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Most common EBS clinical Most common JEB clinical DEB subtypes Targeted protein
subtypes Targeted protein(s) subtypes Targeted protein(s) Autosamal doeninat DEB (DDEB)
Autesomal dominant EBS Severe Laminin 332" Intermediate Type VI collagen
Localized Keratin 5, keratin 14 Intermediate Laminin 332 Localized
Intermed diate Keratin 5, keratin 14 Intermediate Type XV collagen Pruriginosa
Severe Keratin 5, keratin 14 With pyloric atresia Integrin a6 [ Self-improving
With mottled pigmentation Keratin 5* Localized Laminin 332, type XVII collagen, Automal recessive DEB (RDEB)
Migratory circinate erythema Keratin § integrin 26[H. integrin a3 Severe Type VI collagen
Intermediate Flectin subauniz Intermediate
Intermediate with Kelch-like member 24 Inversy Laminin 332 Inversa
cardiomyopathy Late onset Type XVII collagen Localized
Autosomal recessive EBS LOC syndrome Laminin 23A Pruriginos
Intermediate or severe Keratin 14, keratin § With interstitial lung Integrin a3 subunit Self-improving
Intermediate Plectin disease and nephrotic Dominant and recessive {compound beterozygosity )
Localized or intermediate with Bullous pemphigoid syndrome DEB, severe Type VI collagen
BP230 deficiency antigen 230 (BP230) LOC, laryngo-onycho-cutaneous. *JEB severe is rarely caused by bold, most common subtypes
AR e etk { i I_HIP-“;‘ }, o, Shac2-b) pathogenic \'.al'hlll\ affecting the type XVII collagen gene; bold,
; : - syndromic JEB subtypes.
excophilin-5 deficlency
Intermediate with muscular Plectin
dystrophy
Severe with pyloric atresia Plectin

Localized with nephropathy CDIS1 (cnm_ antigen) i&m,ﬁﬁw%m ’ ﬁﬁ.‘bﬁﬁj&ﬁbf:%ﬁﬁ{ig

(syn. tetraspanin 24)

*Typical recurrent mutation in keratin 5, but cases with other
keratin 5, keratin 14 or exophilin-§ mutations have been
reported; bold, syndromic EBS subtypes. Has C. BrJ Dermatol. 2020; 182- 614-27
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