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Management .. 

Problems 

Â  ? Knowledge  .. Few discovered cases (AS, TS..) 

      ? Natural history  (grave in TS, ? benign in AS) 

Â Gentetic testing: 

   ? Diagnostic .. Elusive 50% BrS, 25% in LQT 

            Same genotype ɸ Multiple phenotype  

            Ñ hot spots (+ exon 8A & 8 of TS) 

  ? Prognosis .. Risk stratification .. Novel parameter 

         Type of mutation (SSS) & site of mutation (LQT) 

  ? Therapy ..  LQT1,2,3 

        CPVT .. ɹFKBP12.6 .. Bind to RyR2 ..ɹdiastolic Ca leak 



 

 

Genetic Basics 



Introduction 

Â Eukaryocyte; cell contains nucleus. 

Â The nucleus contains the genetic information in 
DNA packed into the chromosomes (23 pairs) 

Â Chromosomal abnormalities .. during cell division 

1. Numerical e.g. Trisomy 21, Klinnfilter, .. 

2. Structural e.g. deletion .. 

3. Gene mutation (monogenic) e.g. missense, 
nonsense .. 

 
     




