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  2012/2013:	
  

• 	
  Quality	
  Assurance	
  in	
  Gene'c	
  Counselling	
  survey	
  	
  
	
  	
  	
  and	
  symposium	
  
• Repor'ng	
  Guidelines	
  for	
  gene'c	
  laboratories	
  	
  
	
  	
  	
  published	
  (in	
  press	
  EJHG)	
  
• 	
  Prac'cal	
  workshop	
  on	
  nomenclature	
  and	
  	
  
	
  	
  	
  interpreta'on	
  of	
  laboratory	
  results	
  for	
  gene'cs	
  
• 	
  Mee'ng	
  on	
  European	
  consensus	
  on	
  repor'ng	
  unsolicited	
  	
  
	
  	
  	
  findings	
  and	
  unknown	
  varia'on.	
  
• Data	
  on	
  EQA	
  poor	
  performance	
  	
  
	
  



Par'cipants	
  

	
  
32	
  na'onal	
  socie'es	
  
	
  	
  	
  were	
  asked	
  and	
  	
  
	
  	
  	
  reminded	
  to	
  complete	
  
	
  	
  	
  the	
  ques'onnaire.	
  
22	
  ques'onnaires	
  	
  
	
  	
  	
  were	
  returned	
  	
  
	
  	
  	
  (19	
  complete	
  data)	
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  no. of     
            centres   
    

Malta      1 
Ireland      1   
Iceland      1   
Spain      1      no 
Estonia      2   
Latvia      2 
Slovenia        4 
Norway      4 
Denmark      6      no 
Croatia      7      no 
Finland      7 
Sweden      7 
Belgium      8      no 
Lithuania      8 
Netherlands     9 
Serbia    10 
Portugal     12 
Czech Rep   15 
United Kingdom   24 
France    60 
Germany   140 
Italy   149 
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Quality	
  Assurance	
  in	
  Gene$c	
  Counselling	
  survey	
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• 	
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  on	
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  and	
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  of	
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  results	
  for	
  gene'cs	
  
• 	
  Mee'ng	
  on	
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  consensus	
  on	
  repor'ng	
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  findings	
  and	
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  on	
  EQA	
  poor	
  performance	
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  EQA	
  unsa'sfactory	
  (poor)	
  performance	
  	
  

Ø Genotyping	
  cri'cal	
  errors	
  
Ø Interpreta'on	
  cri'cal	
  errors	
  (CF	
  network	
  and	
  CEQA)	
  
Ø Some	
  European	
  labs	
  do	
  not	
  follow	
  OECD	
  guidelines	
  	
  
	
  	
  	
  i.e.	
  do	
  not	
  interpret	
  the	
  significance	
  of	
  the	
  gene'c	
  results.	
  
Ø Few	
  countries	
  have	
  a	
  surveillance	
  body	
  to	
  which	
  labs	
  or	
  	
  
	
  	
  	
  EQA	
  providers	
  have	
  to	
  report	
  unsa'sfactory	
  performance.	
  
Ø Unsa$sfactory	
  performance	
  is	
  different	
  from	
  persistent	
  	
  	
  	
  
	
  	
  	
  unsa$sfactory	
  performance.	
  
Ø This	
  data	
  does	
  not	
  equate	
  to	
  the	
  diagnos'c	
  error	
  	
  
	
  	
  	
  	
  rate	
  as	
  there	
  are	
  2-­‐3	
  cases/EQA.	
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  EQA	
   Year	
   Number	
  EQA	
  
par$cipa$ons	
  

EQA	
  
samples	
  

Analy$cal	
  
cri$cal	
  
error	
  

Interpret.	
  
cri$cal	
  
error	
  

Total	
  
cri$cal	
  
error	
  

Unsa$sfactory	
  
performance	
  

Range	
  

CF	
  network	
   2011	
   218	
   3	
   7	
   19	
   26	
   11.9%	
   n/a	
  

EMQN	
   2011	
   2050	
   3	
   134	
   n/a*	
   134	
   6.5%	
   0-­‐26%**	
  

CEQA	
   2012	
   434	
   2	
   13	
   7	
   20	
   4.6%	
   0-­‐11%***	
  

Mean critical error in genotyping and interpretation 

This	
  data	
  does	
  not	
  include	
  unsa'sfactory	
  performance	
  due	
  to	
  non-­‐submission.	
  
	
  
	
  
*Cri'cal	
  interpreta'on	
  errors	
  not	
  evaluated	
  (	
  except	
  for	
  UK	
  labs	
  and	
  the	
  joint	
  CEQA/EMQN	
  microarray	
  EQA).	
  
