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Outline

mtDNA: maternal history

Y chromosome: paternal history

Genome-wide data: 
the other 99.5% of our ancestry

Lactase persistence



MtDNA

• potential signals of eastern African mtDNAs 
hampered by paucity of data from eastern Africa

• best candidate: haplogroup L5

• found in Tanzania (including Sandawe), Kenya, 
Ethiopia, Egypt, Sudan

• (but also found in Central African Pygmies)
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MtDNA

• another candidate: haplogroup L3d

• mostly West African, but also occurs in Ethiopia



Haplogroup L3d
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Y-chromosome

Khwe: 31%
!Kung: 11%
HGDP Bantu: 13%



Haplogroup E1b1b
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Genome-wide data

• showed that southern African populations harbor 
Eurasian ancestry that is relatively old (~900-1800 
years) and related to a signal of Eurasian ancestry in 
eastern Africa that is even older (~2700-3300 years)

• used this Eurasian ancestry to estimate east African 
ancestry in southern African populations



"East African" ancestry
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Lactase persistence



Lactase persistence

• ability to digest milk into adulthood (lactase 
persistence or lactose tolerance) is conferred by 
several mutations which show geographic specificity 
and have been subject to positive selection in 
pastoralist populations

• one particular mutation (C-14010) that originated in 
eastern Africa is prevalent in southern Africa 



C-14010 frequency



C-14010 frequency
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C-14010 frequency
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Ongoing positive selection 
for the C-14010 allele



Summary
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Conclusions

• Y-chromosome, genome-wide, and lactase 
persistence data all show a strong signal of a 
migration from eastern to southern Africa that had 
the strongest influence on Khoe speakers 

• mtDNA data are more equivocal

• whether this is due to a lack of sufficient 
comparative mtDNA data from eastern Africa, or 
rather indicates that the migration was primarily 
male-mediated, remains to be seen 


