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CnuchbK Ha MO0 —4eCTO U3MO0JI3BaAHNU CbKpamecHus

CobkpalieHusi HA KUPUJIMIA:

JHK - ne3okcu puOOHYKIEHHOBA KHCEIIMHA
MT/IHK - mutoxonapuanna JJHK
Xr — xarmiorpyrmna

CobKkpalieHus HA JIATUHUIA:

AMOVA-Analysis of Molecular Variance (ananu3 Ha MOJICKYITH

ara UCIIePCHsl)

bp - base pair (6a3oBa aBoiiKa)

CRS - Cambridge Reference Sequence (keiiMOpupkka pedepeHTHa MOCIeI0BATETHOCT)

DHPLC - Denaturing High Performance Liquid Chromatography (menarypupama BHCOKO
U3IIBJIHUTENIHA TE€YHA XpoMarorpadus)

EDTA - Ethylene Diamine Tetraacetic Acid (eTuneHAMaMUHTETPAOIETHA KHUCEINHA)

HVS-I1- Hypervariable Segment | (rbpB xunepBapraOUiIeH CErMEHT)

HVS I1- Hypervariable Segment Il (BTop xunepBapuabuieH CErMeHT)

kya — kilo years ago (xuisiiy ronuHM TIPEIIH)

np — nucleotide position (HykIeoTHUHA TO3ULIKSA)

PC — Principal Component (riaBeH KOMIIOHEHT)

PCA- Principal Component Analysis (ananu3 Ha IJ1aBHHTE KOMIIOHCHTH)

PCR - Polymerase Chain Reaction (momumepasHa BeprkKHa peakKius)

RFLP - Restriction Fragment Length Polymorphism (nmomumopduszsm 1o abKHHATa Ha
PECTPUKITMOHHUTE (PparMeHTH)

SNP — Single Nucleotide Polymorphism (eautudeH HykJIeOTHICH TOTUMOPHHU3HM)

STR —Short Tandem Repeat (kpaTbk TaHAEMEH TOBTOP)

YAP -Y Alu polymorphism (Y-xpomo3zomen Alu momumopduzbm)

Y-STR - Y-chromosome Short Tandem Repeat (kparbk TaH1eMeH MOBTOP Ha Y-XpOMO30Mara)



BbBEJIEHUE

I'eneTn4Hara CTPyKTypa Ha MOMYIALMUTE U MPOLECUTE, KOUTO S MOAIBPKAT U IIPOMEHSAT ca
IIpEAMET HA H3CJIC[BAHE Ha IIOMYJIAIMOHHATA IEeHEeTHKa. YoBelkara IOIyJaluOHHA T'€HETHKA
Hamupa LIMPOKO MPHJIOKEHUE B PA3IMYHU cepu Ha HayKara, BKIIOUUTEIHO M B MEAMLMHCKATa
TEHETHKA, KBJAETO MOAXOAUTE M CE M3IOJ3BAT 3a Pa3KpUBAaHE HA I€HETUYHUTE NPUYMHU, BOACIIU
WIN TpeApa3nojaramy KbM HaCJIeACTBEHH OOJIECTH.

[TonynanMOHHO-TEHETUYHUTE W3CIEABAaHUS MMAT ABJITOTOAUIIHA TPaAMLMs, 3aro4saiia C
aHamu3 Ha (DEHOTUIHM XapaKTEPUCTUKU C MEHJAEJIOB THUIl Ha YyHacleAsBaHe (KpbBHHU TIpyIH,
as1o3uMH U 11p.). C yCbBBPILIEHCTBAHETO HAa MOJIEKYJIHUTE TEXHUKH, MOMYJallMOHHUTE U3CIIeIBAaHUS
CE HACOUYBAT KbM aHAJIU3 HA TEHETUYHU NOJUMOP(U3MHU.

OOexThT Ha NOMYJIAllMOHHO-TEHETUYHUTE M3CIIEABAHUS — IeHETUYHara W3MEHYMBOCT Ha
CbBPEMEHHUTE MOMYIAllUK BCBHIIHOCT NPEACTaBIsABA CHKPOBHUILHHUIA Ha CHOUTHATA OT TAXHOTO
OJM3KO M JJaJIeYHO TeHETUYHO MuHano. EnuH oT Hali-eeKTHBHUTE MOAXOAM 3a BHUKBaHE B TOBA
MUHAJO € HU3CJIEIBAaHETO Ha OompeiesieHn BapuaHTu B mutToxoHiapuanHara JIHK (MtIHK) u Y-
Xxpomo3oMmara. ToBa € Bb3MOXKHO OiarofiapeHue Ha TEXHHUTE OTIMYUTEIHH XapaKTePHCTHUKHU, KaTo
yHacnenasBanero Ha MTIHK camo oT maiikara U mpegaBaHETO Ha Y-XpoMo3oMara B ITOTOMCTBOTO
camo ot Oama Ha cuH. EfHOpoauTenckoTro yHacneasBaHe U jumcara Ha pekomOuHanus B MTIHK u
95% ot Y-xpoMo3omaTra MOKa3BaT, Y€ pa3lMKUTE B TEXHUTE MOCIEIOBATEIIHOCTU C€ IbJDKAT
€IMHCTBEHO Ha IIOCJIEJJOBATEIIHOTO HATPyIBaHE Ha MPOMEHU (MyTalMM) TMpe3 MHUHAJIOTO.
W3cnenBanero Ha HaTpynaHara o To3u HauuH u3meHurnBocT Ha MT/IHK u Y-xpomosomara ciomara
3a mpocJiesiBaHe Ha MIPOU3X0/a 10 MaifunHa U OaluHa JUHUS, CbOTBETHO.

