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Abstract

Background: Sakha – an area connecting South and Northeast Siberia – is significant for understanding the history
of peopling of Northeast Eurasia and the Americas. Previous studies have shown a genetic contiguity between
Siberia and East Asia and the key role of South Siberia in the colonization of Siberia.

Results: We report the results of a high-resolution phylogenetic analysis of 701 mtDNAs and 318 Y chromosomes from
five native populations of Sakha (Yakuts, Evenks, Evens, Yukaghirs and Dolgans) and of the analysis of more than
500,000 autosomal SNPs of 758 individuals from 55 populations, including 40 previously unpublished samples from
Siberia. Phylogenetically terminal clades of East Asian mtDNA haplogroups C and D and Y-chromosome haplogroups
N1c, N1b and C3, constituting the core of the gene pool of the native populations from Sakha, connect Sakha and
South Siberia. Analysis of autosomal SNP data confirms the genetic continuity between Sakha and South Siberia.
Maternal lineages D5a2a2, C4a1c, C4a2, C5b1b and the Yakut-specific STR sub-clade of Y-chromosome haplogroup N1c
can be linked to a migration of Yakut ancestors, while the paternal lineage C3c was most likely carried to Sakha by the
expansion of the Tungusic people. MtDNA haplogroups Z1a1b and Z1a3, present in Yukaghirs, Evens and Dolgans,
show traces of different and probably more ancient migration(s). Analysis of both haploid loci and autosomal SNP data
revealed only minor genetic components shared between Sakha and the extreme Northeast Siberia. Although the
major part of West Eurasian maternal and paternal lineages in Sakha could originate from recent admixture with
East Europeans, mtDNA haplogroups H8, H20a and HV1a1a, as well as Y-chromosome haplogroup J, more
probably reflect an ancient gene flow from West Eurasia through Central Asia and South Siberia.

Conclusions: Our high-resolution phylogenetic dissection of mtDNA and Y-chromosome haplogroups as well as
analysis of autosomal SNP data suggests that Sakha was colonized by repeated expansions from South Siberia with
minor gene flow from the Lower Amur/Southern Okhotsk region and/or Kamchatka. The minor West Eurasian
component in Sakha attests to both recent and ongoing admixture with East Europeans and an ancient gene flow
from West Eurasia.
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Background
With an area of more than three million square kilome-
ters – roughly one third of that of Europe - the Sakha
Republic (Yakutia) dominates Eastern Siberia. The south-
ern part of Sakha extends to southern Siberia, which has
served as an entry region into northern Asia [1,2]. Southern
Siberia connects Sakha with the Inner Eurasian steppe belt,
which stretches from the Black Sea to the Yellow Sea
and has enabled human movements across large distances
from east to west and vice versa. The northeastern part
of Sakha overlaps with former Beringia, which connected
Asia and America during the Last Glacial Maximum (LGM),
permitting human migration to the Americas [3,4]. Be-
cause Sakha, particularly the Lena valley, served as the
main pathway to the arctic coast and, beyond that, America,
during Paleolithic times [5], an understanding of its
settlement history is important to elucidate the coloni-
zation of Northeast Eurasia as well as the peopling of the
Americas.
Anatomically modern humans colonized Sakha, includ-

ing the high Arctic, about 30,000 years ago [6]. Southern
Siberia as well as the southern part of Sakha, was continu-
ously populated through the LGM [2,7]. The population
began to increase rapidly ~19,000 years ago [8]. Consecu-
tive archaeological cultures in the territory of Sakha hint
at multiple waves of migrations from southern areas sur-
rounding the upper reaches of the Yenisey, Lake Baikal
and the Amur River [9,10]. Ancient tribes, inhabiting this
area since the Neolithic, are regarded as the presumable
ancestors of different contemporary circumpolar ethnic
groups speaking Paleoasiatic and Uralic languages, while
Tungusic-speaking tribes spread all over Siberia at a later
time [5,10]. The ancestors of Turkic-speaking Yakuts,
under Mongol pressure from the south, moved from the
Baikal region up the Lena valley, arriving at the middle
reaches of the Lena and Vilyuy Rivers presumably during
the 11th-13th centuries [5,10,11]. In the 17th century
Yakutia was incorporated into the Russian Empire.
The first genetic studies of the native populations

of Sakha based on haploid loci (mitochondrial DNA
(mtDNA) and non-recombining part of Y chromosome
(NRY)) primarily focused on the peopling of the Americas
[12,13] and as a “by-product”, detected a very strong
bottleneck in Yakut male lineages [14]. Native Siberians,
including populations from Sakha, continually receive
attention in relation to the colonization of the Americas
[15-18], whereas phylogenetic analyses of their unipa-
rental data have added valuable information about the
colonization and re-colonization of northeastern Eurasia.
The analysis of Siberian mtDNA pool has provided evi-
dence to rule out the existence of a northern Asian route
for the initial human colonization of Asia [19], and re-
vealed that the present-day northern Asian maternal gene
pool consists of predominantly post-LGM components of
eastern Asian ancestry [20,21]. The most frequent Y-
chromosome haplogroup in northern Eurasia – N1c –
most probably arose in present day China and spread to
Siberia after the founder event associated with the human
entry into the Americas [22]. Two other Y-chromosome
haplogroups dominant in Siberia – C3 and Q1 – are more
ancient in northern Asia [17,23].
Genetic studies focused on the Yakuts have shown their

strong genetic similarity to South Siberian/Central Asian
populations [19,24-28]. MtDNA and Y-chromosome
variation in Tungusic sub-groups from different part of
northern Asia (Sakha, Middle Siberia and the Russian
Far East) has revealed the common shared origin of Evenks
and Evens [29]. In addition, mtDNA data of Arctic Siberian
populations have shown a genetic discontinuity between
Yukaghirs, the oldest population in Sakha, and the ad-
joining Chukchi, descendants of the latest inhabitants
of Beringia [30]. Most of the existing mtDNA data from
Sakha populations were obtained by the examination of
hypervariable segment I (HVSI) sequences and a limited
number of coding region markers, thus permitting to
determine the main haplogroups only. However, analyses
of large data sets of eastern [31,32] and northern Asian
complete mtDNA sequences [19-21,30,33,34] have sig-
nificantly refined the topology of the mtDNA phylogeny,
providing new informative markers for large scale popu-
lation studies. This was an essential prerequisite to clar-
ify the events that led to the re-colonization of Siberia,
as most of the newly defined sub-haplogroups common
in Siberia have been dated as post-LGM [20,21,35].
A global study of genetic variance encompassing 51

populations, carried out at the level of 650,000 genome-
wide single nucleotide polymorphisms (SNPs) [36], re-
vealed that the Yakuts were closest to the Han Chinese,
Japanese and other, less numerous East Asian populations.
Even so, Yakuts stand out among East Asian populations
due to two distinct signals: the first signal, a minor one,
brings Yakuts together with Amerinds, probably reflecting
the deep shared ancestry of Siberians and Native Americans,
and the second signal is explained by an overlap with
the major genetic component in European populations.
Analysis of a dataset complemented by eleven more
Siberian populations differentiated Siberians from East
Asian populations [37]. Furthermore, this analysis sepa-
rated Koryaks and Chukchi from the rest of the Siberians,
demonstrating a close genetic proximity of Yakuts and
Evenks. However, the population coverage of Siberia is
still limited in genetic studies. For instance, the second
Tungusic-speaking population of Sakha – Evens – was
not represented in previous analyses. Moreover, Siberian
populations have so far not been in the focus of auto-
somal SNP variance pattern analyses.
In the present study, we combined detailed phylogen-

etic analyses of the maternal and paternal lineages of the
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native populations of Sakha with the analysis of a genome-
wide sample of more than 600,000 SNPs to better define
the genetic relationships between Sakha, South Siberia,
East Asia, Northeast Siberia, and Europe, with an em-
phasis on clarifying the genetic history of the native popu-
lations of Sakha. We applied phylogenetic analysis to 829
mtDNAs and 375 Y chromosomes from five populations
of Sakha (Yakuts, Evenks, Evens, Dolgans and Yukaghirs)
and Dolgans of the adjacent Taymyr Peninsula, and imple-
mented FST, principal component analysis (PCA) and
ADMIXTURE to autosomal SNPs in a sample set com-
bining 40 newly genotyped Siberian individuals, published
data on Siberia [36,37] and relevant global reference popu-
lations [36-38].

Results
MtDNA variation among the native populations of Sakha
829 mtDNAs of maternally unrelated individuals from five
populations – the Turkic-speaking Yakuts and Dolgans, the
Tungusic-speaking Evenks and Evens, and the Yukaghirs
who form a small language isolate – were analyzed. High-
resolution phylogenetic analysis revealed a total of 147 hap-
lotypes from 73 sub-haplogroups (Figure 1, see Additional
file 1 for detailed information). 92% of mtDNAs fall into
eastern Asian haplogroups, while western Eurasian lineages
constitute a minority. The prevalent haplogroup in Sakha is
C, which comprises 43% of the variation in our sample.
Haplogroup C is represented mainly by lineages of two
major sub-haplogroups – C4 and C5. The only excep-
tions are the mtDNAs of one Central Yakut, one Dolgan
and two Evens which fall into clade C7a1c, the only
Siberian branch of the otherwise Northeast Indian specific
haplogroup C7. The majority of C clades present in our
sample (C4a1c, C4a1d, C4a2, C4b1, C4b3, C5a1, C5b1a,
C5b1b and C5d1) are also common among native popula-
tions from South Siberia and the Lake Baikal region [20],
confirming genetic continuity between Sakha and the
southern regions of Siberia. In our sample there are two
Evens and one Yukaghir with Koryak-specific maternal
lineages – C4b2 and a sub-clade of C5a2 defined by
back mutation 16189C and designated as C5a2a in [20].
These C lineages together with G1b, all characteristic of
Northeast Siberian populations – Koryaks, Itelmens
[39] and Chukchi [30] – , make up only 2% of our sample.
Although all native populations from Sakha have uniformly
high frequency of haplogroup C, they differ in the propor-
tions of the sub-haplogroups. Yakuts are characterized by a
prevalence of C4a1c, C4a2 and C5b1b, whereas Evenks,
otherwise very similar to Yakuts, have a higher frequency of
the C4 sub-clade defined by the transition T3306C and des-
ignated here as C4b9. The sub-haplogroups C4b3a, C4b7
and C5d1 are common for both Evens and Yukaghirs.
The second dominant haplogroup in Sakha is D,

encompassing 30% of the mtDNAs in our sample.
Haplogroup D4 is represented by a diverse set of low
frequency clades, whereas D5 consists almost exclusively
of D5a2a2, which reaches its highest frequency among
Central and Vilyuy Yakuts (Figure 1). Analyses of ancient
DNA from Yakut burials (15th-19th century) have revealed
similar frequencies of D5a2a2 [40-43]. This raises the
possibility that the lineage was brought to the Lena, Amga
and Vilyuy valleys by the ancestors of the Yakut people.
The presence of D5a2a2 among other populations of
Sakha is probably due to gene flow from the Yakuts.
The minor haplogroup Z is represented in our sample

