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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



OUTCOME MEASURE 

Definition (Medical Dictionary)
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A measure of the quality of medical

care (CORRECT DIAGNOSIS), the

standard against which the end result

of the intervention is assessed



EBJ



both babies were born within one week



EBJ EBJ
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OUTCOME MEASURES in RARE 

DISEASES (such as EB)

Problems:

ÅSmall number of affected individuals (RARITY)

Limited registries

ÅHighly (inter- and intraindividually) variable 
course (HETEROGENEITY)

Limited generizable research data

ÅEarly mortality

ü Small number of research studies!
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HETEROGENEITY
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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

CLINICAL OUTCOME SCORING 

SYSTEMS
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Instrument for Scoring Clinical Outcome of 

Research for Epidermolysis Bullosa = iscor EB

×Clinician items/five domains: skin, mucosa, organ 
involvement, laboratory abnormalities, complications 
and procedures 

(maximum score 114)

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

üDifferentiation 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; involvement of nails, mouth, eyes, 

larynx, oesophagus, scarring of hands, skin cancer, chronic 

wounds, alopecia, nutricional compromise

× maximum score 100 (50 points area; 5 points others)

× High intra ïand interobserver correlations

× GIVES APPROPRIATE SCORES for DIFFERENT SUBTYPES 

and reflects CHANGES with AGE
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COMPLICATIONS and 

PROCEDURES in EB

×SCCs

×Fusions and contractures

×BMI : growth retardation (dietary supplementation)

strictures (bouginage)

loss of teeth

×a.s.o.
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PATIENT QUESTIONS

×What are the therapeutic options?

×Success rate?

×Side effects?

×Long lasting effect?

ÁĂIS IT WORTH IT?ñ



Squamous cell carcinomain 

RDEB
Courseover1 1/2 years(f, 35ys)

EPIDERMOLYSIS BULLOSA

SQUAMOUS CELL CARCINOMA WITH 

LYMPH NODE METASTASIS
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SQUAMOUS CELL CARCINOMA in EB

OUTCOME MEASURES

- Incidence (EBD; EBJ a.s.o.)

-Early detection        Operation

-Chemotherapy (i.e. Cetuximab = Erbidux
®
), 

radiotherapy, a.s.o

-ĂPreventionñ (ex vivo gene therapy)



Squamous cell carcinomas in RDEB - HS
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GUIDELINES BY EB CLINET


