items/five domains: skin, mucosa, organ
involvement, laboratory abnormalities mew

and[procedures

(maximum score 114)

x Patient derived items: pain, itch,functional limitations)
sleep, mood, effect on daily and leisurely achivities
(maximum score 120)

U Differentiation between EB subtypes and degrees of
clinical severity (severe, moderate, mild)
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BIRMINGHAM EB SEVERITY
SCORE (BEBS)

97 patients; 0-64 yrs

11 items: area of damaged skin; mvolvement of nails, mouth, eyes,
larynx, oesophagus, chronic
wounds, alopecia,|au

maximum score 100 (50 points area; 5 points others)
High intra i and interobserver correlations

GIVES APPROPRIATE SCORES for DIFFERENT SUBTYPES
and reflects CHANGES with AGE
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The Birmingham Epidermolysis Bullosa Severity Score Sheet (child version)

Patient’s name
Scorer’s name. ..

*See overleaf for detailed instructions

Score item

Measure Max Actual score
*Nails Lost nails + 4 5
Dystrophic nails + 8
*Area Y2 X % damaged skin: blisters, erosions, scabs, 50
healing skin, erythema, atrophic scarring;
not dyspigmentation, or well-healed scars
*Mouth = no mucosal involvement 5
*Eyes 1 = occasional blisters/crosions 5
*Larynx 2 = frequent blisters 5
*Oesophagus = persistent symptoms, early structural abnormality 5
4 = moderate structural abnormality
5 = severe structural abnormality
(see over for detailed scoring for each site)
Scarring of hands = no scarring 5
1 = milia and/or atrophic scars
2 = just detectable contractures or webbing
3 = obvious contractures, or proximal webbing
4 = between 3 and §
5 = mitten formation with fingers all fused
Skin cancer (SCC) Number of skin cancers 5
+ 1 for local/regional lymph node spread
+ 2 for distant metastatic spread, up to maximum score 5
Chronic wounds present for > 6/12 0 = none 5
1 = < 1% body surface area (1% = palm size)
2=1-2%
3=25%
4 = 5-10%
5=2>10%
Scarring alopecia due to EB 0 = no alopecia 5
1 = 1-19% scalp involvement
1 =120-3%%
3 = 40-59%
4 = 60-79%
5 = 80-100%
Nutritional compromise 0-5 (where 0 = normal and 5 = cachectic) 5
Total score 100

(1)

UNIKLINIKUMSALZBURG

12



X

(R)

UNIKLINIKUMSALZBURG

COMPLICATIONS and
PROCEDURES Iin EB

SCCs

Fusions and contractures

BMI : growth retardation (dietary supplementation)

a.S.o.

strictures (bouginage)
loss of teeth
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PATIENT QUESTIONS

x What are the therapeutic options?

X Success rate?

x Side effects?

x Long lasting effect?

AAI'S | T WORTH I T?i0
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Fig. 2.1.3-2. Cumulative risks of a first SCC and death from any SCC in RDEB patients
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SQUAMOUS CELL CARCINOMA In EB
OUTCOME MEASURES

- Incidence (EBD; EBJ a.s.0.)
- Early detection — Operation

- Chemotherapy (i.e. Cetuximab = Erbidux®),
radiotherapy, a.s.o

APreventionii (ex vivo ge
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Squamous cell carcinomas In RDEB - HS
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GUIDELINES BY EB CLINET
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