by two sub-haplogroups – Z1a was found among Evens,
Yukaghirs and Dolgans, whereas Z3 is present among
Northern Yakuts and Evenks (Figure 1). Four Z lineages
were characterized based on mtDNA complete sequences
and represented in a wider phylogenetic context (see
Additional file 2). One Even mtDNA shares the transition
A11252G with Yukaghirs, forming the clade designated
here as Z1a3. The second Even lineage clusters together
with Yukaghir and Nganasan into the clade determined by
two transitions, G7521A and G8251A, and denoted here
as Z1a1b. The time-depth of Z1a (~9,400 years ago) to-
gether with Arctic-specific clades Z1a1b, Z1a2a and Z1a3
nested in Z1a (see Additional file 2 and Additional file 3)
hints at the possibility that Z1a might have been present
in the northern regions of Siberia at least since the
Neolithic times. One Yakut lineage falls into the sub-
haplogroup Z3a, described so far only in Tibeto-Burman
speaking tribal populations of northeastern India [44].
These populations originally descended from ancient
tribes of northwestern China and subsequently moved
to the south, admixing with southern peoples. Another
Yakut Z3 lineage shares the transition G5460A with
one Chinese mtDNA (see Additional file 2). Two Northern
Yakuts and one Evenk carry this lineage, but none of the
rest of Siberian mtDNAs (see Additional file 3). Taken
together, these facts suggest that the Z3 lineages have
been carried to Sakha relatively recently, most probably
by Yakut predecessors.
Besides East Asian maternal lineages, the mtDNA pool

of the native populations of Sakha contains a small (8%),
but diverse set of western Eurasian mtDNA haplogroups,
mostly present among Yakuts and Evenks (Figure 1). The
most common western Eurasian haplogroups in Sakha
are H and J.
A rare mtDNA haplogroup, R3, was identified in

Northern Yakuts by full sequencing. As R3 shares one
coding and two control region substitutions with haplo-
group R1, it would be more parsimonious to represent R1
and R3 as deep-rooted branches of haplogroup R1 (see
Additional file 4). Although np-s 16311 and 16519 are hy-
pervariable and therefore the status of these substitutions in
defining R1 is controversial, the transition at np 1391 is
much more stable and the motif (1391C-16311C-16519T)
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consisting of these three substitutions should possess
sufficient phylogenetic status. We have designated the
former R1 as R1a and the former R3 as R1b. In addition
to the Yakut haplotype, R1b encompasses lineages from
West Bengal, Armenia and Finland.

Y-chromosome profiles of the native populations
of Sakha
The characteristic features of the genetic portraits of native
populations from Sakha are much more clearly expressed
by paternal lineages (Figure 2, see Additional file 5) than by
mtDNA. Yakuts exhibit remarkably low Y-chromosomal
genetic diversity because of a striking prevalence of the
pan-North-Eurasian haplogroup N1c in their gene pool.
Almost all N1c lineages in our sample cluster into a
Yakut-specific STR-defined branch (Figure 3, see Additional
file 6) established by earlier studies [22,45,46]. The fact
that this branch also comprises lineages from the Evenks,
Evens and Dolgans may hint at a limited male gene flow
from Yakuts to neighboring populations. The Yakut-specific
branch stems from a haplotype most common in Tuvinians
and Tofalars from the east Sayan region that is found
also in some other Siberian and eastern European popu-
lations. The sub-cluster of N1c (N3a1 in [46]), which
encompasses the Yakut-specific branch, had its first ex-
pansion in South Siberia at the boundary of Pleistocene
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Figure 2 The phylogenetic relationships of Y-chromosome haplogrou
Siberia. The defining SNP markers are shown on the branches. Population
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and Holocene [46]. The Yakut-specific clade started to
diversify only ~1.6 kilo years ago (kya). Four N1c chromo-
somes in our sample fall into a cluster comprised mainly
of Buryats [46]. It might hint at a gene flow from the
predecessors of Buryats in the Lake Baikal region. Besides
N1c, Yakuts as well as Dolgans, Evenks and Evens harbor
N1b (Figure 2), which achieves its highest frequency in
Nganasans [47] and is common among Tofalars, Khakassians,
Tuvinians and Shors from South Siberia [46].
Haplogroup C3 is present at 30-40% in Evenks, Evens

and Yukaghirs, at 13% in Northern Yakuts and Dolgans
and has a minor frequency among Vilyuy and Central
Yakuts (Figure 2). The Evenk and Even gene pool encom-
passes C3c STR haplotypes (see Additional file 5) that
partly overlap with those found in more southern popu-
lations: the Mongolic-speaking Buryats and Mongolians,
the Turkic-speaking Tuvinians and Altaian Kazakhs as
well as the Tungusic-speaking Manchus [23,48]. The
sub-haplogroup C3d present among Yakuts is very frequent
among Buryats, Sojots and Khamnigans from the Baikal re-
gion [23]. The C3* lineages of Evenks (see Additional file 7)
coincide with the haplotype common among Mongolians
[49], probably hinting at a relatively recent male gene flow
from Mongols to Evenks. In contrast, the Yukaghirs’ C3*
lineages are closest to the Koryak gene pool (see Additional
file 8 and Additional file 9). This finding points to the
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possible common ancestry of at least some paternal line-
ages in these neighboring populations.
The general pattern of the geographic dispersal of

haplogroup Q in Siberian populations is very variable,
ranging from high frequency in some populations (Kets
and Selkups) to low frequency or total absence in others
[17,47]. It could point to the effect of pronounced gen-
etic drift that affects small and diffusely located popula-
tions, especially in case of the Y chromosome due to its
effective population size being at least four times smaller
than that of autosomes. In this context it is not surpris-
ing that haplogroup Q was not represented in our
Yakutian data set (Figure 2).Typical European and Near
Eastern haplogroups R1, I, E1b1b1a and J are present in
Sakha at low frequencies. Haplogroup O, common in
South-East Asia, was found in only one Yukaghir and
one Dolgan (Figure 2).

Autosomal SNP variance pattern in the native
populations of Sakha and beyond
Analyses of more than 600,000 common single nucleo-
tide polymorphism loci from the nuclear genome were
based on a sample of 758 individuals from 55 popula-
tions. The sample set includes 40 previously unpublished
samples from Siberia and compatible published data
from Europe, Asia and America [36-38] to represent the
regional context (see Additional file 10). In the heatmap
plot of FST distances (Figure 4), populations from Sakha
form a cluster of low genetic distance, with Yakuts and
Evenks being the closest. The smooth transition from
Sakha to South Siberia and on to East Asia contrasts with
the discontinuity between Sakha and Northeast Siberia.
The PC analysis demonstrates the clustering of popula-

tions from Sakha close to Tuvinians and Buryats from
southern Siberia as well as to Mongolians from Mongolia,
whereas they are separated from the neighbouring Chukchi
and Koryaks (Figure 5). It is remarkable that Nganasans
who live in relative isolation on the Taymyr Peninsula are
situated near the populations of Sakha in the PC plot.
Evenks and Yakuts together with some Dolgans, Evens and
Yukaghirs cluster close together, while the rest of the
Dolgans, Yukaghirs and a few Yakuts are dispersed between
Siberian/Central Asian and one Yukaghir even among
East European populations. The majority of Evens form a
distinct cluster near the Yakut/Evenk and Nganasan groups.
In order to study the genetic relationships of the popula-

tions in more detail, we used the model-based algorithm
ADMIXTURE [50] that computes quantitative estimates
for inferring the ancestry of individuals from K number
of constructed ancestral populations. As expected at
K=3 Siberian and East Asian ancestry palettes are largely
indistinguishable (Figure 6, see Additional file 11 and



K
or

ya
ks

C
hu

kc
hi

s
E

ve
ns

E
ve

nk
s

Y
ak

ut
s

D
ol

ga
ns

T
uv

in
ia

ns
A

lta
ia

ns
K

ha
ka

se
s

S
ho

rs
K

et
s

S
el

ku
ps

N
ga

na
sa

ns
B

ur
ya

ts
M

on
go

lia
ns

M
on

go
la

O
ro

qe
ns

D
au

r
X

ib
o

H
ez

he
n

T
u

Y
iz

u
T

uj
ia

H
an

Ja
pa

ne
se

N
ax

i
M

ia
oz

u
S

he
D

ai
La

hu
C

am
bo

di
an

s
U

yg
hu

rs
H

az
ar

a
U

zb
ek

s
B

ur
us

ho
P

at
ha

n
S

in
dh

i
B

al
oc

hi
B

ra
hu

i
M

ak
ra

ni
C

hu
va

sh
s

R
us

si
an

s
F

re
nc

h
N

or
th

 It
al

ia
ns

T
us

ca
ns

E
as

t G
re

en
la

nd
er

s
W

es
t G

re
en

la
nd

er
s

P
im

a
C

ol
om

bi
an

s
K

ar
iti

an
a

S
ur

ui

Koryaks
Chukchis
Evens
Evenks
Yakuts
Dolgans
Tuvinians
Altaians
Khakases
Shors
Kets
Selkups
Nganasans
Buryats
Mongolians
Mongola
Oroqens
Daur
Xibo
Hezhen
Tu
Yizu
Tujia
Han
Japanese
Naxi
Miaozu
She
Dai
Lahu
Cambodians
Uyghurs
Hazara
Uzbeks
Burusho
Pathan
Sindhi
Balochi
Brahui
Makrani
Chuvashs
Russians
French
North Italians
Tuscans
East Greenlanders
West Greenlanders
Pima
Colombians
Karitiana
Surui

