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<hduwhwpgh wpnhwwunyeyniup: Upgwiuh ywwndnigjwu b wpgwfuwhwnigjwu
Swagnulwpwuwlywu wpdwwubph nwnwtwuppnigintup ywwndwghwnnygjwt wpnh
hwpgtiphg £, npp dph 2wpp YGwnbpnud wn wyuop ypbwhwpnyg £ U nppu gpbipt
wuhuwp £ dhwtpwuwy wwuwufuwub] dhwju wjwunwlwu  (huwghnwyw,
wwwndwlwl, |Gqulwu, Jwpnwpwiuwlywu b wju) dnnbgnudubph Yhpwndwdp:

Cwjng ywwdwlwu hhtu hpwlywunigjwu hwdwwnbpunnud Upgwfu bwhwugp
ubpyujwgynwd Ep ULd <wjph dhwutwlw whwnigjwu Yugdnd, npp Yupunp nbp &
fuwnwgb] hwing Jwpswlwu b dowynipwiht Ywupnd [Lbn, 1973; hunptuwgh,
1981]: wjwunwuph pwqdwnwpw punhwunyp dwwwwagph htn dblynkn Upgwiuu
ntubighi E hp hupuwwnhy wwwndnipniup L qupgwugdwu
wnwuduwhwwyngniuubpp, np ufuwd d.p. V. nwph ulygehg' wwppbpwpwn
Yupynud Ep waqquyhti dwyp - dhgwdwiphg, uwluyl skp Ynpgunud - hwjulwl
punhwuniyp  uywpwghpp'  wwhwywubind  wbnwywu  hp npnyu - wwwnlbpp:
Cuwghwnwlwy, wwwdwlwu, [Ggupwiuwlwu wnlw  hwunwgpnyeniuubpp
dwwntwugnd tu, np Upgwiup <wwywt |Gnuwptuwnphh puhly hwy dnnnypnh
hwypbuhph wupwdwu Jdwut k Gnbj, huy puwysniyeyniup' hwy:

Wuniwdbuwjuhy, wn wuop hwéwfu husnn  wuhhdu  wunndubpu
punhwupwwbtu  hwy  dnnnypnp L, dwutwynpwwbu, wpgwfughubiph
Swagnuwuwpwunywu Ybpwpbpjw|, pE upwup <wjjwlwu |Gnuwfuwphh wplbywu
hwwnywdutpnud Byynp Bu b puwlbgpb) Bu wyn nwpwédpubipp 19-pn. nwiph uygphu
nnw-ywpuwlywu wywnbpwqdhg (1826-1828pe.) htitnn dhwju, wwhwuentd Gu unyu
hwnpgh wuhwwwn wwpquwpwund dwdwuwlwyhg b Yuwulwsd shwpnignn opjtiljuinhy
dnwnbignidubpny: Un Uwwuinwyny [wjunpku Yhpwnynn wnnh
dnynquybiuwpwuwywu  dbennubpp pny b wwhu  YEpwlwugqub)
dnnnynipnubph wwwdngegniup' hwjpwlywu b dwjpwlwu  gbubnpluywu
hwdwYwpgbiph Yhpwndwdp [Quintana-Murci et al., 2004; Behar et al., 2008]:

dbpobipu ppwlwiwgqws' ywndwlwu <wjwunwup ubpyuywgunn hwyulwu
wwpwdpwihtu  snpu wnwniywghwubph  (Upwpwwjwt  nuownwdw)p, Swpndw,
Jwuw pé L Uwunt)  hwdwwywphwy  hwjpwgdwiht  hGunwgnunnyejwu
wpryntupubipp Yyywynw Gu, np <wyyuywu Gnuwgfuwphp yepwpuwybtgyty £ Peppp
Yhuwinwuh Gpypwgnpdubiph Ynndhg 2nipe 10 hwqwp wnwph wnwy [Herrera et al.,
2012]: Wu uwfuuwlwu Ggpwlwgnipniuhg ptunid £, np hwybipp tungbubgp wtinp &
niubigt| hpbug wudhowlwu gbubnpyuwlwu vwiuuhubph puwybgdwu wwpwépnid,
wjuhupt' mbnwpuhy Gu hpbiug Wwndwywu hnnbph Ypw:

Cwjjwywu |Gnuwfuwphnd  hwtph  wbnwpuhynejwu  thwuwnp,  wugniw,
Ywppp niup hbwnwqw gbubnpyulwu hwunwwndwu: Yn wybhu, suwjwsd fuhuwn
wpunwhwnwsd  tpuhy  pupunipjuup'  hwbph  hwpwywu  gbundnunp 2w
pwqiwqwu £ W niuh gujunnit wpunwhwjndwsd nmwpwdwnpowuwihu gpunwynpnid



[Hovhannisyan et al., 2014]: Nwwh, hwodh wnubind hwpgh fuhuwn
wpnhwywunygyniup b uwplnpnugyndup' hwy dnnnypnh gbubnplulwu wwndnyejwu
Ybpwywugunwp wywhwugnu £ ywwndwywu <wjwunwup ubpluwjwgunn wnwudhu
wwpwdpwihtu  fudpbph  nwnwWuwuppnyenu: Cun npnwd, Jbpp  ubplujwgdws
nhunwpynwiubiph b hwnwwbtu tippht twwphubph pwnwpwywu hpwypbwyh (nyup
ubppn, fuhun wpnhwlwu £ UL wnwouwhbpe wpgwiuwhwibph Epungbiutigh
wnwuduwhwwnynieniuubph nunwiuwuppnidp:

LEnwgnuinipjut tywwmwlyp b juunppubpp: UWfuwwnwuph hpduwlywu twwwnwyu
£ npnotip wpgwfuwhwjnyejwu nhppp <wjjwlwu  (Gnuwfuwphh  gbubinhyulywu
puwwwunytpnd hwjpwlywu b dwjpwywu wnhdwgdbph pwgqiwquunygjwu hhdwu
Upuw:

Unyu  uwwuwwlh ppwywiwgdwt hwdwp wnwe Gu  pwoyby  hbnbyw|
fuunhputipp.

e Muwpqupwub]  wpgwfuwhwitiph  qtundnunh  hwjpwgdwiht - punwnphsh
wnwuduwhwwnynipniuubpp Y ppndnundh dwpytpubph hpdwu pw:

e Punipwgpl) wpgwiuwhwnipjwu Jwjpwgdwiht gbubnhlulywu Yuwnnigwsdpp'
puwn dhnnpnunphnwwjhu VYula-h dwpybpubph hwbwluwywuniejwu:

e Uwnwgbi| Upgwiuh ptwysnigjut wnbnwupthly dwqdwt Juplwép hwjpwagdwihu
U dwjpwgdwjhu gEubnhyuwywu hwdwlwpgbiph hhdwu Ypw:

e Npnot| dwdwuwlwyhg wpgwfuwhwitph qbundnunnd huwgnyu qunebnph
wanbgniegniup W wwppbp - wppwywupubph - wpryniupnd - «onwipwdht
gliuiinhyulwu hbwnpbph» wnlwjnye)niup:

e Mupgb] wpgwfuwhwitph nhppp <wywlwu |nuwotuwphh gbubnpyulwu
pwpnuntignid:

QGhwnwlwl unpnypep b ghnwgnpsuwluu tywuwlnipyniup: Pugwhwjnyt k,
np  dwldwuwlwyhg wpgwiuwhwinigywt  wnwniywghwtu  punipwgpynud L
ujwquagnyu gbubnphjulwi pwqdwquunyejwdp, nph gnigwuhop (h=0.8137) gpbieb
hwdpuyunwd £ yniubighubph  hwdwwwwwujuwu  gnigwuhoh  hbw,  uwlwju
hwwunpnpbt  wwppbpynud £ Yeunpnuwywu b Upldujwtu  <wjwuwnwup
wnwnywghwutiphg,  hugp  Yupnn b pwgwunpdty  wafuwphwgpuluwu
daynwuwgywdnipjudp - b gbubwplulywu  pruwtwydwu uwhdwuwdwy
huwpwynpnieyntuutipny: Uhugntin Upwug dwjpwagdwihu ghiundnunh
pwqdwquunniut wnwybjugnyut £ <wjjulwu Gnuwgtuwphnd’ ghobing dhwju
wwwndwlywu <wjwunwuh YEunpnuwlwu 2powupu:

Muwpqyb| £ wl, np wpgwluwhwitiph gbundnunnd gbiphofunid Gu wnweohu
Gpypwgnpdubipp  gbubwphluwlywu  wnwuduwhwwyneniuubpp  punpnonn Y
ppndnundh tnwppbpwlyutipp, npnup <wjjwywu pwpdpwdwunwy Gu dnunp gnpdt
8-11 hwqwp wwph wnwy, husp Yywynd k, np wpgwfuwhwjtph Yuwgdwynpnidu
pupwgb] b <wjjuywu Gnuwsfuwphh puhy untpunpwnh hhdwu Yypw:

