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Learn how population genetics and allele frequency resources like gnomAD and 1000 Genomes
inform pharmacogenomic interpretation. You will connect ancestry linked PGx risks, population
specific variant distributions and ethnopharmacology perspectives to build fair, context aware
PGx summaries.
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S e s s i o n  I n d e x

Session 1 — Population Genetics & Frequency Databases Session 2 — gnomAD, 1000G & PGx

Variant Profiles Session 3 — Ethnopharmacology & Population PGx Risk Session 4 — Mini

Capstone: Population Aware PGx Summary
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Population Genetics & Frequency Databases

Population genetics concepts for PGx practice

a l l e l e  a n d  g e n o t y p e  f r e q u e n c i e s  H a r d y  W e i n b e r g

i n t u i t i o n  p o p u l a t i o n  s t r u c t u r e  o v e r v i e w

Role of frequency databases in PGx interpretation

d i s t i n g u i s h i n g  c o m m o n  v s  r a r e  v a r i a n t s  l i n k i n g

f r e q u e n c y  t o  p r i o r  p r o b a b i l i t y  a v o i d  o v e r

Population Variation — gnomAD 1000G &
Ethnopharmacology — Hands-on
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i n t e r p r e t a t i o n  o f  r a r e  a l l e l e s

Overview of major germline frequency resources

g n o m A D  ( c o n c e p t u a l  u s e )  1 0 0 0  G e n o m e s  P r o j e c t

r e g i o n a l  a n d  a n c e s t r y  s p e c i f i c  p a n e l s

S e s s i o n  2
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gnomAD, 1000G & PGx Variant Profiles

Exploring gnomAD style allele frequency tables

g l o b a l  v s  s u b  p o p u l a t i o n  f r e q u e n c i e s  c o n f i d e n c e

i n t e r v a l s  a n d  c o u n t s  c a v e a t s  f o r  u n d e r  r e p r e s e n t e d

g r o u p s

1000 Genomes ancestry panels and PGx markers

c o n t i n e n t a l  a n c e s t r y  g r o u p i n g s  e x a m p l e  P G x  l o c i

p r o f i l e s  l i n k i n g  t o  l o c a l  p o p u l a t i o n s  c o n c e p t u a l l y

Visualizing PGx allele frequency differences

s i m p l e  b a r  a n d  h e a t m a p  s t y l e  v i e w s  h i g h  v s  l o w

f r e q u e n c y  r i s k  a l l e l e s  i m p l i c a t i o n s  f o r  s c r e e n i n g

y i e l d

S e s s i o n  3
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Ethnopharmacology & Population PGx Risk

Ethnopharmacology concepts and equity lens

a n c e s t r y  v s  s e l f  i d e n t i f i e d  e t h n i c i t y  a c c e s s  a n d

r e p r e s e n t a t i o n  g a p s  e t h i c a l  c o m m u n i c a t i o n  o f  r i s k

Case examples of population linked PGx risk

h i g h  f r e q u e n c y  H L A  r i s k  a l l e l e s  i n  r e g i o n s  P G x

v a r i a n t s  c o m m o n  i n  s o m e  g r o u p s  i m p a c t  o n

http://www.nthrys.com
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s c r e e n i n g  s t r a t e g i e s

Balancing individual and population level information

a v o i d  s t e r e o t y p i n g  c a r e  u s e  g e n o t y p e  w h e r e

a v a i l a b l e  t r a n s p a r e n t  u n c e r t a i n t y  s t a t e m e n t s

S e s s i o n  4
F e e :  R s  1 8 8 0 0   Apply Now

Mini Capstone: Population Aware PGx Summary

Select one PGx locus and build a frequency profile

e x t r a c t  m u l t i  p o p u l a t i o n  f r e q u e n c i e s  i d e n t i f y  h i g h

r i s k  g r o u p s  c o n c e p t u a l l y  n o t e  d a t a  g a p s  a n d

l i m i t a t i o n s

Summarize implications for screening and dosing policy

w h e r e  p r e  e m p t i v e  t e s t i n g  i s  i m p a c t f u l  p o i n t s  f o r

l o c a l  g u i d e l i n e  c o m m i t t e e s  e q u i t y  a n d  c o n s e n t  n o t e s

Deliverables: one page population PGx brief and slides

P D F  o r  P P T X  v i s u a l  c h a r t s  o r  t a b l e s  t e m p l a t e  f o r

f u t u r e  p r o j e c t s

http://www.nthrys.com

