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Atopic Dermatitis is strongly familial and has a genetic as well as 

an environmental basis. Progress in understanding the genetics of  

AD is likely to accelerate in the post-genom era. Genetic Mapping 

studies have identified several chromosomal regions that contain 

genes predisposing to AD. Four of  these regions correspond to 

known psoriasis loci, and one region in addition schows genetic 

linkage to psoriasis susceptibility. Detailed mapping of  these loci 

is being carried out in several centres. Our group, in addition, has 

been carrying out gene expression analyses of  keratinocytes 

during differentiation and the response to inflammatory stimuli. 

The results from these studies reveal much that is new about 

keratinocyte biology, as well as indicating key candidate genes for 

genetic mapping and association. 
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2) J Lokaj keratinocyty 

3) P Barták keratinocyty 

 



Keratinocyty 

 

 

Nethertonův syndrom 

 

  defekt SPINK5 genu 

  tento gen kóduje „LEKTI“ *  

      (inaktivuje/inhibuje aktivitu enzymu, který se podílí na    

       přirozeném  „odlupování“ keratinocytů) 

 

LEKTI je defektní  enzym není inhibovaný  kůže se 

nadměrně olupuje  je porušená bariera  podoba s AD 
 

 

 

*lymphoepithelial Kazal-type-related inhibitor 





Keratinocyty 

 

K dalším genetickým analýzám je v prvé řadě třeba upřesnit 

diagnostická kritéria pro AD !  
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 Klinické studie rodin a dvojčat jednoznačně potvrzují 

vrozenou predispozici pro vznik atopické dermatitidy (dále 

AD) :  

 

1) děti rodičů s AD mají větší sklony opět k AD než k jiné 

formě atopie  

 Arch Dis Child 1992; 67(8): 1018-1022  

 

2) vznik AD u obou jednovaječných dvojčat trojnásobně 

převyšuje výskyt AD u obou dvojvaječných dvojčat 

 Atopic dermatitis : a genetic-epidemiologic study in a 

population-based twin sample 

 J Am Acad Dermatol 1993; 28(5): 719-723 

 



Genetics of hypersensitivity 

J Allergy Clin Immunol 2003; 111: S495-501 



Genetic variation in immunoregulatory pathways and atopic phenotypes in infancy 

J Allergy Clin Immunol 2004; 113: 511-8 



Distinct patterns of gene expression in the skin lesions of atopic dermatitis and …  

J Allergy Clin Immunol 2003; 112: 1195-1202 



 

• uspořádat již získané informace 

• začít na novo ? 
 



 

• zpřesnit diagnozu 

• zlepšit kvalitativní hodnocení 

 např. SCORAD=SCORing AD 
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A. Essential features (must be present) 

1. Pruritus 

2. Eczema (acute, subacute, chronic) 

  a) typical morphology and age-specific patterns 

  b) chronic or relapsing history 

B Important features (seen in most cases, adding support to the diagnosis) 

 1. Early age at onset 

 2. Atopy 

  a) Personal and/or family history 

  b) IgE reactivity 

 3. Xerosis 
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C Associated features (these clinical associations help to suggest the diagnosis 

 of AD but are too nonspecific to be used for defining or detecting AD for 

 research or epidemiologic studies) 

1. Atypical vascular responses (eg. facial palor, white dermographism,  

delayed blanch response) 

2. Keratosis pilaris/hyperlinear palms/ichthyosis 

3. Ocular/periorbital changes 

4. Other regional findings (eg, perioral changes/periauricular lesions) 

5. Perifollicular accentuation/lichenification/prurigo lesions 

  a) typical morphology and age-specific patterns 

  b) chronic or relapsing history 
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• uspořádat již získané informace 

• začít na novo !!! 
 



AB RK 

AE 



Genetic variation in immunoregulatory pathways and atopic phenotypes in infancy 

J Allergy Clin Immunol 2004; 113: 511-8 



Distinct patterns of gene expression in the skin lesions of atopic dermatitis and …  

J Allergy Clin Immunol 2003; 112: 1195-1202 