Pwgwhwjwnyt| £, np wpgwfughubiph gqbuwjht uqdnd 65U wwpniuwyynud
wpwpwlwu  Ywd  pnpppwlwu wgnbgnipjuwu  hbupbp'  suwyjwé  pwqdwehy



ownwnwdhu ubipfunidndubiph, husp Ywpbh £ pwgwwpb] nwpbp 2wpniiwly upwug
Erun-dywynipwiht Jwn wpunwhwjnywd hupuntgjwdp:

Cunhwunip  wndwdp, wpgwfuwhwnipjwu gbundnunp  sh  wwpniwynd
hwjwlwu wy wwpwdpwihu fudpbiphg wwpptipdnn nput jnipwhwunniy ninhdwghs'
hwunhuwuwny punhwuniyy hwulywu ynwyniywghwih wupwdwubih dwu:

Unwoht wugqwd ghnwlwu opowtwnnipjwu dbe Gu npynid wipgwiuwhwjnypjwu
hwjpwagdbwiht b dwjpwgdwihu  ghubwplwlwu  Yunnigwdph  YGpwpbipjug
wyjwiubp, npnup  Ywpnn G Yppwndbp ng  dhwyt  YEuwpwuwlwu L
dwpnwpwuwywu, wyl hwjwghnwywu nwnwuwuppnuggniuubpnud:  Pwgh wyn,
dwdwuwlwlhg FUl3-h nwnduwuppnieniutbpp ninh U hwpenw huwgnyu Yule-
h hGwnwgnuniejniuutph hwdwp, npnup ninnuyp gqubnhluywt wwwgnygubn
Ywpnn GU wpwdwnpb] wnjjw] dwdwuwlwhwndwsénd b wouwphwgpwywu
Juipnud wywwndwlwu wynwyniywghwubiph b dwdwuwlwyhg dnnnynipnubiph dhol
ghubnpyuywu hwpwpbpnyeniuutph yepwpbpjw:

U2fuwwnwuph twhwwywnwwunipyniup: Uwnbuwfununiejwu ujnyptipp
ubpywjwgylp L puuwpyyl Bu << GUU  UnGynywiht  Yeuuwpwuniejwu
huuinhwnunh Epungbundhlwjph jwpnpwwnphwih ubdpuwpubpnud (2013-2015pR.) UL
huunhwnnunh ghrnwywu funphpnp thunbpnud (2015p. nblywbdptp, 2016E. dwpw),
huswbtu  uwlb  «UnGYynywihut b poowsht  YGUuwpwunigjwt  qupgugdwu
htnwulwnpubpp»-4 (2013p. hnywnbdpbp) dhowqquihu  ghwwdnnnyhtu, 3SnL
MNhsyndptu  udhpywd  «Puwlsnipjuu  gbubnpluwih U ERuply  Jwpnwpwuniejwu
fuunhpubipp» dhowqquwihu ghinwdnnnyhu (2013e. unjtdptin):

Cpwunwpwyjws ghnwywt  wuwwnmwupubpp:  UnGuwfununipgjuu  pbdwjny
hpwwnwpwyyby £ 7 ghnwywu wotuwwnnie)niu:

Unbuwhununipjuwtu éwyjwip b Yuwnmgdwépp: Uwnbuwfununigniup gpdwsd Lk
hwjbptu |Ggyny 101 Eoh Ypw, wwpnibwynwd 7 wnynwwy b 29 ulwp, Yuqddws L
htwnlyw| pwdhuubiphg' Lbpwdniyeyniu, Fpwlwunipjwu  wluwpy, Unebp L
dbennutp, Uprynwipubp U pUtwpynd,  Udthnihnd,  Ggpwlwgniejniuutp,
Spwlywuniejuu gwuy (146 wnpnip):

L3NkE6r 64 UkMENILEN

LUjniph  punipwighpp: YUf3 udnipubpp hwdwpytp G wywh  ubpuh  Jwupg
punipubiph Ywd wpuwu udnubph duny LbBnuwjht Qwpwpwnh b Gplwuwptwy
wpgwiuwhwtph  wpwywu ubnh pYny 105 U hqwlwu ubnh pYny 44
ubpywjwgnighsutiphg: Ldnubipp hwywpyb| Bu wuwuniu, W pninp dwutwyhgubipp
unnpwgpb) Gu hpwablwd hwdwdwjunie)niu: Npwbtiu hwdbdwnwywu ndjwiubph
hwlwpwdniubp® woluwwnwupnd oguwgnpdyby Bu hhug funonp woluwphwgpwlywu
wmwpwéputipn  (Utpdwynp  Uplubp, Yndlwu, Uupw, Gypnyw UL  UPpphlw)
ubpywjwgunn  wnunywghwubph' gpwlwunyewu dbe Ywd hwlwwwwnwuluwu
wnyjwiutiph onbdwpwuubpnud dwwngbh hwdwudwu nyjwiutp:



Y-ppndnundwjhtu b dinFufé ghuninpwywynpnud: Vu(e-h wugwwnnip Yuwwmwpyb §
uinwunwpwn dGun-pinpndnpdwihu dbennny: <wjpwagdwihtu hbiwnwgnunieniuubinh
hwdwp udnpubpp whwywynpytp Bu Y ppndnundh 32 SNP dwpybipubipny, npnug
hpdwu Jpw npnaybp £ 24 hwwnfundp b nwuwlwpgytp pun Y ppndnundh
Ynuunpghnwih wujwuwlwpgdwt (isogg.org/tree): Uwjpwgdwihu gbubimhluywu
Ywnnigwdph nwnwuwuhpnugjwt uwwwnwyny' Yuwwnwpydb) b dhunnpnunphnuwihu
YUf-h  wnwohu  gbpthnthnjuwlwu  hwwndwsdh  (HVS 1) wdpnnowlwu
utyybuwynpnud [Torroni et al., 2001]: Pninp udnpubiph hwdwp unwgyt) Gu
dhunnpnunhnidwjhu Yule-h 16008-hg dhusl 16400 nhpph
hwonpnuwlwunieniuttipp:

Jhtwugpulwu dGpnpubp U hwdwlYwpgswih  Spwgpuwyht  hwpbkpubp:
GEubwnhywywu pwqdwquunigniup (h) b Lbh gbubnpyulwu unyunyeniup (1)
hwoJwpyyby Gu Nei (1987)-nid pbpwd opblynphy pwuwduny: Fst gEubnmhyulwu
hGnwynpnipniuubpp quwhwwunyb Bu AMOVA dst wipdbipubpph hhdwu Jpw' Arlequin
v. 3.5 dpwgpwihu thwpbph dhongny [Excoffier and Lischer, 2010]: Sfuwynp
Ynnpnhpuwwnwihu - Jeppndnyegniup (PCO)  ppwlwuwgyty £ udwuniyejwu
dwwphgwubph  hpdwu  Jpw'  hwodwpydwd  d&y  dhunw  gbubnplulywu
htinwynpnipniu (Fst) pwuwdlny: <wpdwpyyl; Gu pwpdp hwéwuwywunyejwu
dnnw| hwwnfudptipp [Thomas et al., 2000]: Nwnwiuwuhpynn wnwniywghwubph
dpolt gbubinpywywu hbnwynpnyeniuubph  ypbwwgpwywtu hwywuwnhnyeniup
hwoqwnyyb) £ Mnwyniywghnu mwppbpwydwu dogphn phunh dhongny [Raymond
and Rousset, 1995]: Uphtwlwgpnpbiu hwywuwnh wpdtipubp Gu hwdwpyt) p<0,05:

SGtubnhyuywu htnwynpnyeniuutiph dwwnphgwubiph wwwybipnwu
hpwlwuwgdty £ Gene-E dnuwignwihu thwretieh dhgngny
(www.broadinstitute.org/cancer/software/GENE-E): ~ Uhwnnpnunphnidwhu Yufa-h
untylininphnwiht - hwonpnwywuniejniuubph  hwywuwpbignudp b ybpndnieyniup
Ywuwwpyby £ pwqiwyh hwjwuwpbigdwtu MUSCLE Spwgph oquniupjwdp [Edgar,
2004], W hwonpnhy oguwgnpdybty Gu  wnwniyywghwubph  gbhubnhlulwu
pwqdwqwunipjwt  hhduwlwt  wwpwdbnpbph  hwodwplydwu  hwdwp' DnaSP
wwppbipwy 5 dpwgpwiht thwebeh dhongny [Librado and Rozas, 2009]:

Y ppndnundwiht b dnLle phingbubimhyuwu  dwnbpp Ywnnigyty G,
hwdwwwuwufuwuwpwp' SNP hwwluwwunyeyniuubph hpdwtu pw Neighbor-
Joining (NJ) dbennny [Saitou N and Nei, 1987] L UPGMA (Unweighted Pair Group
Method with Arithmetic Mean) wignpppdph hhdwu dpw' PHYLIP Spwgpwjhu
thwpebienid [Felsenstein, 2002]:

Swppbp hwwynfudpbph hwbwluwywuniejniuubph tnwpwdwwu pwofundp W
gbhubwnphjulwu  pwqdwquunieniut wpunwhwjnnn  pwpunbqubpp Ywnnigyty Gu
Surfer v. 11 dpwgpwjht thwpbeh oquniejwdp (Golden Software 2013):

Lwynjudptpp dwqiwl dwdwuwlwiht quwhwwnwip hwoyupyyb) £ pun
dhyninnyulynt pwuwdlh [Zhivotovsky et al., 2004]:
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Upgwjuwhwytph  hwjpuqéwjht  qbundnunh  wnwuduwhwwnynipyniuubpp:
Upluwwnwupnud  oguinwgnpdywd 32 Lquyh unwyinnhnwihtu - wynihdnpdhqdubpp
dwpytipubipny Upgwtuh ynwniywghwih hwjpwgdwihu gbiunnunnid pwgwhwjinyby
£ 15 hwynfunwdp (wn. 1):

Unynwuwy 1. Y ppndnundwiht hwwnfudpbph hwéwuwwunyeniuubpp hwjuywu
wmwpwdpwihu fudpbpnid:
Mnujnifjughu
Zuuyjnjundp urv w UM Quppiwmi  Qwpwpun  Umbhp  dwbt Uwumb  Umpdumn
(0=148) (n=2000 (n=110)  (n=96) (=105  (n=105) (n=103) (n=104)  (n=199)

Elblblal-M78 0027 0020 - 0.029 0010 0.039 - 0.070
Elblblb2a-M123 0014 0025 005 0.042 0.029 0019 0039 0029 0.040
E1b1bl1-M35 - - - - - - - 0.010
F-M89 - 0.005 - - - - - - -

G2a-P15 0115 0145 0091 0.052 0.086 0057 0078 012 0.055
G-M201 0020 0015 0018 0.010 0.019 0.010 - - 0.020
1-M170 0041 0035 0027 0.083 0.019 0019 0019 - 0015
J-M304 - - - - - - - - 0.010
J1-M267 0061 0080 0082 0.021 0.114 0057 0078 0067 0.070
J1a2-1136 0061 0090 0064 0.021 0.038 0124 0058 0029 0.126
J2a1b1-M92 - - 0.001 0073 - - 0.010 - 0.025
J2a1b-M67 0068 0070 0036 0.073 0.086 0057 0068 0077 0.050
J2a1-127 0.007 - - - - - - - 0.121
J2a-M410 019 0145 0100 0.146 0.086 0181 0194 009 0.005
J2b-M12 0007 0040 0009 0.031 0.019 - 0.019 - 0.010
L-M20 0020 0005 0009 0.010 0.019 - 0019 0038 0.020
N-M231 - - - 0.010 - - - -

0-M175 0.007 - - - -

Q-M242 - - - - 0.019 - 0.010 - 0015
RI-M173 - 0.005 - - 0.010 - - - 0.005
Rlala-M198 0054 0030  0.009 0.052 - 0.038 - 0.010 0.055
R1b1a2-M269 0223 0215 0373 0313 0.390 0362 0320 0154 0.236
R2a-M124 0034 0015 - - - 0019 0010 0173 0015
T-M184 0047 0060 0036 0.063 0.038 0048 0039 0202 0.025

Unnw| hwuwnfudptipp ubipyujwgyws tu pwdwghp:

Upgwfuwhwjtiph dnun hwjnuwptpdwsd pninp 15 hwwnfudpbipt wnlw Gu twl
hwjywlwu wy| fudpbipnud, husp upwuwynd £, np Lwpwpwnh hwtipp s6u Ypnud npuk
Gquyh SNP dnunwghw, npnyd htwpwynp |hubp wwppbpwlb) Upwug punhwunip
hwwhwt  wnwniywghwihg U npp Yyuibp  hwpwihg  Epuhlwlywl  fudptiphg
huwpwynp guwihtu hnupbiph dwupu:

huswbu Gpund £ wrynwwly 1-hg, wpgwiuwhwitph wdbbwwwpwdjwd Ywd
dnnw| hwwnfunwipp R1b1a2-M269 wninhdwaghdu £, npp hwunhwynd £ 39.0%
hwéwjuwywunigywdp:  Cun npnd - wjuy dnnw| b twb  hwywlwu  djniw



wluwphwgpwywu fudptiph hwdwp' pwgwnnipjwdp Uwuntuh:
Lhnwgnunnipniutbphg - wwpqybp £, np wjiy <wulwu  [Gnuwofuwph |
ubippwhwugt Utipdwynp Uplbiphg ubinjhpjwu Gpypwagnpdutiph dhongny onipe 10
hwquwp wnwph wnwy [Balaresque et al., 2010; Herrera et al., 2012]:

Syjwp wpryntupp hwuwnmwwnyt] £ twl hwywlwu wwppbp fudptipnd R1bla2-
M269 nnhdwgdh nmwpwdwywu pwotudwdniegintup nhwnwpybhu (uy. 1):

W

Lwp 1. R1bla2-M269 winhdwagéh wpfuwphwgpwywu pwfudwdniginiup (%)
Cwjjwywu [Gnuwtuwphnud:

Cwply £ ugk, np ngwp wnhdwgdh  wnwybjugnyu  gnigwuppubp  Gu
hwjnuwpbpynud Gu hjnwhuwplduoywu BYypnywynd’ hwutbing (Jwutwynpuwbu'
Pnjwunhwjnw) punhnwy dhusle 82%-h [Balaresque et al., 2010; Myres et al., 2011]:
Uhugntin Gypnwwihg nnipu wdbuwpwnép hwoéwuwywunyeniut wpdwuwgnynid
Uniuhpnd b Upgwfund®  wjupupt'  <wjjulwu  (Gnuwofuwphp wpltywu
hwwndwdnud: Cuwn bpunypht, wju wmwpwdwopowuh puwlsniyeniup hwnbiu £ GYL|
npwbu Guwht wnwynywghw nbwh Gpnwyw Utwfuwubinhpiwu L ubnhejwu
qunpbph hwdwnp [Weale et al., 2001]:

Upgwluwhwitph dnn dinw hwbwlu hwunhwnn hwynfudpbpu U J1-M267
(11.4%), G2a-P15, J2alb-M67, J2a-M410 (8.6%-wlwu), npnug hwenpnnd Gu
hwdbtdwwwpwp wybh tWjwq hwbwlwlywuniyegjwdp hwunhwnn J1a2-L136, T-M184
(3.8%-wlwu), Elblblal-M78, Elblblb2a-M123 (2.9%-wywu) hwwnfudpbipp (wn. 1):

Utipdwynpwplbywu dwgnud niutignn J1 U J2 hwwnfudpbipp, npnug twphputipp
hwodwpyynd  Gu, hwdwwwuwufuwuwpwp' 24 hwqup L 19.500 wwph,
wungwgynwd U GpYypwagnpdnipyjwu  uthndwu hbtwin  [Semino et al., 2004]:
Uwutwynpwwbiu' J1 inhdwgdh wnweht quinpwihu wihpp, pun Gpunypht, wnbnh §
niubgh]  Ubnppjwu  dwdwuwlwopowund'  wnwpwdbind nbwh  Gpndwhw L
Gypnww: Cun wind U wnhdwgdh wnwybjwgnyt  hwbwluwwunieniuubpp
hwjnuwpbpdnud  Gu - Ubtpdwynp  Uplubpnd,  hpnwhuwht - USpplugnud - L
Genwhwynid  [Semino et al, 2004]: )2 wnhdwgdh  wnwybjwgnyu



hwéwluwlwunieyniuubp Gu pwgwhwjnynd  Ubpdwynp Uplkiph u
dhotinypwoényjwu whwdbind opgwuubiph dhole [Semino et al., 2004; Di Giacomo et
al., 2004], huswbtu bwl Ynylwunid [Balanovsky et al., 2011]:

Uty wy depsdwynpwplbywu dwgnud niubignn T-M184 winhdwaghdp pqwgnpynid |
oning 30 hwqwp wwpny [Mendez et al, 2011]: Wu hwqunby, pwiglh
wbntywwdwywu hwwnfunwipu niuh Ubpdwynp Upbubpnid U wjunbinhg nbwh
Gypnyw U Uplwnwpéwht Udphlw  wwpwddwlt pwpn  wwwndnigntt, npu
wnusynid k ubinjhpywt Gpypwgnpdubiph, huy wybih ny' hpbwubph uthndwu hbw:

Cwjywywu GupwwnwnLywghwubpnud T-M184 hwwnfudph
hwwwywuniypjwu dhwugwdwju hwywnwl wwwlbp § unwgyt]' h hwdbdwn
hwjbph  hwdwp  dnnw| R1b1a2-M269  hwwnfudph  (wn. 1): Uwutwynpwwbu,
hwjinuwpbnybny susht dwutwpwduny (2.5-6%) hwjywlwu gnbipt pninp fudpbipnud,
wjn EeYnud U wpgwjuwhwtph dnun (3.8%), ndjw| hwwynfudph pwjwlywu pwpén
gnigwuhs £ gpwugyby (dnwn 20%) Uwuniup punpwupnd’ hwunbu quind npuwbu
dnnw) hwwnfunwp ndjui wnwniywghwih hwdwp: Uwutwhwjnigjwi hwpwgdwht
gbundnunh nhunwpyynn wnwuduwhwwnynyeniuubpp, hwjwuwpwn, pwgwunpynwd
Gu pwpdpwGnuwhu wju fudpp w2tuwphwgpwlwu pwquiwnwnjw
dtynwwgywdnipjwdp: Uu wnbwlwu Gplnyep hwugbgpb) b wjuwbu Ynsywd ghubinp
npb$h, nph wanbgnipjwu wwy hwqyunby wnhdwagdtiph hwéwluwlwunieiniup
Yuwpnn E Yupnly  wéh'  h o hwwn pbpbind nipnyu glubnpluiywu
wnwuduwhwwnynipynibin:

Upgwiuwhwjtph wnwniywghwnd Y-ppndnundwjhtu winhdwgdtiph dhunpwjhu
dwulwpwdhu bu Ywaqdbp G-M201, I-M170, J2b-M12, L-M20, Q-M242 L R1-MI173
hwuwnfudpbipp, npnup dhwutwpwp skt gipwquugnd 2 winynup (wn. 1):

Npwgpwy £, np wpgwiuwhwtph gbundnunnd U, punhwunip  wndwdp,
hwjywlwu duwgwsd fudpbpnud gpbipt pwgwlw)nd Gu YEunpnuwuhwwu Swadwu
hwuwnfudptbipp (uy. 2):
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Lwp 2. Ybuwpnuwuphwlwu  Swqgdwt  Y-ppndnundwiht hwwnfudpbiph
w2tuwphwgpwlwu nmwpwpwsgtunudp:



Uplubw- U YEunmpnuwupwywtu Swgiwt  hwwnfudpbph  pwugwlwyniegintup
Jywynd E, np wpgwfuwhwibph qbundnunp Jbpoht  hwqupwdjwynd  fwywu
wpwnwphtu  gbubnpyulwu  wagnbgnypjwu  sh Bupwpldb] suwjwd  pwqiwehy
ownwpwadhu ubipfunidnudubiph b wpwpwywu, Yeunpnuwuphwlwy, wwyw b Ubkdjwu
Muwpuywunwuh nhpwwbnnieniuttiph wwy nwpbp swpniuwy gunuybint hwunhu:
Owwpbpypjw ujwénnutiph hbn gbubnplulwu ohnwubpp funspunnuinn wnwyby
hwjwuwlwu ywwbwnubp Ywpnn bt hwunhuwtuw] Cwjulywu pwpdpwdwunwyp
woluwphwgpwywu  nhppp,  pphunnubnuejwu Jwn  punniunwdp . bW Jwn
wpunwhwjnwsd Epun-dowynipwihu hupuniygjwu duwynpnudp: Uunbn twl hwpy £
Uk, np hwdwdwju Unpwgnyu wyjwiubpph’ hwuwlwu  wynwynyywghwih dnwn
fuwnuwynw gpbiet wbnh sh niubigh) bwfunpn 3000-4000 wwphubiph pupwgpnud
[Hovhannisyan et al., 2014; Hellenthal et al, 2014; Haber et al., 2016]:

Lwjpwagdwihu hwwynfudpbiph gbubnpyuywu pwqdwquunyejwu gnigwuhoh (h)
ujwqugnyu  wpdtipubp  Gu pwgwhwjnd; wpwpwnh L Uniuhph
wnwniywghwubph  dnn  (hwdwwwwnwupuwuwpwp' 0.8137 L 0.8139), npnup
hwywuwnphnpbu mwppbpynud tu (p<0.05) Yaunmpnuwlwu b Upldwjwu <wjwuwnwup
wnuwniywghwubiph hwdwwwwnwufuwu gnigwuhgubiphg (uy. 3):

Swdp qbubwnplwywu pwgiwquunyeniup, hwjwuwpwp, pwgwwnpynd k
(tnuwjhtu  dnnnynipnubiph - woluwphwgpwlwu  deynuwgdwsdnipjudp’  hwpwyhg
opswuubph htiwn gbubnhyulwu thnfuwtwydwu uwhdwuwthwy
huwpwynpnreyniuutipny:

h
0.92
0.9
0.88
0.86 -
0.84
0.82
0.8
0.78 -
0.76 -
0.74 -
0.72 -
5&\,& oV \Ssé &QQ& &y b?\» QS“ I ~_\;@; P Q”‘\

0‘9\ S o&& SN (\&Q

Lwp 3. <Lbnwgnunwd  hwjjuwlwu  wynwnwghwubph  gbubnphlulywu
pwqdwquwunipjwu (k) gnigwuhop' hwoqupyws Y-ppndnundwihu hwwynfudpbiph
hwiwfuwywunigynituutiph hhdwu Ypw:
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Wuwhuny, wpgwfuwhwibph hwjpwlwu gbundnunp, ptL ubpwnnd L
wnnhdwgstiph  swihwynp  pwqdwqwuniyeiniu,  wynnthwunbipd, sh Ypnud  djniu
hwjjwlwu nwnpwdpwjhu fudptiphg wnwppbpynn gbubnhyulwu
wnwuduwhwwyniegniuubp:  Hn wybihu, hwjjwlwu  woluwphwgpwlwu — wy
wnwniywghwubph tdwu wpgwfughutiph Y-ppndnundwjpt gliun$nunh gbipwyshn
dwup (89%) ubpywjwgywsd £ ubnhpyjwu dwgnd nwubignn hwwnfudpbiphg, npnup
Cwjjwywu [Gnuwptuwph Gu dnunp gnpdt depdwynpwpubywu Gpypwgnpdubiph
dhongny: Wu wpryntupp gnyg & wwihu, np hwjuywt woluwphwgpwywu fudptipp,
wn  EYnw  uwl wpgwjuwhwingjwu  Epungbubqu pupwgl b <wjywywu
pwpdpwywunwyh pupYy ginwfudptiph untpuinpwwnp hhdwu Yypw:

Upgwjuwhwybph  dwjpwqébwjht  qbEun$nunh  wnwusduwhwwlynipyniuubpp:
Upgwfuh wynwniywghwih dwjpwywu winhdwgdtiph gbununhwywynpdwu wpryntupnud
hwjnuwpbpgti £ 9 fungnp hwwnfunwp, npnup ubipyuwjwgywd Gu wnynuwy 2-nwd:

Unynuwy 2. Unule-h hwwnfudptiph hwewliwywunyejniuubpp Upgwiund L
hwjyuwlwu nwpwdpwiht hwdbdwwnwlywu fudpbipnud:

Nnuynijjughw
Zuynunulp Y2 Owpwpwny  Uwpfuun UCT
(n=85)  (n=44) (n=200) (n=44)
A - - - -
B -
C 0.010
D 0.010
F
G - - - -
H 0.212 0.227 0.295 0.205
HvV 0.082 0.068 0.075 0.114
1 0.024 - 0.010 0.045
J 0.106 0.114 0.150 0.159
K 0.059 0.091 0.045 0.023
L 0.012
M 0.012 - - -
N 0.047 0.023 0.030 0.114
R 0.047 - 0.010 0.023
T 0.165 0.182 0.110 0.136
U 0.200 0.205 0.165 0.159
v - 0.005 -
w - 0.068 0.050 0.023
X 0.035 0.023 0.035