0,20 0,001 0,005 0,01 0,05 0,1

Figure 4 Heatmap plot of FST distances. Only populations with N≥4 are included (see Additional file 10 for list of samples).
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Additional file 12). However, there is a minor signal that
unites Siberians with Amerinds and Greenlanders, prob-
ably reflecting deep-rooted shared ancestry of Siberians
and Native Americans. As previously shown [36,37],
starting from certain K values (here at K=4), the domin-
ant East Asian – Siberian ancestry component (yellow)
splits into two. Lemon yellow is present among northern
Asian populations as well as Greenlanders and Aleuts
and dark yellow is characteristic of Hans and southern
Chinese populations. At K=6, the lemon yellow splits
further to discriminate the Greenland and Aleutian
populations from the Siberians. Importantly, this new
component (olive) is also present among the Chukchis
and Koryaks, likely testifying to some level of Beringian
continuity. Starting from K=8, Greenlanders acquire
their own color, largely restricted to them only. At
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K=13, a new ancestry component (lavender) appears
among the Siberian populations. It is most prominently
apparent among the Nganasans and is present as a minor
signal in almost all Siberian and northern Chinese pop-
ulations. Although the level of variation in log-likelihood
scores (LLs) within a fraction (10%) of runs with the
highest LLs shows that the global maximum is probably
not reached at K = 13, seven runs from ten exhibit this
new ancestry component (see Additional file 12 and
Additional file 13). In the Siberian ancestry palette there
is another minor signal, explained by an overlap with
the major component in European populations. This
component, accounting for about 20% of the ancestry of
individuals from South Siberia, decreases practically to
zero in northern Siberian populations. However, a few
individuals from small northern populations (and, inci-
dentally, all of the Aleuts in our sample) show an excep-
tionally high proportion of the European component.
The main feature of the autosomal admixture pattern of

the native populations of Sakha is the prevalence of the
lemon yellow component (Figure 6), especially in Yakuts
and, in a smaller extent, in Evenks and Dolgans. The
second Siberian-specific component (lavender) makes up
approximately two third of the ancestry of Evens, but is
barely present in Yakuts. Evens and Yukaghirs show a
minor signal overlapping with the dominant component
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in Koryaks and Chukchis. It most probably reflects a
limited gene flow from Northeast Siberia. The presence
of the “European” (blue) component in the native popula-
tions of Sakha likely testifies to admixture that is recent
and/or ongoing, or has been considerable in the past. Al-
though the ancestry panels do not offer specific time esti-
mates for putative admixture events, it is reasonable to
suggest that “old” admixture or shared ancestry would
even out within a population, whereas more recent and
ongoing admixture events would exhibit with large differ-
ences between individuals in a population. The latter can
most obviously be seen among the Yukaghirs.
Mantel correlation tests
Mantel tests were used to clarify the role of geography and
linguistic diversity in the formation of the genetic variation
spatial patterns in northern Asia. We started by analyzing
the Altaic-speaking populations, the most numerous
and widespread populations in northern Asia. The term
“Altaic” has been used here to denote a language family
that includes the Tungusic, Turkic and Mongolic languages
[51]. A Mantel test performed on 18 Altaic-speaking popu-
lations from Siberia, Central Asia, Mongolia and northern
China (see Additional file 10) revealed a statistically signifi-
cant positive correlation between autosomal SNP variation
and geography (r = 0.68, P < 0.001) (see Additional file 14).
Geography explains 46.8% of the genetic variance. Add-
itional Mantel tests applied to mtDNA and Y chromosome
data of 22 Altaic-speaking populations (see Additional
file 15) show a correlation between mtDNA variation
and geography (r = 0.55, P < 0.001), whereas Y-chromosome
variation exhibits a weak partial correlation with linguistic
data (r = 0.18, P = 0.014) (see Additional file 14). Isolation
by distance is the most plausible explanation for the posi-
tive correlation between maternal genetics and geography.
Patrilocality and a patrilineal clan structure combined
with strict exogamy common among Altaic-speaking
populations [52] could cause a greater degree of female
than male admixture and/or the adoption of languages
by females to a greater extent than by males. The correl-
ation between paternal genetics and linguistics hints at
the concordant spread of genes and languages, but this
has not been the sole process, because linguistic data ex-
plain only 3.3% of the Y-chromosome variance. When the
Chukchis and Koryaks, representatives of the Chukotko-
Kamchatkan language family from Northeast Siberia, were
added to the analysis, a considerable partial correlation
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between autosomal and linguistic variation appeared (r =
0.55, P = 0.002) in addition to the correlation between
genetics and geography. Both linguistics and geography
explain approximately one third of the genetic variance.
The results of the Mantel test based on mtDNA data are
very similar (see Additional file 14). In contrast, there is
no correlation between paternal genetics and geographic
distances or linguistic diversity.
Discussion
In the following section, we discuss (1) the role of South
Siberia in the formation of the existing genetic variation in
Sakha, (2) the genetic discontinuity between Sakha and
Northeast Siberia, and (3) the origin of the West Eurasian
component in the gene pool of the native populations
of Sakha.

Sakha as an extension of South Siberia
The PCA plot and FST values based on autosomal SNP
data demonstrate the genetic proximity of the populations
of Sakha to the geographically and linguistically neighbor-
ing populations from South Siberia, particularly Tuvinians
and Buryats. The ADMIXTURE analysis reveals that the
genetic heritage of the populations of Sakha in its great
majority is characterized by Siberian-specific ancestry
components which stem from East Asia. The Siberian
components, comprising the component denoted by lemon
yellow that achieves its highest proportion in Yakuts and
the one denoted by lavender represented most clearly in
Evens, connect the inhabitants of Sakha with southern
Siberian populations. Similarly, phylogenetic analyses
of uniparental data show that East Asian mtDNA and
Y-chromosome haplogroups form the main part of
Sakha gene pool, and the majority of maternal and pater-
nal lineages found in Sakha (Figure 1 and 2) are nested in
the larger genetic variation of South Siberia [19,20,23,46].
In addition, a fair number of mtDNA haplogroups (C4a1c,
C4a1d, C4a2, C4b1, C4b3, C5b1a, D4i2, D4j2, D4j4, D4j5,
D4j8, D4o2) as well as Y-chromosome haplogroups C3c
and N1b common in Sakha have been dated to the
Siberian Neolithic [20,23,35,46], the beginning of which
coincided with the period of climatic optimum in the
Postglacial. These results all suggest that a substantial
part of maternal and paternal lineages in Sakha might
stem from Neolithic expansions in South Siberia, having
been carried to Sakha afterwards at different times by
different peoples. Y-chromosome haplogroup C3c, the
most frequent among Evenks and Evens in Sakha
(Figure 2, see Additional file 5), might have arrived
with the ancestors of the Tungusic peoples. This scenario
is supported by the observation that C3c is much more
frequent among various Tungusic-speaking peoples from
Siberia and northern China than in their neighbors [47].
MtDNA haplogroups Z1a and C4b could represent
traces of more ancient migrations in northern Siberia, as
these haplogroups have been dated as older and, further-
more, their known sub-clades are found almost exclusively
in Arctic populations (see Additional file 2 and Additional
file 3) [20,35]. Z1a stretches all over Siberia, but three dis-
tinct sub-clades (Z1a1b, Z1a2a and Z1a3) are represented
mainly in the northern regions. Interestingly, all three
clades encompass the Yukaghirs – nowadays a very small
population residing in northeastern Sakha and Chukotka.
Z1a1b includes Nganasans from the Taymyr Peninsula and
Evens from Sakha besides the Yukaghirs. Analyses of auto-
somal data confirm the genetic relatedness of Nganasans,
Yukaghirs and Evens (Figures 5 and 6). These results sup-
port the scenario that the ancestors of Yukaghirs originate
in the Taymyr Peninsula in Neolithic times. In the middle
of the second millennium BC, the Yukaghir ancestors
spread from the Taymyr Peninsula to the east, under pres-
sure from immigrating groups [10]. In the first half of the
second millennium AD, the expansion of Evenks cut the
Yukaghirs off from Samoyedic-speaking groups and forced
them further east, where they ended up being surrounded
by the Chukchis, Koryaks, Evens and the ancestors of
Yakuts. Remarkable gene flow between the Yukaghirs and
Evens is revealed by mtDNA analysis – in our sample, 71%
of maternal lineages are shared between the Yukaghirs and
Evens. In addition, the Yukaghirs have acquired a few ma-
ternal lineages (Z1a2a, G1b, C5a2a) from the Koryaks.
The clearest and most abundant traces in the Sakha gene

pool have been left by the most recent migrations. The pre-
vailing Y-chromosome haplogroup among the Yakuts, N1c,
makes up over two thirds of paternal lineages in our sam-
ple. The Yakut-specific branch comprises also lineages from
Evenks, Evens and Dolgans, most probably due to male
gene flow from the Yakuts. The fact that the ancestral STR
haplotype of the Yakut-specific clade is present among
the Tuvinians, Tofalars and Sojots from the eastern Sayan
regions [46] could point to the putative “homeland” of
Yakutian N1c predecessors. In addition, at least one
maternal lineage, the sub-clade of C4a1c defined by the
back-mutation C16298T, may have migrated together
with the Y-chromosome haplogroup N1c. This clade,
represented in contemporary (see Additional file 1) as
well as ancient Yakuts [43], has also been found among
the Tuvinians [19]. Close similarities between the Yakut
and Turkic languages spoken in the Altai-Sayan region
[53], as well as some other aspects of the Yakut culture
(e.g., pastoralism, clothing, festivals) [54], point to an-
cestral ties between the Yakuts and the southern Turkic
peoples. These facts suggest that the Yakuts originate
from the Altay-Sayan region. On the other hand, some
mtDNA (D5a2a2, M13a1b, A8, G2a5) and Y-chromosome
haplogroups (C3d, the Buryat-specific cluster of N1c) in
the Yakut gene pool are shared with Mongolic populations
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(Buryats, Khamnigans, Mongolians) from the Baikal area
and Mongolia [20,21,23,46]. This fact is consistent
with the hypothesis proposed on the basis of archaeo-
logical findings, postulating that the Yakuts originate
from the ancient Turkic-speaking Kurykan people from
the Lake Baikal region [5,10,11]. Estimates of the expan-
sion time of the Yakut-specific clade of Y-chromosome
haplogroup N1c support the hypothesis: the clade started
to diversify ~1.6 kya, about the same time (6th – 10th cen-
tury AD) when the culture of the Kurykans flourished on
the shores of Lake Baikal. The second expansion of the
clade, dated to ~0.9 kya, might coincide with the migra-
tion of the Yakuts´ ancestors to the middle reaches of the
Lena River in the 11th-13th centuries AD. Thus, taking
into account the aforementioned facts, the Yakut ancestors
most probably originated from the Altay-Sayan region and
settled for a time in the Lake Baikal area before migrating
northwards along the Lena River.
Genetic discontinuity between Sakha and Northeast
Siberia
Although the genetic heritage of the native populations
from Sakha as well as Northeast Siberia lies in its great ma-
jority in the common East Asian gene pool, analyses of
autosomal as well as uniparental markers revealed the gen-
etic divergence between these neighboring regions. The
core of the mtDNA gene pool of the native people of Sakha
consists of a number of haplogroup C and D sub-lineages
(see Additional file 1). The Koryaks and Chukchis harbor
only a few topmost clades of these two haplogroups (C4b2,
C5a2a, D4b1a2a and D2a) [30,39], but these lineages are
uncommon or even absent in Sakha. The prevailing
haplogroups among Chukchis – A2a, A2b and D2a [30] –
were not found in Sakha, while G1b, Y1a and Z1a2, com-
mon among the Koryaks [39], are present in Sakha at low
frequencies. The Koryak-specific maternal lineages found
in Sakha most probably suggest a recent limited maternal
gene flow from Northeast Siberia. In contrast, the Y-
chromosome haplogroups N1c and C3 prevalent in Sakha
(Figure 2) are also represented in Northeast Siberia
[47,55]. However, the Koryaks [23] and the populations of
Sakha (see Additional file 5) do not share Y-STR haplo-
types of haplogroup C3, and the N1c haplotypes detected
among the Koryaks and Chukchis are quite distinct from
those of other Siberians [22,46]. In addition, the presence
of the Y-chromosome haplogroup Q1a3a [Q(M3)] among
the Chukchis [55] distinguishes them from the popula-
tions of Sakha, where this haplogroup has not been found.
These results point not so much to recent male-mediated
gene flow between these neighboring regions but rather to
multiple separate migrations from the same source area.
The PCA plot (Figure 5) and FST values (Figure 4) based
on autosomal SNP data also show that the Koryaks and
Chukchis are distant from the populations of Sakha.
However, ADMIXTURE analysis reveals also a deep-
rooted shared ancestry of the inhabitants of Sakha and
extreme Northeast Siberia (Figure 6). The genetic data
are in good accordance with archaeological findings that
demonstrate direct cultural contacts between Kamchatka,
Chukotka and Yakutia during the late Paleolithic and
Neolithic, and suggest a period of relative isolation for
the extreme Northeast only since the second – first
millennia B.C. [56].
The strong positive partial correlation between genetic

