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Overview of article

• Worldwide genetic variation and structure

• Regional population structure and 

relationships

• Recent local selection

• GO enrichment analysis

• Novel canditates in African pygmies



Worlwide genetic variation and 

structure

• Affymetrix 500K

• 5 individuals from 

every population

• Illumina 650K

• HGDP most used 

panel

• 5 individuals from 

every population

Overlap between two platforms is 96,849 SNP-s. Two platform 

togethet is about 950,000 SNP-s.

Pruned dataset is 220,247 SNP-s. (LD pruning with PLINK)
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Worlwide genetic variation and 

structure

• PCA- principal 

component analysis

• Usually PCA –

population level, but 

not always (like here)

• PCA outputs each 

individual’s 

coordinates along 

axes of variation

• STRUCTURE like 

prorgamm frappe

• Central goal is to 

classify individuals 

into discrete 

populations
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Recent local selection

• Modified lnRsb method – based on EHH. 

Reference population are from Africa. 

topSNPs (tSNP) are from upper 1% of the 

distribution. In candidate region should 

have at least 25 tSNPs in a 100kb region.

• 632 regions.
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Recent local selection

Chr1:103114611-
103346640, 22 non-
African populations, 
COL11A1

Chr1:153067871-
153352772, SHC1and 
KCNN3

Chr8:10917927-11894726, 
cluster of β-defensin 
genes

Chr5:70800637-71275894, 
CARTPT gene

Chr9:38623652-38761831, 
no genes



GO enrichment analysis

• Gene Ontology 

analysis 

• FUNC 

hypergeometric test 

(5000 random sets)



Novel canditates in African 

pygmies

• Mbuti Pygmies –

increase in EHH, 

absence of genetic 

diversty (TRIP4 gene)

• Biaka Pygmies – very 

strong lnRsbAR value 

(IYD gene)


