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Rare Diseases:  

Dermatological 
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(1) 

• Diffuse palmoplantar 

keratoderma  

• Focal keratoderma + / - 

nail involvement 

• Pachyonychia 

congenita phenotype 

(focal keratoderma with 

pain and dystrophic 

nails, oral 

leukokeratosis and or 

follicular 

hyperkeratoses/cysts) 

• Punctate keratoderma 

• Striate keratoderma + / 

- woolly hair  

• Keratoderma with 

deafness  

• Unusual/unique rare 

keratodermas +/- 

syndromic features 

• Erythrokeratoderma  

 

• No diagnosis after assessment 
      by Dermatologist, Neurologist and  
      Geneticist  
• No evidence of chromosomal  
      abnormality on karyotype  
• No pathogenic mutations in the NF1 gene if 

the child is too young to definitely exclude 
neurofibromatosis type 1 clinically, and the 
phenotype could potentially be compatible 
with that diagnosis 