and linguistic variation shown by the Mantel test (see
Additional file 14) suggests that the same past population
processes have shaped linguistic as well as genetic diver-
gence between Sakha and the Kamchatka-Chukotka region.
The present study, as well as previous ones [26,29,43], have
revealed the main features of the gene pool of the native
populations of Sakha to have been shaped by migrations
from South Siberia, in particular by relatively recent
expansions of Tungusic- and Turkic-speaking peoples. The
Chukchis and Koryaks, inhabitants of the Kamchatka-
Chukotka region, are considered to be the descendants of
the Neolithic indigenous people of Northeast Siberia [56].
The Chukchi and Koryak languages, together with Kerek
and Alutor, form the closely-knit Chukotkan group in
the Chukotko-Kamchatkan language family [57], the
speakers of which inhabit extreme Northeast Siberia.
The Chukotko-Kamchatkan languages have no generally
accepted relation to any other language family, but some-
times they are classified together with the Nivkh, Yukaghir
and Yeniseian languages among the Paleosiberian lan-
guages that are believed to represent a remnant of a
much richer linguistic palette of Siberia that existed be-
fore the Altaic, Uralic and Indo-European languages
expanded across most of Siberia [58]. The prevalent
mtDNA haplogroups among the Chukchis – A2a, A2b
and D2a [30] – are shared with Greenland Eskimos,
Aleuts and a few native populations of North America
[15,33,59,60] due to either recent female-mediated gene
flow from Eskimos/Aleuts or deep shared ancestry. Simi-
larly, analysis of autosomal SNP data reveals an ancestry
component shared between the Chukchis and Greenland
Eskimos (Figure 6). MtDNA haplogroups G1b and Y1a,
common among the Koryaks [39], and G1b, common
among the Chukchis [30], connect them with the Nivkhs
from the Sakhalin Island [34]. ADMIXTURE analysis
also points to genetic connections between the Chukchis,
Koryaks and Nivkhs (Figure 6). In addition, quite a strong
relationship between the Nivkh and Chukotko-Kamchatkan
languages has been shown [57]. MtDNA haplogroups
C4b2 and C5a2a form a part of the “C world” common
in South Siberia and Sakha, but their autochthonous
nature and coalescence time (~1.2 kya and ~2.6 kya,
respectively [20]) hint at a period of isolation from the
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rest of Siberia. Considering the facts discussed above
it is probable that large-scale expansions of Tungusic
and Turkic peoples in Siberia, which replaced and/or
assimilated ancient aboriginal people in Sakha, as well
as the relative isolation between Sakha and Northeast
Siberia in the subsequent period, are responsible for
the formation of a genetic discontinuity between these
neighboring regions.
Origin of the West Eurasian genetic component in the
gene pool of the native populations of Sakha
Although the genetic heritage of the native populations of
Sakha is mostly of East Asian-ancestry, analyses of auto-
somal SNP data as well as haploid loci also show a minor
West Eurasian genetic component. The patchy presence
of the “European” (blue) component in the ADMIXTURE
plot (Figure 6), most pronounced in Yukaghirs, probably
testifies to recent admixture with Europeans. In addition,
the presence of European-specific paternal lineages R1a-
M458, I1 and I2a among Yakuts, Dolgans, Evenks and
Yukaghirs likely points to a recent gene flow from East
Europeans. Although only individuals with self-reported
un-admixed ancestry for at least two generations were
included in the study of haploid loci, mistakes in ethnic
self-identification cannot be entirely excluded. One of
the main sources of gene flow has likely been Russians
who accounted for 37.8% of the population of Sakha in
2010 [61]. The migration of Russians (at first mainly men)
to eastern Siberia started already in the 17th century, when
Yakutia was incorporated into the Russian Empire [62].
The mtDNA haplogroup J detected in the remains from

aYakut burial site dated to the beginning of the 17th century
[41], long before the beginning of the settlement of Russian
families in the 18th century [63], clearly points to more
ancient gene flow from western Eurasia. The presence
of haplogroups H8, H20 and HV1a1a among the Yakuts,
Dolgans and Evenks (Figure 1) also suggests gene flow
other than from Russians, because these haplogroups
are rare (H8 and H20) or even absent (HV1a1a) among
Russians [64-67], but are common among southern
Siberian populations as well as in the Caucasus, the
Middle and Near East [19,68-70]. Moreover, the HVSI
haplotypes of H8, H20a and HV1a1a in our sample exactly
match those in the Buryats from the Buryat Republic [19].
Similarly, the Y-chromosome haplogroup J in Dolgans and
Evens very likely testifies to gene flow through South
Siberia, as it is present among native South Siberian popu-
lations [47,71]. The scenario of ancient gene flow from
West Eurasia is supported by ancient DNA data, which
show that in the Bronze and Iron Ages, South Siberia,
including the Altai region, was an area of overwhelmingly
predominant western Eurasian settlement [72,73], and
the Indo-European migration even reached northeastern
Mongolia [74]. To summarize, the West Eurasian genetic
component in Sakha may originate from recent admixture
with East Europeans, whereas more ancient gene flow from
West Eurasia through Central Asia and South Siberia is
also probable.

Conclusions
The analysis of haploid (mtDNA, NRY) and diploid loci of
genome provides further evidence that the genetic heritage
of indigenous people of Sakha lies in its great majority in
the common East Asian gene pool while West Eurasian
influence has been minor. The Turkic-speaking Yakuts
retain traces of related populations from the Altai-Sayan
region as well as distinctive maternal and paternal line-
ages, either originating from the Mongolic peoples in
the Lake Baikal area or influenced by the long timescale
residence in Sakha in close proximity to the Tungusic-
speaking Evenks. Genetic data fit well with the linguistic
and historical evidence regarding the origin of Yakuts.
The Yukaghir gene pool harbor traces of more ancient
migration(s) in the arctic regions of Siberia, complemented
by recent admixture with Europeans. The Evens, linguistic-
ally very close to the Evenks, have also acquired genetic
inputs from their geographic neighbors, the Yukaghirs.
The European component in Sakha may originate from
recent admixture with East Europeans and/or from more
ancient gene flow from West Eurasia through Central Asia
and South Siberia. The genetic proximity of the native
populations of Sakha to South Siberians and the genetic
divergence between them and the Chukchis and Koryaks,
shown by the present study, suggest that the region of
Sakha was colonized by multiple migrations from South
Siberia with only minor gene flows from the Lower
Amur/Southern Okhotsk region and/or Kamchatka.
Methods
Samples for uniparental analysis
The sample set comprised 701 Native Siberians from five
populations of Sakha: Yakuts, Evenks, Evens, Yukaghirs
and Dolgans. The Yakuts have been divided into three
ethnogeographic groups: Central, Vilyuy and Northern.
The Dolgan sample was complemented by 128 Dolgan
DNAs from southern Taymyr. See Additional file 16 for
detailed information about the populations studied and
the number of samples. Sampling locations are shown in
Figure 7. Blood samples were collected from healthy un-
related adult individuals with appropriate informed con-
sent. To eliminate the effect of very recent gene flow on
the results of mtDNA and Y-chromosome analyses, only
individuals with self-reported un-admixed ancestry for
at least two generations were included in the study.
DNA was extracted from the blood leukocyte fraction
using the phenol-chloroform method [75]. The study
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was approved by the local ethics committee at the
Yakut Research Center of Complex Medical Problems,
Siberian Branch of Russian Academy of Medical Sciences.
The research has been performed in accordance with
the WMA Declaration of Helsinki (59th WMA General
Assembly, Seoul October 2008).

Genotyping
MtDNA haplogroup affiliations of 829 samples were de-
termined by DNA sequencing of HVSI and the screen-
ing of 95 coding region markers (see Additional file 1)
according to the hierarchy of the mtDNA phylogenetic
tree [76,77]. HVSI was sequenced from nucleotide pos-
ition (np) 16017 to 16399 in all samples. Additionally, 16
coding region markers were examined for 93 haplogroup Z
mtDNAs. 21 samples were fully sequenced following a
slightly modified published protocol [78]. The preparation
of sequencing templates was carried out following standard
protocols, employing FIREPol polymerase (Solis BioDyne).
Purified products were sequenced with the DYEnamic™ ET
terminator cycle sequencing kit (Amersham Pharmacia
Biotech) and analyzed on an ABI 3730xl DNA sequencer.
Sequences were aligned and analyzed with ChromasPro
1.34 (Technelysium Pty Ltd), and nucleotide mutations
were initially ascertained relative to the revised Cambridge
Reference Sequence (rCRS) [79]. To record HVSI and
complete mtDNA polymorphic positions with respect to
the Reconstructed Sapiens Reference Sequence (RSRS)
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[35], the FASTmtDNA utility provided by mtDNA
Community [80] was applied.
Y-chromosome haplogroups were identified for 375

male individuals (including 57 Dolgans from Taymyr)
by the analysis of 28 biallelic NRY markers (М9, TAT,
SRY1532, 92R7, M207, M20, M89, P43, P37, M231,
M35, M78, M269, M412, M458, M48, M52, M70, M130,
M170, M173, M175, M201, M217, M253, M407, YAP and
12f2) [81]. Y-chromosome haplogroups were named
according to the most recent YCC nomenclature [82,83].
Six microsatellite markers (DYS19, DYS388, DYS390,
DYS391, DYS392, DYS393) [84-86] were typed in all
Sakha samples and the PCR products were analyzed on the
MegaBACE1000 DNA automated sequencer. MegaBACE
ET400-R Size Standard was added to each sample for size
scaling and the program Genetic Profiler 2.2 (Amersham)
was employed for allele scoring. Additionally, 17 STRs were
studied in C3* Y chromosomes, using the Y-filer Kit (Ap-
plied Biosystems). PCR products were analyzed on ABI
3100Avant genetic analyzer (Applied Biosystems) in the
standard fragment analysis protocol mode. GeneScan
500LIZ size standard (Applied Biosystems) was added to
each sample for size scaling and GeneMapper 3.5 (Applied
Biosystems) employed for allele scoring. Alleles were desig-
nated by repeat numbers.

