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Genet i c  coun s e l i n g                                                                                     

Genetic  counselling  is  the  process  of  advising  individuals  and  families  
affected  by  or  at  risk  of  genetic  disorde r s  to  help  them  unders t a n d  and  
adapt  to  the  medical,  psychological  and  familial  implica tions  of  genetic  
contribu tions  to  disease .  The  process  integra t e s :

 Interp r e t a t ion  of  family  and  medical  histories  to  assess  the  chance  
of  disease  occurr enc e  or  recur r e nc e

 Educa tion  about  inheri t ance ,  testing,  manage m e n t ,  prevention,  
resources

 Counseling  to  promote  informed  choices  and  adapta t ion  to  the  risk  
or  condition.  

Profe s s i o n a l  role s  of  gen e t i c  coun s e l or s

Genetic  counselors  work  in  a  wide  variety  of  patient- facing  and  non  
patient- facing  settings .  

Clinical  genetic  counselors  may  provide  general  care,  or  specialize  in  one
or  more  areas .  For  example:  Prena ta l  and  pre- conception,  paedia t r ics,  
cancer ,  cardiovascula r ,  neurology,  assisted  reproduc tive  technology  / 
infer tility  and  psychia t ry.

Outside  the  clinic,  genetic  counselors  work  in  areas  such  as  labora to rie s ,  
resear ch ,  educa tion,  public  health  settings ,  and  corpora t e  environme n t s .  

Coun s e l i n g  ses s i o n  struct ur e

The  goals  of  genetic  counseling  are  to  increas e  unders t a n ding  of  gene tic  
diseases , discuss  disease  manage m e n t  options,  and  explain  the  risks  and  
benefits  of  testing.  Counseling  sessions  focus  on  giving  vital,  unbiased  
information  and  non- direc tive  assistance  in  the  patient ' s  decision- making  
process .  

Attitud e s  toward  gen e t i c  coun s e l i n g  and  gen e t i c  tes t in g

Many  studies  have  examined  the  attitudes  of  the  lay  public  toward  
genetic  counseling  and  genetic  testing.  Barriers  to  obtaining  gene tic  
counseling  include  lack  of  unders t a n ding  of  genetics  by  both  patient s  and
healthca r e  providers ,  concerns  about  cost  and  insurance ,  and  fears  of  
stigma  and/or  discrimina t ion.  

Genet i c  Counc e l l i n g  in  Pakis ta n

Monogenic  heredi ta ry  diseases  are  diseases  caused  by  defects  in  genes  
and  curren t ly  it  has  been  estima te d  that  there  are  more  than  10,000  
monogenic  diseases  with  a  global  prevalence  of  10/1000  at  birth.  
According  to  estimation  more  than  350  million  people  are  affected  by  
monogenic  genetic  diseases  globally.  Thalasse mia,  sickle  cell  anaemia ,  
colour  blindness ,  haemophilia,  deafness ,  etc.,  are  some  examples  of  
monogenic  heredi ta ry  diseases .  Pakistan  is  among  the  count r ies  which  
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are  on  high  aler t  for  rapid  increase  or  such  gene tic  disorde rs .  The  
reasons  for  high  prevalence  of  heredi ta ry  disorde r  are  many:  one  is  
consanguini ty  (blood  relationship)  due  to  cultural  preferenc e  of  cousin  
marriages  and  mate  selection  from  near  or  distant  blood  relatives.  Thus  
80  percen t  consanguini ty  in  Pakistan ,  is  perhaps  the  highes t  in  the  world.
The  incidence  of  genetic  diseases  at  birth  can  be  reduced  through  
introduc tion  of  prema ri t al  genetic  counselling  as  a  par t  of  healthca r e  
system.  Genetic  counselling  and  premar i t a l  genetic  testing  should  be  
practiced  in  Pakistan  to  stop  this  rapidly  increasing  burden  of  heredi ta ry  
diseases .  In  2018,  there  are  nearly  7000  genetic  counselors  practicing  
worldwide,  across  at  least  28  countr ies .  

Euge ni c s  is  a  set  of  beliefs  and  practices  that  aim  to  improve  
the  gene tic  quality  of  a  human  population  by  excluding  cer tain  genetic  
groups  judged  to  be  inferior,  and  promoting  other  genetic  groups  judged  
to  be  superior .
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