**	
  6/28	
  EQAs	
  had	
  >10%	
  unsa'sfactory	
  analy'cal	
  performance	
  (11%,15%,	
  18%,	
  18%,	
  19%	
  &	
  26%)	
  
***	
  1	
  EQA	
  had	
  an	
  11%	
  unsa'sfactory	
  performance	
  (included	
  analysis	
  and	
  interpreta'on	
  cri'cal	
  errors)	
  



2005	
  -­‐	
  2013	
  
A	
  network	
  	
  for	
  the	
  harmoniza'on,	
  valida'on	
  and	
  
standardiza'on	
  in	
  gene'c	
  tes'ng	
  

	
  -­‐	
  quality	
  in	
  the	
  laboratory	
  
	
  -­‐	
  quality	
  for	
  gene'c	
  counselling	
  	
  
	
  -­‐	
  policy	
  on	
  behalf	
  of	
  a	
  gene'c	
  community	
  

	
   Some	
  of	
  the	
  achievements	
  
Ø  More	
  than	
  600	
  par'cipants	
  in	
  Training	
  courses	
  on	
  quality	
  assurance	
  
Ø  Harmoniza$on	
  of	
  External	
  Quality	
  Assessment	
  schemes	
  
Ø  Guidelines	
  on	
  gene$c	
  counselling	
  for	
  prenatal	
  diagnosis	
  and	
  PGD	
  
Ø  Annual	
  conference	
  on	
  quality	
  in	
  gene'c	
  tes'ng	
  	
  

(Leuven,	
  2011;	
  Nijmegen	
  2012;	
  Prague	
  2013)	
  
Ø  Lobbying	
  for	
  IVD	
  Direc$ve/Regula$on	
  
Ø  Representa'on	
  at	
  EUCERD,	
  IRDiRC	
  and	
  other	
  interna'onal	
  forums	
  
Ø  Clinical	
  U'lity	
  Gene	
  Cards	
  
Ø  …...	
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Responsibili'es	
  at	
  the	
  na'onal	
  level…	
  
Ø  Accredita$on	
  of	
  gene$c	
  laboratories	
  is	
  a	
  na$onal	
  ma5er	
  

An	
  obliga'on	
  for	
  accredita'on	
  should	
  be	
  wriken	
  in	
  na'onal	
  
law	
  (e.g.	
  as	
  a	
  requisite	
  for	
  reimbursement).	
  

Ø  Workshops	
  on	
  quality	
  assurance	
  can	
  be	
  organized	
  in	
  
conjunc'on	
  with	
  the	
  na'onal	
  society	
  mee'ngs,	
  please	
  contact	
  
EuroGentest	
  

Ø  Informa$on	
  on	
  gene$c	
  tes$ng	
  for	
  professionals	
  	
  
	
  Leaflets	
  for	
  pa$ents	
  are	
  available	
  for	
  free	
  	
  
distribu'on	
  via	
  na'onal	
  society	
  websites	
  	
  
–  guidelines	
  on	
  pre-­‐	
  and	
  post-­‐natal	
  gene'c	
  counselling	
  	
  
–  Clinical	
  U'lity	
  Gene	
  Cards	
  (CUGC,	
  published	
  in	
  EJHG)	
  
–  15	
  leaflets	
  in	
  30	
  languages	
  



Accredita'on	
  status	
  

9	
  

›  Note	
  1:	
  65	
  accredited	
  laboratories;	
  105	
  preparing	
  for	
  accredita'on	
  
›  Note	
  2:	
  58%	
  (n=35)	
  of	
  laboratories	
  achieved	
  accredita'on	
  within	
  2	
  years;	
  93%	
  (n=56)	
  

within	
  5	
  years	
  
Berwouts S, et al.  Quality assurance practices in Europe: a survey of molecular genetic testing laboratories. 

Eur J Hum Genet. 2012;20(11):1118-26. 
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The	
  future	
  of	
  EuroGentest	
  
•  Funding	
  by	
  the	
  European	
  Commission	
  ends	
  December	
  2013	
  
•  EuroGentest’s	
  acitvi'es	
  will	
  be	
  integrated	
  with	
  the	
  ESHG	
  
	
  

The	
  European	
  Society	
  of	
  Human	
  Gene'cs	
  and	
  EuroGentest	
  
plan	
  to	
  create	
  an	
  associa$on	
  of	
  gene$c	
  laboratories,	
  health	
  
care	
  and	
  educa$onal	
  ins$tutes	
  in	
  Europe.	
  
	
  =	
  a	
  new	
  concept:	
  ins$tu$onal	
  membership	
  

Goals	
  of	
  the	
  EuroGentest	
  associa$on:	
  
Ø  Provide	
  a	
  plaporm	
  for	
  collabora'on	
  	
  

between	
  ins'tutes	
  and	
  laboratories	
  
Ø  Be	
  a	
  voice	
  and	
  a	
  lobbying	
  group	
  on	
  behalf	
  of	
  	
  

gene'c	
  services	
  and	
  gene'c	
  laboratories,	
  
Ø  Con'nue	
  to	
  offer	
  training	
  and	
  guidance	
  in	
  clinical	
  and	
  

laboratory	
  gene'c	
  tes'ng	
  (workshops,	
  guidelines,…)	
  