Phylogenetic analysis
Phylogenetic networks of Y-chromosome haplogroups
N1c and C* were reconstructed using the program Net-
work 4.6.1.0, applying the median-joining algorithm
[87,88]. The coalescent time of Y-chromosomal N1c hap-
lotypes was calculated according to [89], based on the
variability of six microsatellite markers. To estimate the
age of mtDNA haplogroups, we calculated rho-statistics
(ρ) as average number of substitutions from the root
haplotype [90] and its standard deviation (σ) [59]. The
mutation rate estimate of 1.665 × 10-8 (± 1.479 × 10-9)
substitutions per nucleotide per year and the calculation
approach provided by [91], who transform substitutions to
years in a nonlinear manner accounting for the selection
effect on non-synonymous mutations, was used to convert
the rho-statistics and its error ranges to age estimates
in years.

Samples for genome-wide analysis, genotyping and
quality control
Forty samples from nine Siberian populations (Chukchis,
Dolgans, Evens, Kets, Khakases, Koryaks, Nivkhs, Shors
and Yakuts, see Additional file 10 for detailed informa-
tion) were genotyped with Illumina 650 K or 660 K SNP
array according to manufactures´ specifications. All sub-
jects filled and signed personal informed consents and
the study was approved by the scientific council of the
Estonian Biocentre. These data were analyzed together
with published data from [36-38]. To search for possible
close relative pairs among the individuals, we applied
software KING (version 1.4) [92] to analyze the entire
dataset. After removing the first and second degree rela-
tives, 758 samples remained for further analyses (see
Additional file 10). We used PLINK software 1.05 [93]
to filter the combined dataset to include only SNPs on
the 22 autosomal chromosomes with minor allele fre-
quency >1% and genotyping success >97%.

Analyses of genome-wide SNP data
We calculated mean pairwise FST values between popula-
tions for 513440 autosomal SNPs by using the method of
Weir and Cockerham [94] assembled into a R script [95].
Only populations with N ≥ 4 were included in the FST cal-
culation. Given the high level of European admixture in
some Siberian and American populations, resulting from
recent gene flow from Europe, the interpretation of FST
distances between samples from different, although genet-
ically closely related, populations might not necessarily be
straightforward. To validate our results, we recalculated
FST values excluding very mixed samples. The final data
set consisted of 695 individuals (see Additional file 10). Be-
cause background linkage disequilibrium (LD) can affect
both principal component and structure-like analysis [96],
we thinned the dataset by removing one SNP of a pair in
strong LD (genotypic correlation r2>0.4) in a window of
200 SNPs (sliding the window by 25 SNPs at a time). The
final dataset consisted of 202895 SNPs that were used in
subsequent analyses. PCA was carried out using the
smartpca program of the EIGENSOFT package [96]. AD-
MIXTURE [50], which implements a structure-like [97]
model-based maximum likelihood (ML) clustering algo-
rithm, was used to assess population structure via infer-
ring the individual ancestry proportions. To monitor
convergence between individual runs, we ran ADMIX-
TURE one hundred times at K = 2 to K = 14. At low
values of K, all runs arrive at the same or very similar
Loglikelihood scores (LLs), whereas at high K-s the LLs
vary. However, judging by the low level of variation in LLs
(LLs < 1) within a fraction (10%) of runs with the highest
LLs, we assume that the global loglikelihood maximum
was reached at K = 2 to K = 7 and K = 11 (see Additional
file 12A). ADMIXTURE provides an assessment of the
“best” K by computing a cross validation index, which
points to the predictive accuracy of the model at a given
K. In our setting the best predictive power was observed
at K = 6 (see Additional file 12B).

Mantel test
The correlation of genetic, linguistic, and geographic dis-
tances was assessed by the Mantel test, employing
the Arlequin 3.01 software package [98] with 100,000
permutations. To test whether statistically significant
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associations between linguistic and genetic affiliations
reflect the same events in population history or parallel,
but separate isolation by distance processes, we performed
partial correlations, keeping geography constant [99]. The
Weir and Cockerham [94] pairwise average FST matrix
was used in case of autosomal SNP data. When the
Mantel test was applied to mtDNA and Y chromosome
data, genetic distances were based on Slatkin´s linearized
FSTs. Geographic distances between populations were
calculated from a list of geographic coordinates of the
sampled sites by using the Geographic Distance Matrix
Generator (version 1.2.3) [100]. The relationships between
the languages of all pairs of populations were classified
according to the following numerical scheme: 0, same
languages; 1, languages in the same branch of a family;
2, languages in different branches of the same family; 3,
languages in different families. The branches were de-
fined as major subfamilies that diverge close to the root
of the family tree. The arbiter for linguistic classification
was the online version of the [51].

Availability of supporting data
21 novel complete mtDNA sequences supporting the re-
sults of this article are available in the National Center for
Biotechnology Information [Genbank], [accession num-
bers KC985147-KC985167, http://www.ncbi.nlm.nih.gov/
Genbank/].
The genome-wide SNP data generated for this study are

available in the National Center for Biotechnology Informa-
tion – Gene Expression Omnibus [NCBI GEO], [dataset nr.
GSE46828, http://www.ncbi.nlm.nih.gov/geo/query/acc.cgi?
acc=GSE46828] and in PLINK format in our web at www.
ebc.ee/free_data.
Additional files

Additional file 1: Genotyping information for 701 mtDNAs from five
native populations of Sakha and 128 mtDNAs from Dolgans in Taymyr.

Additional file 2: Phylogenetic tree based on 80 complete mtDNA
sequences from haplogroup Z. Mutations relative to the RSRS [35] are
indicated on the branches. Capital letters are used for transitions and
lowercase letters for transversions. Heteroplasmies are labeled using the
IUPAC code and capital letters (e.g., 73R). Recurrent mutations are
underlined. Reversal mutations are suffixed with “!”. Insertions are
indicated by a dot followed by the position number and type of inserted
nucleotide(s). Deletions are indicated by a “d” after the deleted
nucleotide position. The control-region sequence is not reported for the
sample As30. For phylogeny construction, the highly variable site 16519
and the length variation in the poly-C stretches at nps 303-315 and
16184-16194 were not used. A-C transversions at nps 16182 and 16183
were excluded because of their dependence on the presence of the C-T
transition at np 16189. The box containing the sample ID is color coded
according to the geographic origin of the sample, and the accession
number and/or the publication from which it was retrieved is denoted
below the ID. Coalescence time estimates expressed in kilo years ago are
shown next to clade labels and were calculated based on the rho
statistic and standard deviation as in [59,90]. The calculator provided by
[91] was used to convert the rho statistics and its error ranges to age
estimates with 95% confidence intervals. Sample As30 was excluded from
the calculations, as its control region is not reported.

Additional file 3: Population frequencies of mtDNA Z
sub-haplogroups.

Additional file 4: Phylogenetic tree based on 37 complete mtDNA
sequences from haplogroup R1. Mutations relative to the RSRS [35] are
indicated on the branches. Capital letters are used for transitions and
lowercase letters for transversions. Heteroplasmies are labeled using the
IUPAC code and capital letters (e.g., 73R). Recurrent mutations are
underlined. Reversal mutations are suffixed with “!”. Insertions are
indicated by a dot followed by the position number and type of inserted
nucleotide(s). Deletions are indicated by a “d” after the deleted
nucleotide position. For phylogeny construction, the length variation in
the poly-C stretches at nps 303-315 and 16184-16194 was not used. A-C
transversions at nps 16182 and 16183 were excluded because of their
dependence on the presence of the C-T transition at np 16189. The box
containing the sample ID is color coded according to the geographic
origin of the sample, and below it the accession number and/or the
publication from which it was retrieved is denoted. Coalescence time
estimates expressed in kilo years ago are shown next to clade labels and
were calculated based on the rho statistic and standard deviation as in
[59,90]. The calculator provided by [91] was used to convert the rho
statistics and its error ranges to age estimates with 95% confidence
intervals. Sample Azeri10 was excluded from the calculations because of
multiple heteroplasmic sites in the sequence.

Additional file 5: Frequencies of Y-STR haplotypes in the native
populations of Sakha. Designations of populations are as in Figure 1.
Sample sizes are given in parentheses.

Additional file 6: Y-STR haplotypes of 398 samples from
haplogroup N1c.

Additional file 7: Y-STR haplotypes of haplogroup C3* in the native
populations of Sakha.

Additional file 8: Phylogenetic network of the Y-chromosome
haplogroup C3*. This median joining network of C3* haplotypes was
constructed by employing STR data (11 loci: DYS385a, DYS385b, DYS389I,
DYS389II, DYS390, DYS391, DYS392, DYS393, DYS437, DYS438 and
DYS439) from 121 individuals using the program Network 4.6.1.0. Circles
represent microsatellite haplotypes, the areas of the circles and sectors
are proportional to haplotype frequencies according to the data
presented in Additional file 9. Populations from Sakha and the linguistic
affiliations of the rest of the samples are indicated by color.

Additional file 9: Y-STR haplotypes of 121 samples from
haplogroup C3*.

Additional file 10: Details of samples included in autosomal SNP
data analyses.

Additional file 11: ADMIXTURE plots from K = 2 to K = 14. At each K
the run with the highest log-likelihood of 100 runs is plotted. Each
vertical column corresponds to one sample and represents its probability
to have ancestry in the constructed ancestral populations differentiated
by colors.

Additional file 12: ADMIXTURE analysis from K = 2 to K = 14.
a) log-likelihood scores (LLs) of all the 14 × 100 runs of ADMIXTURE. Inset
shows the extent of this variation in the fractions (5%, 10%, 20%) of runs
that reached the highest LLs. b) Box and whiskers plot of the cross
validation indexes of all 1400 runs of ADMIXTURE.

Additional file 13: ADMIXTURE plots at K=13. Ten runs with the
highest log-likelihood were plotted.

Additional file 14: Correlation and partial correlation coefficients,
r (P-values), between genetic, geographic, and linguistic distances.

Additional file 15: Additional information on the mtDNA and Y
chromosome data used in the Mantel test.

Additional file 16: Additional information on the native
populations of Sakha.