Unnw| hwwnfudpbpp ubpyuwjwgywsd Gu pwdwghn:
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Upgwiuwhwjtiph dwjpwgdwihu gbun$nunh onipg 70%-p dhwutwpwp Jugdntd
Gu H, U, T L) hwynfudpbipp' hwdwwwwnwuluwuwpwp hwuubing 23%, 20%, 18% L
11%-h: Cuwn hpbug  woluwphwgpwywu  wnwpwpwfudwt'  wju  wnhdwgdtipp
hwdwpynd Gu BYypnwywlywu, pwup np pwjwlwu pwpdp dwulwpwdhuubpny
hwjnuwpbpynwd Gu Upldnjwu GYypnwwih Epuplulywt fudpbpnd [Torroni et al.,
2001; Helgason et al., 2001]: Wnnthwunbps, npwug oSwqdwu Ybpwpbpuwg
Ywpséhpubipp  dhwugwuwy 65U U wlwhynpbu  putwpyynd  Bu ghnwywu
hwupnieniutbipnud:

Upgwfuh hwjtiph hwdwp dnnwy £ hwunhuwunw hwwnfunwip H-p, npp, huswbu
L wyuywynw Ep, wdbtwwnwpwédjws wnhdwghdu £ uwb hwjulwu  djnw
wotuwphwgpwywu  fudpbpnud:  UWdbuwju  hwjwuwlwunigjudp, wjiu dwagb) L
Uplwdwjwu  Uupwynd  onipg 20-25 hwqup wwph wnwy [Forster, 2004] u
Gypnywnd  wnwdl  wwpwdJws  hwwnfundpu B hwuubind 55-60%
hwwwywunipjwu  wpldwnwbypnywlwu  wynwnywghwubph  dnin'  uugbing
nbwh hwpwywplubp ninnnyejwdp [Achilli et al., 2004]:

Gpypnpn hwéwtu hwunhwynn U hwwnfunwipt wpudnjwu Gypnwwghubiph dnun
hwjmuwpbpynud £ 11-13% [Helgason et al., 2001], L hwdwpynd L wju
wmwpwdwonpowuh  huwgnyu  (43-65 hwqwup wwph  wnwy)  Jwjpwgdwihu
wnhdwqgdétiphg dtyp [Soares et al., 2009]: Cun <wjjwlwu [Gnuwotuwphnu U
hwwfudph  woluwphwgpwywu  pwoujwdnyguy'  wnhdwghdu  wnwybwwbu
npulinpynud b wpguiuwhwjbph dnn’ wunpwuwpwn uugbing nbwh wpldnunp:

Uwjpwagdwihu T hwwnfunwipp, npp dwqb] £ dnin 26 hwqup wnwph wnwe W
puhy Gypnwwghutiph dnun hwyjnuwptpdnud £ 6-10% [Behar et al., 2006], <wjywlwu
nuwfuwphnd gfluwynpwwbu  hwjinuwptpynd £ Upgwiund b Eunpnuwlwu
opowuubpnid’ thnpp-htus wybh gwdp hwlwhuwywunyeudp hwunhwbing wpldwjwu
hwjbph dnwnn U Uwdwuwnnid:

Uhusnbin | hwwnfunudpp, npp dwqb £ onipg 32 hwquip wnwph wnwy [Soares et
al.,, 2009] L ubpyuynd wpldnwbypnwwywu dnnnynipnutiph dnun hwuund £ 10-
14%-h [Helgason et al, 2001], swihwynp hwbwfuwlwunipjwdp hwjnuwpbpynd £
Upguwfund b <wyywlwu |nuwgtuwphp YEunpnuwlwu opgwuubpnud® qquihnpbiu
hwowhiwuwny nbwh Uwpdwuwn b hwnwwbu wplidnjwu 2powtiubn:

Lwwnlwugwywu E, np wpgwiuwhwtiph dwjpwgdwihtu gbundnunnud bu gpbeb
pwgwlwnid Gu Yeunpnuwuhwywu dwadwt hwwnfudpbnp:

b wwppbpnginiu Y ppndnundwiht - gbubnplulwy  pwqdwquunggut’
wpgwhuwhw)bph dwjpwlywu ghundnunh hwdwwwwnwufuwu gnigwuhop (h = 0.989)
wnwybjwgnyut £ nwpwdwopgwunu' YEunpnuwywu Lwjwuwnwuhg,
wwnbuwnhughubiphg, uhphwghubiphg hbwn, L wybih dnn £ dEpdwynpuplbywu
wnwniywghwubipht, pwu Ynywujw tpuhlulwu fudptiphu (uy. 4):
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Ljwp 4. <bunwgnunjwd wynuyniywghwubiph gbubnpyuwlwu pugqdwquuniypjwu (k)
gnigwhaop' hwodwplywsd pun din YLl hwwynfudpbiph hwwluwywunwyeniuutiph:

Wu  wpryniupp,  wdbiwjiy hwjwuwywunyeywdp,  Jywynd -k, np
wpgwjuwhwjnigjwt Jwjpwgdwihtu gbundnunp mbwywu dwdwuwy sh Gupwpyyb)
Ybpwpuwnpnnulwu  deynwwgdwt  wgnbignigjwu, husp Ywpnn £ pwgwunpyb,
punhwunip wndwdp, hwy dnnnypnh dnn juhun wpnwhwjnywsd hwjpwunbinwhu
wdnwiunyeniuuiph wjwunnypny:

Wuwhuny, wpgwiuwhwitph dwjpwgdwhu gbuwhtu Yuqdp dGdwdwuwdp
pwnuwgwsd L GYypnywlwu Swgnd niubignn wnhdwagdtiphg: Pninp  hwyuywu
wotuwphwgpwlwu fudpbph hwdwp dnnw) b wpbdunwupwlwu H hwwynfundpp,
npp, pun Gpunyphu, nuh degnihpjwu dwgnd: Pwgh wjn, wpgwfuwhwjnyejwu
dwjpwlwu  wnhdwgdtpp  Lu  s6U  wwpniuwynd  YEunpnuwupwywu b owy
ownwpwdhu hbwpbp, husp Jywynd E, np wnbnwpupy dnnndpnh  LRungbubgh
pupwgpnd owmwpwagh Ywuwyp npluk bwlwu ubpnpnd sbu niubgh] wnuduqu
ybipohtu hwqupwdjwlyubipned:

Upgwjuwhwynipyjwt  nhppp wwwdwjwu  Swjwuwnmwuph  qEubnpluljui
puwwwuwlybpnd: Upgwfuwhwitph b hwjulwu wy wotuwphwgpwlwu fudpbipp,
huswbu uwl hGwnwgnunnigjwu  dbe pungpyqwd  wy wnwniywghwubph  dhol
gbubwnphyulwu  ghnuygnieniuubpp  npnotine bwwwwynd'  hpwywuwgdlp
glffuwynp  Ynnpnhuwwmubph  dbppndneniu (PCoA)  Fst gbubunphluwlywu
htnwynpnieniuutiph  hpdwtu  Jpw: Npwbu  thnthnfuwlwuubp oguwgnpdyti Gu
huswbu Y-ppndnundwjhtu, wjuwybule dinVule-h hwwfuwlwunieyniuubpp:

Lhwp S5-nud ubpluywgdws £ nhunwplynn wnwnywghwubiph wnbnwnhppwht
nwuwlwngnuu pun hwypwgdwihu dwpytpubiph:
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Lwp 5. Lwbph U  hwibdwwnwlwu  wnwnywghwubph  gqbubnpluywu
htnwynpnipjniuubph hhdwu Jpw Yunnigywd PCoA nhwgpwd' puwn Y ppndnundh
wnyjwiubiph:  Pwlwgstipnd  ubpyuwywgdwd £ punhwunyp  hnhinfunigjwt
dwulwpwdhup' pugwwnpywd jnipwpwsginp wnwugpny:

Liwpnwd  ubpyujugwsé  hwdbdwnwlwu  gbpindnigynitup gnyg £ wnwihu
wpgwfuwhwibiph  wnwnijwghwh  thwunwgh  nhppp hwjwlwt — wwpptip
nwpwdwopowlwihu fudptiph hwdwwbpunnud' pun Y ppndnundh hwwynfudpwiht
wnnigwdph:  <wdwdwju  unwgwd  wndjwiubph’ hwwlwu  punpwupnid
ubpgpwyywsé pninp Gupwiudpbpp Ywgund GU pwjwlwuht wmwpwuowwn funwdp,
npu - wnwuduwunwd £ djnw dnnnynipnubiphg: Unyu wpryniupp  hwdwhniug |
ybpnugjw| wju nduutph htwn, pun npnug Jbpohtu 3-4  hwqupwdjwlubpp
pupwgpnwd hwj dnnndpnh Lrungbiubiqu pupwgb) b wnwug wy wynwniyywghwubph
htinn nplt Ewlwu gthnudutiph [Haber et al., 2016]:

THuwpyynn - Epun-watuwphwgpulwt  fudptiph - dhole  glinuiygnugniiuipp
hwunwwnyty U bwl Nei-h qtubnpluwywu Unyunuyejwu gnigwuhoh wpdtipubipp
hhdwu Ypw nwuwlwpgnn Neighbor-Joining Swnh dhongny (uy. 6):
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Ljwp 6. Yhuowpyynn woluwphwgpwlwu fudpbiph Neighbor-Joining dwn' pun Y
ppndnundh indjuiutiph: Upbbwhwjulwu fudpbipp uGpwndwsd Gu pwnwynwnt dby:

hpwywuwgywd nwuwlwnpgdwdp unwgywd dhnnwdubipp thnyhtu hwdpulunwd
Gu Fst gqbubnphlulwu hbnwynpniginiuubiph wpdbipubiph hpdwu Ypw Yuwnwpdws
dhowynwniywghnt  hwdbdwwnigjwtu  wpryniupubph hGwn: - Snhdwdwnh  Ypw
wyuhwynnpbtu wnwuduwunwd 6 wpbbjwhwwlwu wwpwdpwihu fjudptipp: Pwgh
wjn, <wjjulywu pwpdpwywunwyp b Utpdwynp Uplbiph EpUn-wouwphwgpwywu
fudpbipp Yuagund Bu wnwudhu dhwynpnud, husp Yupbh £ wudwub Uhohu Uplbph
ghubnpyulwu Ywuwnbp:

Unyu  Yuuwbph  wnlwjnejniup hwdwwywwnwufuwund £ wynwniyjwghnu
gbubwnhywind mwpwdywsd wju ophtwswihnigjwup, pun nph w2fuwphwgpnpbu
dnwn tRUpYwYwu fudptpp npubnpnud Gu wybiih ubipn gbubnpywywu Ywwbn, pwu
unyu |Gqupuwnwuppht  wwwlwunn U wojuwphwgpnpbu  hbnnt  guuynn
dnnnynipnutipp:

Uhwnpnunppnidwiht YUfe-h - wdjwiubph hpdwt  Jpw  gjjuwynp
Ynnpnhuwwnubph  Jbpndnygjwt wpryniupnd - wnwuduwund  Gu - snpu huwnwly
Ywuwnbpubp'  pun ppbug  woluwphwgpwlwu  wwpwdpubpp'  wbphljwu,
wpubjwupwywu, Gypnwywlwu b pwdwlwupu d6& Yndywu-depdwynpwpubywu (uy.
7): Upgwfuwhwibpp b duwgwé hwjwlwu fudpbipp, npnup ubplujugywsd G
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Yuwpdhp 2powuwlyubpny, wnbnwywyynd Gu Ynyywuh b Luwuwnmh wynwniywghwubph
dhole, husp gnyg k nmwihu upwug glubiinhlulwu dGpdwynpnipniup:
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0.2 1

1 - wyunpphwughttp
01 PS qhpdwbwughubp @pn1pjuniniikp
0.05 - ®e yunbunhighttp @ ununnjubp
oninjwliughubkp :
upphwghtitp
0 (hpuitiuitghtt® @ wp. hpkwkp
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( N ]
o1 1 thhhhl;nl hb.8 q: Uy
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Lwp 7. <Lwbph U  hwibdwnwlwu  wnwniywghwubph  qbubnplwywu
htnwynpnipiniututiph hpdwu Jpw Yunnigywsd PCoA nhwgpwd' puin dnYU(e-h
wnyjwiubiph:

Wuwhuny, p& hwjpwlwu b pE dwjpwlwu hwwnfudpwhtu Yunnigwdpubiph
dhowynwniywghnt  hwdbdwwnigjwu  wpryntupubpp gnyg  Gu wwihu, np
wpgwluwhwitpu wybh ubpn gbubnhlwlywu hwpwpbpngniuubp Gu npubunpnud
hpbug wudhowlwu hwplwuubph' wplbwhwywywu fudpbph hbwn:  Uhlunyu
dwdwuwy Upgwfuh punpwupp hwywuwnmhnpbt sh mwppbpynd hwuwu wyg
wnuniywghwubphg' dwwnuwugbing wwppbp  nwpwdpwiht  fudpbph  punhwunip
owgdwu Jwupht UL hwunhuwuwiny punhwunp  hwjjwywu  wynwnywghwih
wupwdwubih dwup:
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Upgwluwhwjtph  hwjpwgdwihu gbun$nunp punipwgpynd £ gbubnphlulwu
pwqiwquuniyejwu ujwquagny dwlwpnwyny, npp hwjwunmhnpbt tnwppbpynud
b hwjwlywu dinw pninp wotuwphwgpwlwu fudpbiphg' pugwnniejwdp Uintupph
wnwniywghwyh:  Upgwflughubpph W uniubghubph qwoép ghubnpyuywu
pwquwquunyejniup, hwywuwpuwp, wwjdwuwynpyws N (Gnuwjhu
dnnnynipnutiph wotuwphwgpwlwu daynuwgywsdnipjudp’ hwpwlyhg
wmwnpwdpubiph htiwn gbubnhyulwu thnfuwuwlydwu uwhdwuwthwy
huwpwynpnipejniuttipny:

. Upgwtuh ynwniywghwih wdbtwwnwpwédjwd hwwnfudptipu tu Ribla2, J2a, G2a
wnnhdwagétipp (Jhwuht Juqdbing dnwn 60%), npnup nwibtu dEpdwynpupltigwt
dwgnd U <wjwlwu  |Gnuwpfuwph  Bu  ubppwihwugl]  ubinhpjwu
Gpypwanpdubiph  dhongny onipg 8-11 hwqup wwph wnwe: Wu wpryntupp
yywjnwt k, np wpgwfuwhwitph, ptuswybul hwulwu woluwphwgpuwu wy
fudpbph  Ywqdwynpnwit pupwgt] b <wjjwywu |Gnuwofuwphh  wynnfunnu
puwysnijwu untpunpwwnp hpdwt Yypw:

. b wwppbpniynu Y ppndnundwhtu Jwipybipubph' wpguiuwhwbph dwjpwgdwihu
gbunnunh pwqiwquunigjwu  gnigwuhop  wnwybjugnyuu £ <wjulwu
lEnuwsofuwphmd'  ghotind  dhwjiu wwwndwlwtu  <wjwuwnwuh  YEunpnuwYuwu
2nowthu, npp nunpbip gwpniiwly wwpwughy dhowugp b dwnwjb) wpldninph W
wplkiph dhol:

. Upgwjuwhwjbph dwjpwgdwihu gbundnunh onipe 70%-p Ywqdnwd Gu H, U, T L J
hwwnfudptipp, npnup  hwdwpynud  Gu BYypnwywlwu  dwgnmd  niubignn
wnhdwqgétip: Upgwiuph b hwjwywu dinwu wotuwphwgpwlwu fudpbph hwdwp
dnnwy £ hwunhuwunwd hwwnfunidp H-p, npp, wdbuwju hwjwuwlwuniejwdp,
owqb £ Upudunjwt Uuhwynud onipg 20-25 hwquip tnwph wnwy:

. Cwybiph, wn pYnw L wpguwiughubiph gbun$nunp dybpoht hwqupwdjwynid
bwywu wpunwphtu  gbubnplulwu  wanbgnipjwu  sh Bupwpydl]  suwyws
pwqiwphy  owwpwsht  (wpwpwlwu,  Eynpppwlwt)  ubipfunidnudubph:
Owwpbpypw  vqwénnubiph  htn  gbubwhyulwu  pthnwiubpp  fungpunnunnn
wnwyb] hwjwuwlwu ywwnbwnubip, hwjwuwpwp, hwunhuwgt| tu <wywlwu
pwndpwywunwyh wotuwphwgpwlwu nhppp, pphunnutiniejwu wn punniunudp
L hwbtph dnn  fupunn  wpnwhwndws  ERun-dowlnipwihu  hupuniejwu
dlwynpnudp:

. Upgwuwhwnipjwu gbundnunp sh Ypnd hwyulwu dynw fudpbiphg tiwppbipdnn
nplt wnwuduwhwwny wnhdwghd'  hwunhuwuwing punhwunp hwyulwu
wnwnijwghwih wupwdwubih dwu: Uhohtwplubywu qbubimhluywu pwpuntigh
Ypw wpgwiuwhwitpp hwjjwywu wy fjudptpp hbw Jdhwuphtu qpwnbigund Gu
Unyywuh b Luwtwh dhgle dhgwlywy nhpp, hugp gnyg £ wwihu wyn fudpbph
ghubiinhyulwu dEpdwynpnie)niup:
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I[TOT'OCSH APTYP

APMSIHE APIHAXA HA TEHETUYECKOM JIAHAIWMA®TE APMAHCKOI'O
HAT OPbsL

Pesrome

KiawoueBble cioBa: apmsiHe Apnaxa, ucropuyeckas ApmeHus, Y  XpoMOCOMa,
mutoxoHapuansHas JJHK, renetnueckas cTpykTypa, TeHETHUECKasi HCTOPUS

