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Worlwide genetic variation and

structure
+ Affymetrix 500K * [llumina 650K
5 individuals from * HGDP most used
every population panel

* 5individuals 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
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Worlwide genetic variation and

structure
« PCA- principal « STRUCTURE like
component analysis prorgamm frappe
« Usually PCA — « Central goal isto
population level, but classify individuals
not always (like here) Into discrete
 PCA outputs each populations

individual’s
coordinates along
axes of variation



Worlwide genetic variation and
structure

Affymetrix Platform [llumina Platform
290 individuals 290 individuals
416,644 SHPs 624,555 SHPs
A r
:EH tﬂh
#l'
AN Americas ;"
Cenfral & South Asia - : .
East Asia b4 &
Europe ! !
MID  Middle East L L
OC  Oceania (Melanesia) G. G.
554 sub-Saharan Africa
& e
[ i

BG 1 (7.8%) BG1(7.4%)



Worlwide genetic variation and
structure

Affymetrix Platform Hlumina Platform



Worlwide genetic variation and
structure

C

” " » *Ee » . .
A
- BT an

S S LetEESatt SAEEnt | L1400
b i i EERIESE _FFEEREEEBEER T

: l’lll"Ol'Ol'l nnnnnn

: . 21 swe : :
| ]S SEAd 1 | FEEEEREead | | | 0] bot 3 Ll __LEEaeR L L e sa2ob
- - ' SERIREEREED T ""' 4 : st 1] et ent romsen | ] [ Legeq
R T I At R st 0Tt =TT T TTrIrTrrTyTTIIITY (111 oy
E:‘-.’li ||l|ll“llllllll|!lYIlII!'lIl' ".l‘l‘ll 2l E:'II‘I‘II!‘!'!II[!HI'! -Hlllll}1!!lll!l" ,' !l
E_’ TN !“:”'“”",h“ "!HH"H’ o : SERRIRRRRRIRRREI ERRRRRRRARARNIRRRERY 1}

:

"llx' \

Affymetrix Platform

AR A A R R R R R R R R R R R R RN R AR A R R AR L)
| ! '

SRERRRRRARR ERRRIAR ERRRRRRRRRRIR R I N ’

138 RRRIRAAR
1) 11171

IHlumina Platform



% variance

Worlwide genetic variation and
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Worlwide genetic variation and
structure
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Figure 4. frappe results for K=6. Each color indicates a different ancestry component.



Recent local selection

* Modified InRsb 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
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GO enrichment analysis

Tabkle 1. GO categories significantly over-represented among
candidate gene regions for recent positive selection, as
identified by the FUNC analysis.

FDR for
GO name GO ID over-representation

sensory perception of chemical stmules  GO0007506 O

Grproizin @upled receplor adivit GOHO00A830 0

olfactony receptorn actiity GOO00as84 0

integral to mamb Ene GOH0NE021 e+
signal ransducer activity EOE000aE71 LL149E =04
mskeoular transducsr acTiity OE00s0089  1L14E-04
Cospnithon GOOG50890 WO0TETS
rhodopsin-ike receptor activity GOIO0NS84 Q000997632
meusological system process GOOS0R77 Q0016896
MHC protein complex GOH00A2611 W1 79347
glucuronosyitransferase activity GOI5020  QO0BE429
extacallular region GO0005576 Q00539895
antigen processing and presentation GOOM2882 Q00551127
integrin compiex GO000E305 Q00656041
meu mopeptide signaling pathway GO0007218 Q0208335
weno bt metabole process GO0006805 Q0401682

metabotropic glutamate, GABA-B-like GO000a067 Q006189
receplor activity

sufate transport GOe000E272 WiA23062

FIDR, false discovery rate.
dod 10,137 1 /jowrnal pone 0007888 1001

* 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 — ver
R LV strong InRsbar value
T (IYD gene)
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Figure 7. Signals of selection for thyroid hormane pathway genes in African Pygmies. (A} 1 Mb region arcund TRIP4 in Mbuti Pygmies. (B}
500 Kb region around I¥D in Biaka Pygmies. In each panel, the top part is the region surrounding the candidate gene with the position of genes

indicated, followed by the distribution of the IES, Rsbas, and Sweepfinder [7] statistics, followed by a diagram of the haplatypes observed in either
Mbuti (A] or Biaka (B] Pygmies, where each row is a haplotype, each column is a SNP, and the light vs. dark shading indicates the alternative alleles for

each SNP.
doi:10.137 1/journal pone 000 7888.9007