Competing interests
The authors declare that they have no competing interests.

http://www.ncbi.nlm.nih.gov/Genbank/
http://www.ncbi.nlm.nih.gov/Genbank/
http://www.ncbi.nlm.nih.gov/geo/query/acc.cgi?acc=GSE46828
http://www.ncbi.nlm.nih.gov/geo/query/acc.cgi?acc=GSE46828
http://www.ebc.ee/free_data
http://www.ebc.ee/free_data
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S1.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S2.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S3.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S4.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S5.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S6.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S7.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S8.pdf
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S9.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S10.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S11.pdf
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S12.pdf
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S13.pdf
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S14.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S15.xlsx
http://www.biomedcentral.com/content/supplementary/1471-2148-13-127-S16.pdf


Fedorova et al. BMC Evolutionary Biology 2013, 13:127 Page 16 of 18
http://www.biomedcentral.com/1471-2148/13/127
Authors’ contributions
RV and SAF conceived and designed the study. MIT, EKK, FAP, SAF, MIV and
LPO coordinated and conducted the field study. AT participated in the
coordination of mtDNA study. SAF, MR and SR carried out the mtDNA and Y
chromosome genotyping. SIZ performed genotyping of Dolgan mtDNA
from southern Taymyr. MR, EM, NT, BHK and AO performed full sequencing
of mtDNA. MR, SAF, KT and MM analyzed the data. MR and SAF wrote the
manuscript. MM revised the manuscript focusing on autosomal data. All
authors read and approved the final manuscript.
Acknowledgements
We are indebted to the native people of Siberia who participated in this
study. We thank VI Kirillina, VK Pavlov and AN Nogovitsina for assistance in
sampling design, the members of the Department of molecular genetics of
Yakut Research Center for help in expedition work and collection of the
material, M. Järve for editing the manuscript, and J. Parik, T. Reisberg, I.
Kutuev and S. Kononova for kind assistance. This work was supported by the
republican program “Development of Human Gene Diagnostics in the Sakha
Republic” as part of the collaboration agreement between the Yakut
Research Center of RAMS and the Estonian Biocentre, by FIRB-Futuro in
Ricerca 2008 (Italian Ministry of the University) to AO, by the European Union
European Regional Development Fund through the Centre of Excellence in
Genomics, by the Estonian Biocentre and the University of Tartu, by the
European Commission grant 205419 ECOGENE to the EBC, and by the
Estonian Basic Research Grant SF 0270177s08.

Author details
1Department of Molecular Genetics, Yakut Research Center of Complex
Medical Problems, Russian Academy of Medical Sciences and North-Eastern
Federal University, Yakutsk, Russia. 2Department of Evolutionary Biology,
University of Tartu, Tartu, Estonia. 3Estonian Biocentre, Tartu, Estonia.
4Institute of Biochemistry and Genetics, Ufa Scientific Center, Russian
Academy of Sciences, Ufa, Russia. 5Department of Anthropology, University
of Pennsylvania, Philadelphia, USA. 6Dipartimento di Biologia e Biotecnologie,
Università di Pavia, Pavia, Italy. 7Institute of Internal Medicine, Siberian Branch
of Russian Academy of Medical Sciences, Novosibirsk, Russia. 8Institute of
Genetics and Cytology, Siberian Branch of Russian Academy of Sciences,
Novosibirsk, Russia. 9Institute of Health, North-East Federal University, Yakutsk,
Russia. 10Department of Genetics and Fundamental Medicine, Bashkir State
University, Ufa, Russia. 11Estonian Academy of Sciences, Tallinn, Estonia.

Received: 8 February 2013 Accepted: 10 June 2013
Published: 19 June 2013
References
1. Goebel T: Pleistocene human colonization of Siberia and peopling of the

Americas: an ecological approach. Evol Anthropol 1999, 8:208–227.
2. Kuzmin YV: Siberia at the last glacial maximum: environment and

archaeology. J Archaeol Res 2008, 16:163–221.
3. Goebel T, Waters MR, Dikova M: The archaeology of Ushki Lake,

Kamchatka, and the Pleistocene peopling of the Americas. Science 2003,
301:501–505.

4. Goebel T, Waters MR, O’Rourke DH: The late Pleistocene dispersal of
modern humans in the Americas. Science 2008, 319:1497–1502.

5. Okladnikov AP: The history of the Yakut ASSR: Yakutia before its incorporation into
the Russian state (in Russian). Moscow: Izdadel’stvo Akademii Nauk SSSR; 1955.

6. Pitulko VV, Nikolsky PA, Girya EY, Basilyan AE, Tumskoy VE, Koulakov SA,
Astakhov SN, Pavlova EY, Anisimov MA: The Yana RHS site: humans in the
Arctic before the last glacial maximum. Science 2004, 303:52–56.

7. Vasil’ev SA, Kuzmin YV, Orlova LA, Dementiev VN: Radiocarbon-based
chronology of the Paleolithic in Siberia and its relevance to the peopling
of the New World. Radiocarbon 2002, 44:503–530.

8. Fiedel SJ, Kuzmin YV: Radiocarbon date frequency as an index of intensity
of paleolithic occupation of Siberia: did humans react predictably to
climate oscillations? Radiocarbon 2007, 49:741–756.

9. Mochanov YA, Fedoseeva SA, Alekseev AN, Kozlov VI, Kochmar NN,
Scherbakova NM: Archaeological remains in Yakutia: the Aldan and Olekma
river basins (in Russian). Novosibirsk: Nauka; 1983.

10. Alekseev AN: Ancient Yakutia: The Iron Age and the Medieval Epoch (in Russian).
Novosibirsk: Izdatel’stvo Instituta Arkheologii i Etnografii SO RAN; 1996.
11. Konstantinov IV: The origins of the Yakut people and their culture
(in Russian). In Yakutia and her neighbours in antiquity (Publications of the
Prilenskaya Archaeological Expedition). Yakutsk: Yakutskiy filial SO AN SSSR;
1975:106–173.

12. Torroni A, Schurr TG, Cabell MF, Brown MD, Neel JV, Larsen M, Smith DG,
Vullo CM, Wallace DC: Asian affinities and continental radiation of the
four founding Native American mtDNAs. Am J Hum Genet 1993,
53:563–590.

13. Karafet TM, Zegura SL, Posukh O, Osipova L, Bergen A, Long J, Goldman D,
Klitz W, Harihara S, De Knijff P, Wiebe V, Griffiths RC, Templeton AR, Hammer MF:
Ancestral Asian source(s) of new world Y-chromosome founder haplotypes.
Am J Hum Genet 1999, 64:817–831.

14. Zerjal T, Dashnyam B, Pandya A, Kayser M, Roewer L, Santos FR,
Schiefenhövel W, Fretwell N, Jobling MA, Harihara S, Shimizu K, Semjidmaa D,
Sajantila A, Salo P, Crawford MH, Ginter EK, Evgrafov OV, Tyler-Smith C: Genetic
relationships of Asians and Northern Europeans, revealed by
Y-chromosomal DNA analysis. Am J Hum Genet 1997, 60:1174–1183.

15. Tamm E, Kivisild T, Reidla M, Metspalu M, Smith DG, Mulligan CJ, Bravi CM,
Rickards O, Martinez-Labarga C, Khusnutdinova EK, Fedorova SA, Golubenko MV,
Stepanov VA, Gubina MA, Zhadanov SI, Ossipova LP, Damba L, Voevoda MI,
Dipierri JE, Villems R, Malhi RS: Beringian standstill and spread of Native
American founders. PLoS One 2007, 2:e829.

16. Malyarchuk B, Derenko M, Denisova G, Maksimov A, Wozniak M, Grzybowski T,
Dambueva I, Zakharov I: Ancient links between Siberians and Native
Americans revealed by subtyping the Y chromosome haplogroup Q1a.
J Hum Genet 2011, 56:583–588.

17. Dulik MC, Zhadanov SI, Osipova LP, Askapuli A, Gau L, Gokcumen O,
Rubinstein S, Schurr TG: Mitochondrial DNA and Y chromosome variation
provides evidence for a recent common ancestry between Native
Americans and Indigenous Altaians. Am J Hum Genet 2012, 90:229–246.

18. Reich D, Patterson N, Campbell D, Tandon A, Mazieres S, Ray N, Parra MV,
Rojas W, Duque C, Mesa N, García LF, Triana O, Blair S, Maestre A, Dib JC,
Bravi CM, Bailliet G, Corach D, Hünemeier T, Bortolini MC, Salzano FM,
Petzl-Erler ML, Acuña-Alonzo V, Aguilar-Salinas C, Canizales-Quinteros S,
Tusié-Luna T, Riba L, Rodríguez-Cruz M, Lopez-Alarcón M, Coral-Vazquez R,
et al: Reconstructing Native American population history. Nature 2012,
488:370–374.

19. Derenko M, Malyarchuk B, Grzybowski T, Denisova G, Dambueva I, Perkova M,
Dorzhu C, Luzina F, Lee HK, Vanecek T, Villems R, Zakharov I: Phylogeographic
analysis of mitochondrial DNA in northern Asian populations. Am J Hum
Genet 2007, 81:1025–1041.

20. Derenko M, Malyarchuk B, Grzybowski T, Denisova G, Rogalla U, Perkova M,
Dambueva I, Zakharov I: Origin and post-glacial dispersal of mitochondrial
DNA haplogroups C and D in northern Asia. PLoS One 2010, 5:e15214.

21. Derenko M, Malyarchuk B, Denisova G, Perkova M, Rogalla U, Grzybowski T,
Khusnutdinova E, Dambueva I, Zakharov I: Complete mitochondrial DNA
analysis of eastern Eurasian haplogroups rarely found in populations of
northern Asia and eastern Europe. PLoS One 2012, 7:e32179.

22. Rootsi S, Zhivotovsky LA, Baldovic M, Kayser M, Kutuev IA, Khusainova R,
Bermisheva MA, Gubina M, Fedorova SA, Ilumäe A-M, Khusnutdinova EK,
Voevoda MI, Osipova LP, Stoneking M, Lin AA, Ferak V, Parik J, Kivisild T,
Underhill PA, Villems R: A counter-clockwise northern route of the
Y-chromosome haplogroup N from Southeast Asia towards Europe.
Eur J Hum Genet 2007, 15:204–211.

23. Malyarchuk B, Derenko M, Denisova G, Wozniak M, Grzybowski T, Dambueva I,
Zakharov I: Phylogeography of the Y-chromosome haplogroup C in
northern Eurasia. Ann Hum Genet 2010, 74:539–546.

24. Fedorova SA, Bermisheva MA, Villems R, Maksimova NR, Khusnutdinova EK:
Analysis of mitochondrial DNA lineages in Yakuts. Mol Biol 2003, 37:544–553.

25. Pakendorf B, Wiebe V, Tarskaia LA, Spitsyn VA, Soodyall H, Rodewald A,
Stoneking M: Mitochondrial DNA evidence for admixed origins of central
Siberian populations. Am J Phys Anthropol 2003, 120:211–224.

26. Pakendorf B, Novgorodov IN, Osakovskij VL, Danilova AP, Protod’jakonov AP,
Stoneking M: Investigating the effects of prehistoric migrations in Siberia:
genetic variation and the origins of Yakuts. Hum Genet 2006,
120:334–353.

27. Tarskaia LA, Melton P: Comparative analysis of mitochondrial DNA of
Yakuts and other Asian populations. Russ J Genet 2006, 42:1439–1446.

28. Zlojutro M, Tarskaia LA, Sorensen M, Snodgrass JJ, Leonard WR, Crawford
MH: The origins of the Yakut people: evidence from mitochondrial DNA
diversity. Int J Hum Genet 2008, 8:119–130.



