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Cystic fibrosis  

   Routine diagnostic or carrier testing R184.1,   

   R185.1 

 

   Urgent carrier testing R185.1 

    

   Newborn screen from blood spots R253 

 

 

 

 

42 

 

 

14 

 

4 working 

days 

 

CFTR 

 

 

CFTR 

 

CFTR 

 

50 most common UK mutations 

 

 

50 most common UK mutations 

 

4 most common UK mutations 

Targeted mutation 

test 

 

    

Factor V Leiden and Prothrombin common    

variants* 

 42 F5, F2 NGS genotyping Targeted mutation 

test 

Familial testing for known variants 

   Predictive testing R242  

    

   Carrier testing R244  
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Silver-Russell syndrome (Growth failure in early 

childhood) R147.2 

   Chromosome 11 abnormalities (ICR1 only) 

   and UPD(7) analysis 

 

    

   UPD(11) follow-up R263 

 

 

 

 

 

 

 

 

 

42 

 

 

 

42 

 

 

H19-IGF2:IG-DMR, 

GRB10:alt-TSS-DMR,  

MEST:alt-TSS-DMR 

 

No specific gene 

 

 

MS-MLPA 

 

 

 

Microsatellite analysis 

 

Imprinting analysis 

 

  

Thoracic aortic aneurysm or dissection (TAAD) 

R125 

 84 31-gene panel Next-generation sequencing  

+ MLPA for FBN1 only 

NGS service 
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