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History	  

•  Very	  short	  7me	  frame	  in	  which	  this	  has	  occurred.	  	  
•  2	  schools	  of	  thought.	  
–  ‘Molecular	  autopsy’	  in	  all	  cases	  	  

– Mul7-‐disciplinary	  approach	  



Technology	  

•  Exponen7al	  increase	  in	  the	  number	  of	  tests	  being	  
performed.	  

•  Started	  with	  panel	  tes7ng	  of	  6-‐7	  genes	  for	  
disorders	  such	  as	  long	  QT	  syndrome	  through	  to	  
whole	  genome	  tes7ng	  

•  Decreasing	  cost.	  





Dilemma	  

•  10-‐20%	  pickup	  of	  a	  pathogenic	  muta7on	  in	  
selected	  cases.	  

•  Should	  the	  index	  case	  be	  tested	  or	  family	  
members?	  



Screening	  Families	  

•  Advantages	  
– Helps	  to	  target	  molecular	  tests	  performed	  

– Allows	  for	  iden7fica7on	  of	  pre-‐symptoma7c	  carriers	  of	  
the	  condi7on.	  

– Allows	  for	  proper	  gene7c	  counselling	  



Genotype	  v’s	  Phenotype	  

•  What	  does	  a	  nega7ve	  test	  result	  mean?	  

•  What	  does	  a	  posi7ve	  test	  result	  mean?	  



Government	  Guidelines	  



•  NHRMC	  considers	  the	  three	  following	  elements	  
integral	  to	  the	  appropriate	  delivery	  and	  use	  of	  
gene7c	  tes7ng	  
– Profession	  involvement	  and	  educa7on	  

– A	  robust	  evidence	  base	  
– Consumer	  informa7on	  and	  support.	  



Ethical	  issues	  

•  The	  iden7fica7on	  of	  a	  gene7c	  variant	  in	  one	  
individual	  has	  implica7ons	  of	  their	  gene7c	  
rela7ves.	  

•  Who	  do	  we	  inform?	  

•  What	  medical	  advice	  do	  we	  give	  and	  who	  is	  the	  
most	  appropriate	  person	  to	  do	  this?	  



Privacy	  legisla7on	  

•  Currently	  covers	  living	  but	  not	  deceased	  
individuals.	  

•  Guidelines	  are	  available	  also	  from	  the	  AMA.	  



VIFM	  approach	  

–  Inform	  family	  members	  that	  a	  gene7c	  cause	  of	  death	  is	  
suspected	  and	  cardiac	  evalua7on	  of	  living	  family	  members	  
is	  required.	  

–  Blood	  should	  be	  collected	  and	  stored	  on	  the	  deceased	  
person	  (currently	  ETDA	  tube	  is	  recommended)	  

–  Following	  clinical	  evalua7on	  and	  review	  of	  family	  members	  
a	  decision	  can	  be	  made	  about	  the	  likelihood	  that	  gene7c	  
tes7ng	  is	  likely	  to	  give	  a	  posi7ve	  results.	  

–  The	  decision	  to	  perform	  a	  molecular	  autopsy	  therefore	  
becomes	  a	  mul7-‐disciplinary	  one.	  



Ques7ons.	  