Fedorova et al. BMC Evolutionary Biology 2013, 13:127 Page 17 of 18
http://www.biomedcentral.com/1471-2148/13/127
29. Pakendorf B, Novgorodov IN, Osakovskij VL, Stoneking M: Mating patterns
amongst Siberian reindeer herders: inferences from mtDNA and
Y-chromosomal analyses. Am J Phys Anthropol 2007, 133:1013–1027.

30. Volodko NV, Starikovskaya EB, Mazunin IO, Eltsov NP, Naidenko PV, Wallace DC,
Sukernik RI: Mitochondrial genome diversity in arctic Siberians, with
particular reference to the evolutionary history of Beringia and Pleistocenic
peopling of the Americas. Am J Hum Genet 2008,
82:1084–1100.

31. Tanaka M, Cabrera VM, Gonzalez AM, Larruga JM, Takeyasu T, Fuku N, Guo L-J,
Hirose R, Fujita Y, Kurata M, Shinoda K, Umetsu K, Yamada Y, Oshida Y, Sato Y,
Hattori N, Mizuno Y, Arai Y, Hirose N, Ohta S, Ogawa O, Tanaka Y, Kawamori R,
Shamoto-Nagai M, Maruyama W, Shimokata H, Suzuki R, Shimodaira H:
Mitochondrial genome variation in Eastern Asia and the peopling of Japan.
Genome Res 2004, 14:1832–1850.

32. Kong Q-P, Bandelt H-J, Sun C, Yao Y-G, Salas A, Achilli A, Wang C-Y, Zhong L,
Zhu C-L, Wu S-F, Torroni A, Zhang Y-P: Updating the East Asian mtDNA
phylogeny: a prerequisite for the identification of pathogenic mutations.
Hum Mol Genet 2006, 15:2076–2086.

33. Derbeneva OA, Sukernik RI, Volodko NV, Hosseini SH, Lott MT, Wallace DC:
Analysis of mitochondrial DNA diversity in the Aleuts of the Commander
Islands and its implications for the genetic history of Beringia. Am J Hum
Genet 2002, 71:415–421.

34. Starikovskaya EB, Sukernik RI, Derbeneva OA, Volodko NV, Ruiz-Pesini E,
Torroni A, Brown MD, Lott MT, Hosseini SH, Huoponen K, Wallace DC:
Mitochondrial DNA diversity in indigenous populations of the southern
extent of Siberia, and the origins of Native American haplogroups. Ann
Hum Genet 2005, 69:67–89.

35. Behar DM, Van Oven M, Rosset S, Metspalu M, Loogväli E-L, Silva NM,
Kivisild T, Torroni A, Villems R: A “Copernican” reassessment of the human
mitochondrial DNA tree from its root. Am J Hum Genet 2012, 90:675–684.

36. Li JZ, Absher DM, Tang H, Southwick AM, Casto AM, Ramachandran S, Cann HM,
Barsh GS, Feldman M, Cavalli-Sforza LL, Myers RM:Worldwide human
relationships inferred from genome-wide patterns of variation. Science 2008,
319:1100–1104.

37. Rasmussen M, Li Y, Lindgreen S, Pedersen JS, Albrechtsen A, Moltke I,
Metspalu M, Metspalu E, Kivisild T, Gupta R, Bertalan M, Nielsen K, Gilbert MTP,
Wang Y, Raghavan M, Campos PF, Kamp HM, Wilson AS, Gledhill A, Tridico S,
Bunce M, Lorenzen ED, Binladen J, Guo X, Zhao J, Zhang X, Zhang H, Li Z,
Chen M, Orlando L, et al: Ancient human genome sequence of an extinct
Palaeo-Eskimo. Nature 2010, 463:757–762.

38. Behar DM, Yunusbayev B, Metspalu M, Metspalu E, Rosset S, Parik J, Rootsi S,
Chaubey G, Kutuev I, Yudkovsky G, Khusnutdinova EK, Balanovsky O, Semino O,
Pereira L, Comas D, Gurwitz D, Bonne-Tamir B, Parfitt T, Hammer MF, Skorecki K,
Villems R: The genome-wide structure of the Jewish people. Nature 2010,
466:238–242.

39. Schurr TG, Sukernik RI, Starikovskaya YB, Wallace DC: Mitochondrial DNA
variation in Koryaks and Itel’men: population replacement in the
Okhotsk Sea-Bering Sea region during the Neolithic. Am J Phys Anthropol
1999, 108:1–39.

40. Ricaut F-X, Keyser-Tracqui C, Cammaert L, Crubézy E, Ludes B: Genetic
analysis and ethnic affinities from two Scytho-Siberian skeletons. Am J
Phys Anthropol 2004, 123:351–360.

41. Ricaut F-X, Kolodesnikov S, Keyser-Tracqui C, Alekseev AN, Crubézy E, Ludes B:
Molecular genetic analysis of 400-year-old human remains found in two
Yakut burial sites. Am J Phys Anthropol 2006, 129:55–63.

42. Fedorova SA, Stepanov AD, Adojaan M, Parik J, Argunov VA, Ozawa T,
Khusnutdinova EK, Villems R: Phylogenetic analysis of ancient
mitochondrial DNA lineages of human remains found in Yakutia. Mol Biol
2008, 42:391–398.

43. Crubézy E, Amory S, Keyser C, Bouakaze C, Bodner M, Gibert M, Röck A,
Parson W, Alexeev A, Ludes B: Human evolution in Siberia: from frozen
bodies to ancient DNA. BMC Evol Biol 2010, 10:25.

44. Chandrasekar A, Kumar S, Sreenath J, Sarkar BN, Urade BP, Mallick S,
Bandopadhyay SS, Barua P, Barik SS, Basu D, Kiran U, Gangopadhyay P,
Sahani R, Prasad BVR, Gangopadhyay S, Lakshmi GR, Ravuri RR, Padmaja K,
Venugopal PN, Sharma MB, Rao VR: Updating phylogeny of mitochondrial
DNA macrohaplogroup M in India: dispersal of modern human in South
Asian corridor. PLoS One 2009, 4:e7447.

45. Pakendorf B, Morar B, Tarskaia LA, Kayser M, Soodyall H, Rodewald A,
Stoneking M: Y-chromosomal evidence for a strong reduction in male
population size of Yakuts. Hum Genet 2002, 110:198–200.
46. Derenko M, Malyarchuk B, Denisova G, Wozniak M, Grzybowski T, Dambueva I,
Zakharov I: Y-chromosome haplogroup N dispersals from south Siberia to
Europe. J Hum Genet 2007, 52:763–770.

47. Karafet TM, Osipova LP, Gubina MA, Posukh OL, Zegura SL, Hammer MF:
High levels of Y-chromosome differentiation among native Siberian
populations and the genetic signature of a boreal hunter-gatherer way
of life. Hum Biol 2002, 74:761–789.

48. Zhong H, Shi H, Qi X-B, Xiao C-J, Jin L, Ma RZ, Su B: Global distribution of
Y-chromosome haplogroup C reveals the prehistoric migration routes of
African exodus and early settlement in East Asia. J Hum Genet 2010,
55:428–435.

49. Zerjal T, Xue Y, Bertorelle G, Wells RS, Bao W, Zhu S, Qamar R, Ayub Q,
Mohyuddin A, Fu S, Li P, Yuldasheva N, Ruzibakiev R, Xu J, Shu Q, Du R,
Yang H, Hurles ME, Robinson E, Gerelsaikhan T, Dashnyam B, Mehdi SQ,
Tyler-Smith C: The genetic legacy of the Mongols. Am J Hum Genet 2003,
72:717–721.

50. Alexander DH, Novembre J, Lange K: Fast model-based estimation of
ancestry in unrelated individuals. Genome Res 2009, 19:1655–1664.

51. Lewis MP: Ethnologue: Languages of the World. 16th edition. Dallas: SIL
International; 2009.

52. Krader L: Peoples of Central Asia. Bloomington: Indiana University; 1971.
53. Ruhlen M: A Guide to the World’s Languages: Classification. Stanford:

Stanford University Press; 1987.
54. Tokarev SA, Gurvich IS: The Yakuts (in Russian). In Narody Sibiri. Edited by

Levin MG, Potapov LP. Moscow: Russian Academy of Sciences;
1956:267–328.

55. Kharkov VN: Structure of Y-chromosomal lineages in Siberian populations. PhD
thesis. Tomsk: The Research Institute of Medical Genetics SB RAMS; 2005.

56. Dikov NN: Early Cultures of Northeastern Asia. Anchorage: Shared Beringian
Heritage Program. National Park Service; 2004.

57. Fortescue M: The relationship of Nivkh to Chukotko-Kamchatkan
revisited. Lingua 2011, 121:1359–1376.

58. Comrie B: The Languages of the Soviet Union. Cambridge: Cambridge
University Press; 1981.

59. Saillard J, Forster P, Lynnerup N, Bandelt HJ, Nørby S: mtDNA variation
among Greenland Eskimos: the edge of the Beringian expansion. Am J
Hum Genet 2000, 67:718–726.

60. Gilbert MTP, Kivisild T, Grønnow B, Andersen PK, Metspalu E, Reidla M,
Tamm E, Axelsson E, Götherström A, Campos PF, Rasmussen M, Metspalu M,
Higham TFG, Schwenninger J-L, Nathan R, De Hoog C-J, Koch A, Møller LN,
Andreasen C, Meldgaard M, Villems R, Bendixen C, Willerslev E: Paleo-Eskimo
mtDNA genome reveals matrilineal discontinuity in Greenland. Science
2008, 320:1787–1789.

61. Окончательные итоги Всероссийской переписи населения 2010 года.
http://www.perepis-2010.ru/results_of_the_census/results-inform.php.

62. Fisher I: The History of Siberia (in Russian). Saint-Petersburg: Izdatel’stvo
Imperskoi Akademii Nauk; 1774.

63. Safronov FG: Spreading of agriculture in Northeastern Siberia in XVII-XX cc.
Historical relations of people of Yakutia with Russians (in Russian). Yakutskoe
Knijnoe Izdatel’stvo: Yakutsk; 1987.

64. Malyarchuk BA, Grzybowski T, Derenko MV, Czarny J, Woźniak M,
Miścicka-Sliwka D: Mitochondrial DNA variability in Poles and Russians.
Ann Hum Genet 2002, 66:261–283.

65. Malyarchuk B, Derenko M, Grzybowski T, Lunkina A, Czarny J, Rychkov S,
Morozova I, Denisova G, Miścicka-Sliwka D: Differentiation of mitochondrial
DNA and Y chromosomes in Russian populations. Hum Biol 2004,
76:877–900.

66. Grzybowski T, Malyarchuk BA, Derenko MV, Perkova MA, Bednarek J,
Woźniak M: Complex interactions of the Eastern and Western Slavic
populations with other European groups as revealed by mitochondrial
DNA analysis. Forensic Sci Int Genet 2007, 1:141–147.

67. Morozova I, Evsyukov A, Kon’kov A, Grosheva A, Zhukova O, Rychkov S:
Russian ethnic history inferred from mitochondrial DNA diversity. Am J
Phys Anthropol 2012, 147:341–351.