HccnenoBanne MCTOPUU BOCTOYHBIX 0ONacTeil MCTOpHUYECKOH ApMEHHH, BKIIOUaroIieit
Ap1ax, a Takke HCTOKOB MIPOUCXOXKICHHS apIIaxCKUX apMsH IPEACTaBIseT COOOH aKTyalIbHYTO
npoOIeMy COBPEMEHHOTO apMEHOBEICHHUS, HEKOTOPHIE IIOJOKEHUSI KOTOPOTO BCE eIie
OCTalOTCA CHOPHBIMU U, B psfie CIIy4yacB, HEBO3MOXKHBIMU JAJIS HPOSCHEHUS C IIOMOIIBIO
MOAXO/0B TPAJAUINOHHBEIX JUCHHUIUINH — apXCOJIOTHU, UCTOPHUH, JIMHIBUCTHKH, MU(OIOTHH H
AHTPONOJIOIMH. 3aMETHBII IpPOrpecc, NOCTUTHYTHIH B METOAAX MOIMYJISLMOHHON T'€HETUKU
YeoBeKa 3a MOCICJHUE [Ba JECATHJICTHS, CIOCOOCTBOBAJ MOJyYCHHIO OTBETOB Ha s
Ba)KHBIX BOMPOCOB O MPOHUCXOXKJCHUH, APEBHUX MUTPALHUAX ¥ KOHTAKTaX APEBHUX MOIMYJISIIUH
B Pa3JINYHbBIX PETHOHAX MHUpA.

lens nanHOM paboOTHI 3aKiIOYANach B ONPENETCHHH PACIONIONKEHHS apMsH Aplaxa Ha
TEHeTHYeCKOM JaHAmadre ApMSHCKOTO HAroppst Ha OCHOBE Y-XPOMOCOMHBIX U
MHUTOXOHJPHUATIBHBIX MapkepoB. s peleHus NOCTaBJICHHBIX 3amad Obulo cobpano 105
obpasuos JJHK y myxuns u 44 o6pa3sna y EHIUH, SBISIONUXCS STHUYECKUMU apMsIHAMH H
[POKUBAIOIMMUA Ha TeppuUTOpuM Apnaxa U ApMmeHHH. Pe3ynbTaThl I'€HOTHNHPOBAHUSA
nonumopdu3MoB Y xpomocombl u mutoxonapuansHoil JJHK B yka3aHHbIX oOpa3suax ObuiH
COMNOCTAaBJICHBl C COOTBETCTBYIOIIVMH OITyOJMKOBAaHHBIMU JAHHBIMH, IPEICTAaBIISIOMINMHU
nomnyisiuuu bikaero Bocroka, Kaskasa, Asun, EBponsl u Adpuku.

Jns  uccrnenoBaHus MAaTPUIMHEMHOM TI'€HETHYECKOM CTPYKTYypbl —paccMaTpUBaeMoOM
nomysin 06pasnsl JJHK 6pumn reHoTHMpoBansl Ha 32 SNP mapkepa Y XpoMOCOMBI, Ha
OCHOBaHUM KOTOPBIX HM3YyYCHHBIE 0O0pa3mbl OBUIM pacupeleleHsl 1mo 24 ramiorpynnaM B
COOTBETCTBUH ¢ oOmenpuHATOH Kiaccudukanueil (isogg.org/tree). [lns  BBIIBICHUS
MaTPUWINHEIHOW TeHETHYECKOW CTPYKTYphbl MOIMYJIALMHA ObUI HPOCEKBEHHPOBAH IEPBBIil
runepBapuabenpHblii  ygactok MmutoxonapuanbHoi JIHK. IlomydenHble pe3ynbTaTsl B
JanpHeWeM Obut  00paboTaHbl C IMOMOIIBIO COOTBETCTBYIOIIMX CTaTUCTUYECKUX U
OMOMH(pOPMATHUECKUX MPOTPAMM.

MuHuManbHEIe 3HAYEHHs TTOKa3aTelsl FeHeTHIeckoro pasHoodpasus (h), ompeneneHHOro
Ha OCHOBE YacCTOT Traruiorpymi, oOHapyxeHsl B momyisiusx Apuaxa u Cronmka (0.8137 u
0.8139, COOTBETCTBEHHO); OHHM JIOCTOBEPHO OTJIMYAIOTCS OT AHAJIOTMYHBIX IIOKa3areled y
apMsH, TNPEACTAaBIIONINX 3alafHyl0 M LEHTPaIbHYI0 o0JIacTH ApMSHCKOrO Haroppsi. B
KauecTBe Haubosiee BEPOSTHOM MPUYMHBI HAOJIIOAEMOr0 Pa3yIMuKs B CTCHCHH MCHETUYECKOM
MU3MEHYMBOCTH MOXKHO pPAaccMaTpuBaTh reorpaduueckyro 000COOJIEHHOCTh IOMYJISILHH,
MPOXKMBAIOIIMX B TOPHBIX perroHax (Apmax u CIOHHK), CIIOCOOCTBYIOIIYIO CHIDKCHHUIO
CTENEHH MAaHMHUKCHH, a TAKXKE CYIIECTBEHHOMY OIPaHHYCHUIO TEHETHYECKHX KOHTAKTOB C
COCEJHUMH TE€PPUTOPHATBHBIMU TPYTIIIAMH apPMSIH.

B npyrux reorpadudeckux rpymmax ApMSHCKOTO HAaropbs BBIABICHO 15 rammorpymm Y
XPOMOCOMBI, BCTPEYAIOIIUXCS B IOMyJSIIUU apMsSH ApIaxa, 9YTO CBHAETEIBCTBYET 00
OTCYTCTBHH 3aMETHBIX PACXOXJCHUH B I'€HETHYECKOH CTPYKType reorpauueckd paziIndHBIX
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apMsIHCKMX BbIOOpKax. Kpome TOro, OCHOBy maTpwiMHEiHHOro reHodoHa ISl Bcex
STHHYECKUX Tpynn ApMsHCKOro Haropesi (okoido 90%) COCTaBIAIOT HEOTUTHUECKUE
TamIorpymmbl, U3 KOTOPBIX HauOosiee paclpoCTpaHCHHBIMHU sBIA0TCA Rlbla2 (MomanmpHas
ramwtorpynma), J2a mw G2a (c coBokymHOIl dYacToTo oOKkoido 60%), TIpHBHECEHHBIE Ha
TEpPUTOPHIO APMSHCKOTO HAropbsi 3emienensiamu bimkuero Bocroka. JlaHHBIA pe3ynbTaT
CBHJIETENILCTBYET O TOM, YTO JTHOTCHE3 apMsH, BKJIIOYAs M apMsH Aplaxa, UMeJl MeCTO
IJIaBHBIM 00pa3oM Ha OCHOBE aBTOXTOHHOT'O T'€HETHYECKOTo CyOcTpaTra HEOINTHYECKOIo
HaceJeHUs] ApMSHCKOI'O Haropbs.

MarpunnHeliHas TeHeTHYeCKasi CTPYKTypa apMsiH, BKJIIO4aromas B cedst 9 ramiorpynim, B
ocHOBHOM (mpumepHO Ha 70%) mpenctasieHa BapumantamMu H, U, T wu J, umerommmu
eBpoIelickoe MpoucxoxaeHne. Bo Bcex reorpaduueckux rpymnmax ApPMSHCKOTO HAropbs
MOJAJBHON SBISETCS 3amajHoasHaTckas ramirorpynma H, xortopas Bo3Hukia okomo 20-25
TBICSY JIET Ha3aJl.

B ommume ot marpuimHeHOTO reHo(OHAA, MaTpHIMHEHHAs TeHeTHJecKas CTPYKTypa
apMsiH Apraxa xapakTtepusyercs OombmmM paszHooOpasmeMm (h=0.989) mo cpaBHeHmio c
IPYTHMH Teorpa@M4yecKUMH TIpyHIIaMH ApPMSHCKOTO HAropbsi, 3a HCKIIOYEHHEM e
[CHTPAJBbHBIX PETHOHOB. JIaHHYI0O OCOOCHHOCTH MOYKHO OOBSICHHUTH BIHMSHHEM KYJIbTYPHOH
TpaauliUuu MaTpUIOKAJIbHOCTH B apMAHCKUX IOIYJIALOHUAX, B PE3YJIbTATEC KOTOpOﬁ BO3pacTacT
W3MEHYMBOCTh  MATPUIIMHEHHOro TeHO(OHAAa OTAENBHBIX TEPPUTOPHANBHBIX TPy,
TeHETHUYEeCKass CTPYKTypa KOTOPBIX BCIEIACTBHE 3TOTO0 HE MpHUBA3aHa K reorpaduueckomy
PETHOHY MPOXHBAHUSL.

