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Special clinic for Inherited skin disorders

1990 Keio University Hospital (Tokyo)
2000 Hokkaido University Hospital (Sapporo)

190 cases
40 cases
20 cases

Epidermolysis bullosa
Ichthyosis and keratoderma
Oculocutaneous albinism

Prenatal diagnosis for sever genodermatoses
28 cases

Fetal skin biopsy
DNA based diagnosis
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protein/gene
system involved

K5, K14
K5, K14
K5, K14
Plectin

Major EB type Major EB subtype
Dowling-Meara EBS

Koebner EBS
Weber-Cockayne EBS

EBS with muscular dystrophy

simplex

Herlitz JEB
Non-Herlitz JEB
JEB with pyloric atresia

laminin 5
laminin 5
o6B4 integrin

Junctional

DDEB
Hallopeau-Siemens RDEB

type VII collagen
type VII collagen
Non-Hallopeau-Siemens RDEB type VII collagen

Dystrophic
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