68. Loogväli E-L, Roostalu U, Malyarchuk BA, Derenko MV, Kivisild T, Metspalu E,
Tambets K, Reidla M, Tolk H-V, Parik J, Pennarun E, Laos S, Lunkina A,
Golubenko M, Barac L, Pericic M, Balanovsky OP, Gusar V, Khusnutdinova EK,
Stepanov V, Puzyrev V, Rudan P, Balanovska EV, Grechanina E, Richard C,
Moisan J-P, Chaventré A, Anagnou NP, Pappa KI, Michalodimitrakis EN, et al:
Disuniting uniformity: a pied cladistic canvas of mtDNA haplogroup H in
Eurasia. Mol Biol Evol 2004, 21:2012–2021.

http://www.perepis-2010.ru/results_of_the_census/results-inform.php


Fedorova et al. BMC Evolutionary Biology 2013, 13:127 Page 18 of 18
http://www.biomedcentral.com/1471-2148/13/127
69. Roostalu U, Kutuev I, Loogväli E-L, Metspalu E, Tambets K, Reidla M,
Khusnutdinova EK, Usanga E, Kivisild T, Villems R: Origin and expansion of
haplogroup H, the dominant human mitochondrial DNA lineage in
West Eurasia: the Near Eastern and Caucasian perspective. Mol Biol Evol
2007, 24:436–448.

70. Behar DM, Metspalu E, Kivisild T, Rosset S, Tzur S, Hadid Y, Yudkovsky G,
Rosengarten D, Pereira L, Amorim A, Kutuev I, Gurwitz D, Bonne-Tamir B,
Villems R, Skorecki K: Counting the founders: the matrilineal genetic
ancestry of the Jewish Diaspora. PLoS One 2008, 3:e2062.

71. Derenko M, Malyarchuk B, Denisova GA, Wozniak M, Dambueva I, Dorzhu C,
Luzina F, Miścicka-Sliwka D, Zakharov I: Contrasting patterns of Y-chromosome
variation in South Siberian populations from Baikal and Altai-Sayan regions.
Hum Genet 2006, 118:591–604.

72. Keyser C, Bouakaze C, Crubézy E, Nikolaev VG, Montagnon D, Reis T, Ludes B:
Ancient DNA provides new insights into the history of south Siberian
Kurgan people. Hum Genet 2009, 126:395–410.

73. González-Ruiz M, Santos C, Jordana X, Simón M, Lalueza-Fox C, Gigli E, Aluja MP,
Malgosa A: Tracing the origin of the east-west population admixture in the
Altai region (Central Asia). PLoS One 2012, 7:e48904.

74. Kim K, Brenner CH, Mair VH, Lee K-H, Kim J-H, Gelegdorj E, Batbold N, Song Y-C,
Yun H-W, Chang E-J, Lkhagvasuren G, Bazarragchaa M, Park A-J, Lim I, Hong Y-P,
Kim W, Chung S-I, Kim D-J, Chung Y-H, Kim S-S, Lee W-B, Kim K-Y: A western
Eurasian male is found in 2000-year-old elite Xiongnu cemetery in
Northeast Mongolia. Am J Phys Anthropol 2010, 142:429–440.

75. Sambrook J, Fritsch EF, Maniatis T: Molecular. Cloning: A Laboratory Manual.
Cold Spring Harbor Laboratory Press; 1989.

76. Van Oven M, Kayser M: Updated comprehensive phylogenetic tree of
global human mitochondrial DNA variation. Hum Mutat 2009,
30:E386–E394.

77. PhyloTree.org - mtDNA tree Build 15 (30 Sep 2012). http://www.phylotree.org/
tree/main.htm.

78. Rieder MJ, Taylor SL, Tobe VO, Nickerson DA: Automating the identification
of DNA variations using quality-based fluorescence re-sequencing:
analysis of the human mitochondrial genome. Nucleic Acids Res 1998,
26:967–973.

79. Andrews RM, Kubacka I, Chinnery PF, Lightowlers RN, Turnbull DM, Howell N:
Reanalysis and revision of the Cambridge reference sequence for human
mitochondrial DNA. Nat Genet 1999, 23:147.

80. mtDNA Community. http://www.mtdnacommunity.org/.
81. International Society of Genetic Genealogy Y-DNA Haplogroup Tree 2013.

http://www.isogg.org/tree/.
82. Karafet TM, Mendez FL, Meilerman MB, Underhill PA, Zegura SL, Hammer MF:

New binary polymorphisms reshape and increase resolution of the human
Y chromosomal haplogroup tree. Genome Res 2008, 18:830–838.

83. Underhill PA, Myres NM, Rootsi S, Metspalu M, Zhivotovsky LA, King RJ, Lin AA,
Chow C-ET, Semino O, Battaglia V, Kutuev I, Järve M, Chaubey G, Ayub Q,
Mohyuddin A, Mehdi SQ, Sengupta S, Rogaev EI, Khusnutdinova EK,
Pshenichnov A, Balanovsky O, Balanovska E, Jeran N, Augustin DH, Baldovic M,
Herrera RJ, Thangaraj K, Singh V, Singh L, Majumder P, et al: Separating the
post-Glacial coancestry of European and Asian Y chromosomes within
haplogroup R1a. Eur J Hum Genet 2010, 18:479–484.

84. Roewer L, Epplen JT: Rapid and sensitive typing of forensic stains by PCR
amplification of polymorphic simple repeat sequences in case work.
Forensic Sci Int 1992, 53:163–171.

85. Kayser M, Caglià A, Corach D, Fretwell N, Gehrig C, Graziosi G, Heidorn F,
Herrmann S, Herzog B, Hidding M, Honda K, Jobling M, Krawczak M, Leim K,
Meuser S, Meyer E, Oesterreich W, Pandya A, Parson W, Penacino G,
Perez-Lezaun A, Piccinini A, Prinz M, Schmitt C, Roewer L: Evaluation of
Y-chromosomal STRs: a multicenter study. Int J Legal Med 1997,
110:125–133. 141–149.

86. Butler JM, Schoske R, Vallone PM, Kline MC, Redd AJ, Hammer MF: A novel
multiplex for simultaneous amplification of 20 Y chromosome STR
markers. Forensic Sci Int 2002, 129:10–24.

87. fluxus-engineering.com. http://www.fluxus-engineering.com/.
88. Bandelt HJ, Forster P, Röhl A: Median-joining networks for inferring

intraspecific phylogenies. Mol Biol Evol 1999, 16:37–48.
89. Zhivotovsky LA, Underhill PA, Cinnioğlu C, Kayser M, Morar B, Kivisild T,

Scozzari R, Cruciani F, Destro-Bisol G, Spedini G, Chambers GK, Herrera RJ,
Yong KK, Gresham D, Tournev I, Feldman MW, Kalaydjieva L: The effective
mutation rate at Y chromosome short tandem repeats, with application
to human population-divergence time. Am J Hum Genet 2004, 74:50–61.
90. Forster P, Harding R, Torroni A, Bandelt HJ: Origin and evolution of Native
American mtDNA variation: a reappraisal. Am J Hum Genet 1996, 59:935–945.

91. Soares P, Ermini L, Thomson N, Mormina M, Rito T, Röhl A, Salas A,
Oppenheimer S, Macaulay V, Richards MB: Correcting for purifying
selection: an improved human mitochondrial molecular clock. Am J Hum
Genet 2009, 84:740–759.

92. Manichaikul A, Mychaleckyj JC, Rich SS, Daly K, Sale M, Chen W-M: Robust
relationship inference in genome-wide association studies. Bioinformatics
2010, 26:2867–2873.

93. Purcell S, Neale B, Todd-Brown K, Thomas L, Ferreira MAR, Bender D, Maller J,
Sklar P, De Bakker PIW, Daly MJ, Sham PC: PLINK: a tool set for whole-genome
association and population-based linkage analyses. Am J Hum Genet 2007,
81:559–575.

94. Weir BS, Cockerham CC: Estimating F-statistics for the analysis of
population structure. Evolution 1984, 38:1358–1370.

95. Metspalu M, Romero IG, Yunusbayev B, Chaubey G, Mallick CB, Hudjashov G,
Nelis M, Mägi R, Metspalu E, Remm M, Pitchappan R, Singh L, Thangaraj K,
Villems R, Kivisild T: Shared and unique components of human
population structure and genome-wide signals of positive selection in
South Asia. Am J Hum Genet 2011, 89:731–744.

96. Patterson N, Price AL, Reich D: Population structure and eigenanalysis.
PLoS Genet 2006, 2:e190.

97. Pritchard JK, Stephens M, Donnelly P: Inference of population structure
using multilocus genotype data. Genetics 2000, 155:945–959.

98. Excoffier L, Lischer HEL: Arlequin suite ver 3.5: a new series of programs
to perform population genetics analyses under Linux and Windows.
Mol Ecol Resour 2010, 10:564–567.

99. Nettle D, Harriss L: Genetic and linguistic affinities between human
populations in Eurasia and West Africa. Hum Biol 2003, 75:331–344.

100. The Geographic Distance Matrix Generator. http://biodiversityinformatics.
amnh.org/open_source/gdmg/index.php.

doi:10.1186/1471-2148-13-127
Cite this article as: Fedorova et al.: Autosomal and uniparental portraits
of the native populations of Sakha (Yakutia): implications for the
peopling of Northeast Eurasia. BMC Evolutionary Biology 2013 13:127.
Submit your next manuscript to BioMed Central
and take full advantage of: 

• Convenient online submission

• Thorough peer review

• No space constraints or color figure charges

• Immediate publication on acceptance

• Inclusion in PubMed, CAS, Scopus and Google Scholar

• Research which is freely available for redistribution

Submit your manuscript at 
www.biomedcentral.com/submit

http://www.phylotree.org/tree/main.htm
http://www.phylotree.org/tree/main.htm
http://www.mtdnacommunity.org/
http://www.isogg.org/tree/
http://www.fluxus-engineering.com/
http://biodiversityinformatics.amnh.org/open_source/gdmg/index.php
http://biodiversityinformatics.amnh.org/open_source/gdmg/index.php

	Abstract
	Background
	Results
	Conclusions

	Background
	Results
	MtDNA variation among the native populations of Sakha
	Y-chromosome profiles of the native populations of�Sakha
	Autosomal SNP variance pattern in the native populations of Sakha and beyond
	Mantel correlation tests

	Discussion
	Sakha as an extension of South Siberia
	Genetic discontinuity between Sakha and Northeast Siberia
	Origin of the West Eurasian genetic component in the gene pool of the native populations of Sakha

	Conclusions
	Methods
	Samples for uniparental analysis
	Genotyping
	Phylogenetic analysis
	Samples for genome-wide analysis, genotyping and quality control
	Analyses of genome-wide SNP data
	Mantel test
	Availability of supporting data

	Additional files
	Competing interests
	Authors’ contributions
	Acknowledgements
	Author details
	References