B renodonme momymsmmm Apraxa, Kak ¥ B IPYTHX reorpauyeckux TpyImax apMsH,
OTCYTCTBYIOT CJ€Ibl T€HETHYECKHMX KOHTAKTOB C ILEHTPAIbHOA3HAaTCKUMU HapojaMH H
IUIEeMEHaMH, COBEpIIABIINMH HAa0ern Ha APMEHUIO Ha NPOTSDKEHUHM HECKOJBKHX CToJeTHH. B
Ka4yeCTBC BO3MOXKHBIX q)aKTOpOB, NpENATCTBOBABIIMX MHUKCAUM apMsiH C HWHOPOAHBIMH
3aBOCBATENIIMU, MOXKHO pacCMaTpUBATh BBICOKOTOPHOE PAaCIOOKEHUE APMSIHCKOIO HAaropbs,
paHHee NPUHITHE XPUCTUAHCTBA, A TAK)KE BEIPAKEHHYO STHHYECKYI0O HICHTUYHOCTh Hapoaa. B
9TOH CBSI3M CleAyeT N00aBUTh, YTO, COTJIACHO HEJABHO OIyOJIMKOBAHHBIM JaHHBIM, apMSHCKas
MOMyJAMS Ha TPOTSHKEHHH MOCISTHHX KaK MHHHUMYM 3-4-X  THICSYENCTHH SBISCTCS
TeHETUYECKH M30JIMPOBAHHON OT COCEIHUX ITHHUECKUX 00pa30BaHMUIA.

Pacrionoxxenne apMsH Apraxa Ha FeHEeTHUECKOM JaHamadTe APpMIHCKOTO Haropbsi ObLIO
YCTaHOBJIEHO Ha OCHOBE TI'€HETHYECKUX PpACCTOSIHUHM C HCIIOJIb30BAaHHEM MHOTOMEPHOTO
aHajin3a TIJIaBHBIX KOOpAWHAT. KpOMe TOTO, 6bIJ'II/l BBIABJICHbBI I'CHETUYCCKUE CBA3U MEXKIY
STHUYECKU  Pa3IUYHBIMM  MONYJALMSMU  paccMaTpuBaeMoro  peruoHa.  CpaBHeHHE
MaTPHJIMHEHHON W TNaTPUIMHEHHOH CTPYKTYp BBIABWIIO TE€HETHYECKYIO OJIM30CTh apMsH
Apraxa K COCEIHHM OJTHHYECKHMH TPYIIAaMH, MPOKUBAIOIIUMU B BOCTOYHBIX OOJACTSIX
ApMsHCKOTO Haropbsi. B To ke Bpems, momymsmus Aplaxa T€HETHYeCKH HEIOCTOBEPHO
OTJIMYAETCST OT JPYrHX Treorpaduueckux Tpymm apMsH, 9YTO yKa3blBaeT Ha HX oOIee
npoucxoxaenue. Ha renermueckoM nanmmagdTe 3amagHoi A3WM HOMYJSIIAN APMSHCKOTO
Haropss 1 bikaero BocToka pacrionararorcs B 0JHOM OMKHEBOCTOYHOM KJIacTepe.

IonyuenHsle B naHHOM paboTe pe3ynbTaThl O MATPHIMHEHHON W MaTpUIHHEHHON
TCHETHYCCKUX CTPYKTypax apMsH Apiiaxa B JajdbHEHIIEM MOTYT OBITh HCIIOJB30BaHBI HE
TOJBKO B OHOJIOTMYECKHX M aHTPONOJOTMYECKUX HCCIECJOBAHUSIX, HO M B HMIUPOKOM PSIy
JHCIMILUTHH aQpMEHOBEUECKOTO XapaKTepa.
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POGHOSYAN ARTUR

ARMENIANS OF ARTSAKH ON THE GENETIC LANDSCAPE OF THE ARMENIAN
HIGHLAND

Summary

Key words: Armenians of Artsakh, historical Armenia, Y chromosome, mitochondrial DNA,
genetic structure, genetic history.

The history of the eastern provinces of historical Armenia, including Artsakh, as well as
the origins of the Artsakh Armenians is an actual problem of modern Armenian studies, some
provisions of which still remain controversial and, in some cases, impossible to clarify by using
approaches of traditional disciplines — archeology, history, linguistics, mythology, and
anthropology. Notable progress in methods of human population genetics over the past two
decades has allowed answering some important questions on the origin and ancient migrations
and contacts of the ancient populations in different regions of the world.

The purpose of this study was to determine the location of Artsakh Armenians on the
genetic landscape of the Armenian highland based on Y-chromosome and mitochondrial
markers. To achieve the objectives DNA samples both from males (n=105) and females (n=44)
have been collected. All donors represent ethnic Armenians living in Artsakh and Armenia. The
genotyping results of Y-chromosome and mitochondrial DNA polymorphisms in these samples
were compared with relevant published data, representing populations of the Middle East, the
Caucasus, Asia, Europe and Africa.

To study the patrilineal genetic structure of the population under consideration, the DNA
samples were genotyped for 32 Y-chromosome SNP markers, based on which the samples were
divided into 24 haplogroups in accordance with generally accepted classification
(isogg.org/tree). To identify the matrilineal genetic structure of the population the first
hypervariable region of mitochondrial DNA was sequenced. The data were further processed
by appropriate statistical and bioinformatics methods.

The minimum values of genetic diversity index (h), defined on the basis of haplogroup
frequencies, were found in populations of Artsakh and Syunik (0.8137 and 0.8139,
respectively). These values significantly differ from those for the Armenians, representing the
western and central regions of the Armenian highland. The geographical isolation of
populations living in mountainous regions (Artsakh and Syunik) leading to the reduction of
panmixia rate, as well as to significant restriction of genetic contacts with other Armenians
groups, can be considered as the most probable reason for the observed differences in the
degree of genetic variability.

Fifteen Y-chromosome haplogroups revealed in other Armenian geographical groups were
also found in Artsakh Armenians, indicating absence of notable differences in the genetic
structure of the geographically different Armenian samples. Furthermore, the bulk of the
patrilineal gene pool for all ethnic groups of the Armenian highland (about 90%) is presented
by the Neolithic haplogroups, the most common of which are R1b1la2 (modal haplogroup), J2a,
and G2a (with a total rate of about 60%), introduced to the Armenian highland by the Near
Eastern farmers. This result indicates that the ethnogenesis of Armenians, including Armenians
of Artsakh, took place mainly on the basis of indigenous genetic substrate of the Neolithic
population of the Armenian highland.
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The matrilineal genetic structure of Armenians, including 9 haplogroups, is mostly (about
70%) represented by the haplogroups H, U, T, and J of European origin. The modal haplogroup
for all geographical groups of the Armenian highland is the Western Asian H lineage, which
originated about 20-25 thousand years ago.

In contrast to the patrilineal gene pool, the matrilineal genetic structure of the Armenians
of Artsakh is characterized by high diversity (h=0.989) in comparison with other geographical
groups of the Armenian highland, except its central regions. This peculiarity can be explained
by the cultural practice of patrilocality in Armenians, which resulted in increased variability of
the matrilineal gene pool of distinct territorial groups, as a result the genetic structure of which
does not linked to the geographical area of their residence.

The gene pool of Artsakh population, as well as of other geographical groups of
Armenians, do not consist genetic traces of the Central Asian tribes invaded Armenia over
several centuries. Of the primary reasons that have impeded genetic contact of Armenians with
foreigners, the highland geography, early adoption of Christianity, and the formation of a
strong ethnic and cultural identity can be considered the most likely. Moreover, not only has
there been insignificant admixture into the Armenian population within the last millennium, but
recent evidence specifically points to a lack of genetic contribution from external sources
within the last 3-4 thousand years.

Location of Artsakh Armenians on the genetic landscape of the Armenian plateau was
established on the basis of genetic distances with the use of multivariate approach of principal
coordinates analysis. In addition, genetic links between ethnically different populations of the
region were revealed. Comparison of matrilineal and patrilineal structures revealed genetic
proximity of Artsakh Armenians to neighboring ethnic groups living in the eastern regions of
the Armenian highland. At the same time, the population of Artsakh does not genetically differ
from other regional groups of Armenians, which points to their common origin. The
populations of the Armenian highland and the Near East form a distinct Near Eastern cluster on
the genetic landscape of West Asia.

The results obtained on patrilineal and matrilineal genetic structures of Artsakh Armenians
can be further used not only in the biological and anthropological studies, but also in various
disciplines of Armenian studies.
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