
9ʹɶ˃ʶˊʾʵʰ ɳ˂˂ʹ˄ʽˁʺˌ ɳˍʰʽˊʶʾʰˌ 
ʃʰʽʵʽʰˍˊʽˁʺˌ ɲʶˊ˃ʰˍˇ˂ˇʴʾʰˌ

ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌΦ ɼ˂ʽ˄ʽˁʱ ˋʹ˃ʶʾʰ 
ˉˇˎ ʻʰ ˁʰˍʶˎʻˏ˄ˇˎ˄ ˋˍʹ ʵʽʱʴ˄˖ˋʹ 

ʆʱ˂ʽʰʆˋʽʲʽˍʰ˄ʾʵˇˎ-ɼʱˁˇˎˊˇˎ

ʃʰʽʵʾʰˍˊˇˌ ς˃ ʶˍʶˁˉʰʾʵʶˎˋʹʶʽˌ ʃʰʽʵΦ ɲʶˊ˃ʰˍˇ˂ˇʴʾʰ

ʃˊˈʶʵˊˇˌ ʶˉʽˋˍʹ˃ˇ˄ʽˁʺˌ ʶˉʽˍˊˇˉʺˌ ˍʹˌ ɳˎˊ˖ˉʰʿˁʺˌ 
ɳˍʰʽˊʶʾʰˌ ʃʰʽʵʽʰˍˊʽˁʺˌ ɲʶˊ˃ʰˍˇ˂ˇʴʾʰˌ όEuropean 

Society for PaediatricDermatology)



ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌ 
(incontinentiapigmenti)

Åɳˉʽˁˊʰˍʹˍʽˁˈ ˒ˎ˂ˇˋˏ˄ʵʶˍˇ ʴˇ˄ʾʵʽˇ 
Åʋʰˊʰˁˍʹˊʽˋˍʽˁʷˌ ʵʶˊ˃ʰˍʽˁʷˌ ʲ˂ʱʲʶˌ
Åʅˎ˄ʵˎʱʸˇ˄ˍʰʽ ˃ʶ:
ïɿʶˎˊˇ˂ˇʴʽˁʷˌ
ïʁ˒ʻʰ˂˃ʽˁʷˌ

ïʁʵˇ˄ˍʽˁʷˌ ʵʽʰˍʰˊʰ˔ʷˌ
ïɾˎˇˋˁʶ˂ʶˍʽˁʷˌ
ïɾʰ˂˂ʽʱΣ ˄ˏ˔ʽʰ 

Åɳˉʾˉˍ˖ˋʹ: 1:100,000 ɹ ʶ˄˄ʺˋʶʽˌ ʸ˗˄ˍ˖˄ ˄ʶˇʴ˄˗˄ 

Pediatr Dermatol 2006;23:523-7 Orphanet JRare Dis 2014;9:93



ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌ
ʃʰʻˇ˒ˎˋʽˇ˂ˇʴʾʰ

Åɮʽˍʽˇ˂ˇʴʾʰ: ɾʶˍʰ˂˂ʱ˅ʶʽˌ ˍˇˎ ʴˇ˄ʽʵʾˇˎ 
IKBKG/NEMO(ɹnhibitor of kappa polypeptide 
gene enhancer in B cells, kinaseGamma/
Nuclearfactor-kappa B Essential MOdulator

Åɳ˄ˍˈˉʽˋʹ: Xq28,  23 kb, hˉˇˍʶ˂ʶʾˍʰʽ ʰˉˈ 10 
ʶ˅ˈ˄ʽʰ

http://ghr.nlm.nih.gov/dynamicImages/chromomap/ikbkg.jpeg


ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌ
ʃʰʻˇ˒ˎˋʽˇ˂ˇʴʾʰ

ÅIKBKG/NEMO : ˃ʶʴʱ˂ˇ ʷ˂˂ʶʽ˃˃ʰ ˍ˖˄ ʶ˅ˇ˄ʾ˖˄
4-10 ( Ҕул҈ ˍ˖˄ ˉʶˊʽˉˍ˗ˋʶ˖˄ )

Åɾʽˁˊˇʶ˂˂ʶʾ˃˃ʰˍʰΣ ˃ʽˁˊˇʵʽˉ˂ʰˋʽʰˋ˃ˇʾΣ 
ˋʹ˃ʶʽʰˁʷˌ ˃ʶˍʰ˂˂ʱ˅ʶʽˌ ˁΦʰΦό10%)

Åɾʷ˔ˊʽ ˋʺ˃ʶˊʰ ро ʵʽʰ˒ˇˊʶˍʽˁʷˌ ˃ʶˍʰ˂˂ʱ˅ʶʽˌ

(Journal of Dermatology 2018; 45: 100ς103)





ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌ

Åɼˇˊʾˍˋʽʰ: ʁ ˏˊˇˌ ˋˍʹ˄ ʷˁ˒ˊʰˋʹ ˁʰʽ ʲʰˊˏˍʹˍʰ 
ˍ˖˄ ˁ˂ʽ˄ʽˁ˗˄ ʶˁʵʹ˂˗ˋʶ˖˄ όʶˁ˂ʶˁˍʽˁʺ 
ʰˉʶ˄ʶˊʴˇˉˇʾʹˋʹ  ˍˇˎ ˉʱˋ˔ˇ˄ˍˇˌ  ʋ 
˔ˊ˖˃ˇˋ˗˃ʰˍˇˌ)

Åɮʴˈˊʽʰ:ʹ ˄ˈˋˇˌ ʶʾ˄ʰʽ ˋˎ˄ʺʻ˖ˌ ʰˋˏ˃ʲʰˍʹ ˃ʶ 
ʸ˖ʺ όˉʶʻʰʾ˄ˇˎ˄ ʶ˄ʵˇ˃ʺˍˊʽʰΣ ʵʶˏˍʶˊˇ ˍˊʾ˃ʹ˄ˇ
ˁˏʹˋʹˌύ 



ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌ ˋʶ ʰʴˈˊʽʰ

Åɼʰˊˎˈˍˎˉˇˌ: 47XXY
Åɾ˖ˋʰʿˁˈ : птʋʋʇ Σ птʋʇ
Åɷˉʽʰ ˃ʶˍʱ˂˂ʰ˅ʹ ˍˇˎ IKBKG/NEMOɹ ˇ˄ʽʵʾˇˎ 
ˉˇˎ ʶˁ˒ˊʱʸʶˍʰʽ ˃ʶ ʺˉʽˇ ˒ʰʽ˄ˈˍˎˉˇ 
Åʅ˖˃ʰˍʽˁˈˌ  ˃˖ˋʰʿˁʽˋ˃ˈˌ

Am J Hum Genet 2001;69:1210-7
DL ArdeleanD, Pope E. Pediatr Dermatol  2006; 23: 523- 527  23, 

523- 527  2006
in Genetics& Development 16,  282-288, 2006



ɮˁˊʱˍʶʽʰ ˔ˊ˖ˋˍʽˁʺˌ
ɼ˂ʽ˄ʽˁʷˌ ʶˁʵʹ˂˗ˋʶʽˌ

ʅˍʱʵʽʰ ʵʶˊ˃ʰˍʽˁ˗˄ ʲ˂ʰʲ˗˄

Åʅˍʱʵʽˇ 1:ʊˎˋʰ˂ʽʵ˗ʵʶˌ 

Åʅˍʱʵʽˇ 2:ɾˎˊ˃ʹˁʽ˗ʵʶˌ

Åʅˍʱʵʽˇ 3:ʇˉʷˊ˔ˊ˖ˋʹˌ

Åʅˍʱʵʽˇ 4:ʇˉˇ˔ˊ˖˃ʾʰˌ



ʊˎˋʰ˂ʽʵ˗ʵʶˌ ˋˍʱʵʽˇ 

Åʅˎ˔˄ˈˍʹˍʰ: 90%

Åʊˎˋʰ˂ʾʵʶˌ ˁʰʽ 
˒˂ˎˁˍʰʽ˄ʾʵʽʰˋʶ 
ʶˊˎʻʹ˃ʰˍ˗ʵʹʲʱˋʹ

Åɼʰˍʱ ˃ʺˁˇˌ ʴˊʰ˃˃˗˄ 
.ƭŀǎŎƘƪƻΩǎ

Åɲʽʱˊˁʶʽʰ:н ʶʲʵˇ˃ʱʵʶˌ-
п ˃ʺ˄ʶˌ

Åɽʶˎˁˇˁˎˍˍʱˊ˖ˋʹ/ 
ʹ˖ˋʽ˄ˇ˒ʽ˂ʾʰό ʷ˖ˌ ср҈ύ



Å ʊˎˋʰ˂ʽʵ˗ʵʶˌ ˋˍʱʵʽˇ 
(1)



ȽůŰɞɚɞɔɘəɐ: ʊˎˋʰ˂ʽʵ˗ʵʶˌ ˋˍʱʵʽˇ



ɾˎˊ˃ʹˁʽ˗ʵʶˌ ˋˍʱʵʽˇ (2)

Åʅˎ˔˄ˈˍʹˍʰ: 70-80%

Åɳ˃˒ʰ˄ʾʸʶˍʰʽ нʹ-уʹ 
ʶʲʵˇ˃ʱʵʰ ʸ˖ʺˌ
ɲʽʱˊˁʶʽʰ: ˃ ʺ˄ʶˌ



ɾˎˊ˃ʹˁʽ˗ʵʶˌ ˋˍʱʵʽˇ (2)



ɹˋˍˇ˂ˇʴʽˁʺ: ɾˎˊ˃ʹˁʽ˗ʵʶˌ ˋˍʱʵʽˇ (2)



ʅˍʱʵʽˇ ˎˉʷˊ˔ˊ˖ˋʹˌ(3)

Åʅˎ˔˄ˈˍʹˍʰ: 80- 90 %
Åɳ˃˒ʰ˄ʾʸʶˍʰʽ ˍˇ˄ о-̌6ˇ

˃ʺ˄ʰ ʸ˖ʺˌ 
Åʇˉˇ˔˖ˊʶʾ ˋˍʹ˄ ʶ˒ʹʲʶʾʰ 



IP: ̀ ˍʱʵʽˇ 3



ɹˋˍˇ˂ˇʴʽˁʺ: ʅˍʱʵʽˇ ˎˉʷˊ˔ˊ˖ˋʹˌ(3)