3a pa3nuMka OT ocraHaiuTe cTpaHu B EBpoma, beiarapus usocraBa B H3cileBaHMATA Ha
W3MEHYMBOCTTAa Ha €JIHOPOJUTEIICKATE cucTeMH. Jlo HacToAmoTo NpOoydyBaHe, B Hay4dHara
muteparypa aanHute 3a MTIHK u Y-xpomo3oMHara n3MEeHYMBOCT Ha OBJATapUTe ca caMo OT CTapH
Y HEIOCTAThYHO 3a]IbJI00OUEHH u3cieaBanus. OCBEH TOBa OpOST Ha U3CIEBAHUTE OBJITapu € MallbK
U TIOJIyYEHHUTE PE3yATaTH He ca 00CHKIaHU OT UCTOpUYECKa IJIeTHa TOUKa.

3a J1a ce 3aIrbJIHU TO3U CEPUO3EH MPOIMYCK 3a CTpaHaTa U 3a EBpora Karo 15510, HaCTOSAIOTO
MPOYyYBaHE IEJIN JIa XapaKTepu3upa reHeTHYHaTa CTPYKTypa Ha ObJrapckara nomynanus mo Mt/JHK
1 Y-XpoMo3oMara u Jia BKJIIOUM ObJTapuTe B W3CIEIBAHMUATA HA ISUIOCTHATa TEHOMHA CTPYKTYpa B
eBpornelicku koHTekcT. M3cnensaneto Ha MT/IHK 1 Y-xpoMo3oMHaTa H3MEHYMBOCT Ha ObJrapckara
MOIMYJIaUs € IPOBEACHO BBPXY T'OJIIMA M IIPEICTaBUTEIHA 3a CTpaHaTa U3BaJlKa, KaTo € IPUIIOKCH
MOAXOJ, ¢ KOMTO ce T0CTUra BUCOKO HUBO Ha (PMIJIOTEHETUYHA pe3oitolys. [ eHeTHuHNuTe pe3yaraTtu

ca aHaJU3UPaHU HAa MUKPO- U Makporeorpad)cko HUBO M yCTAaHOBEHUTE MPO(UIN ca 0OCHICHH B
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UCTOPUYECKH KOHTEKCT.

Hacrosimoro mpoyuBaHe € IBPBOTO IO pPOAAa BCEOOXBATHO CBHBPEMEHHO WH3CIIEABAHE Ha
reHeTHYHaTa CTPYKTypa Ha Obarapckara momynanusi. To mpenocraBsi Bb3MOKHOCT 32 OIPEIEeNsIHe
Ha TEHETUYHOTO POACTBO W pa3IUuusi Ha Obarapure ¢ APYrM €BPOIECHCKM U HEEeBPONEHCKU

ITOITYJIallh M.

LEJ ¥ 3AJIAUH

en

Jla ce ompenenyu XariorpyrmHUAT ChCTaB Ha chBpeMeHHHTE Obirapu 1mo Mt/IHK u Y-xpomosomara

Ha MaKpo- ¥ MUKpPO-Teorpadcko HUBO.

3agaun

Co3naBane Ha npeacraButenta uszBajaka ot JJHK npoOu 3a msutara crpana;

YeranossaBane Ha yecrtorara Ha MT/IHK xamnorpynure (Xr) B Obirapckara nomysanus;
Omnpenensue Ha pasnpenenenuero Ha MT/IHK xammorpynure B crpanara;

AHanu3upaHe Ha POJICTBEHUTE BPB3KHU MO MailuvHa JIMHUA Ha ObJIrapuTe ¢ Ipyry MOMyNaluu;
VYcraHoBsBaHE Ha YeCcTOTaTa Ha Y-XPOMO30MHHUTE XaIJIOIPYNH B ObJIrapckaTa Momynaius;
OmnpenensiHe Ha pa3NpeeeHUETO Ha Y-XPOMO30MHUTE XaIlJIOTPYNH B CTpaHara;

Amnanm3 Ha POACTBCHUTEC BPB3KU 110 68.IJ_II/IH8. JIMHUA Ha 6T>J'Il"apI/ITe C Apyru noiyimanuu,

G N o 0~ w0 DN PP

[TpocnensiBane Ha BpeMETO M MICTOTO Ha Bb3HUKBAaHE HA MUKpOCATEIMTHATA U3MEHUYMBOCT Ha
gecTd Y-XPOMO30OMHH XaIruIOTPYITH;

9. CpaBHeHue Ha ObJTApPUTE C JAPYTH €BPOIEHCKH MOMYIAIMHA HA ISIOCTHO TEHOMHO HHBO BH3
OCHOBA Ha JIaHHH 32 CMHUYHU HYKJICOTHIHU noauMopdusmu (SNPS);

10. HMHrepmperanuss Ha TeHETHYHATa CTPYKTypa Ha CBhBPEMEHHHMTE OBJITrapu OT HCTOpUYECKa

[JIETHA TOYKA.



MATEPUAJIM U METOAU

1. YyacTHMIIM B IPOYYBAHETO

bnaromgapenue Ha chelCTBHETO Ha HaualHUKa Ha BoennomenunuHcka akagemus (BMA) —
npo¢. Crosn ToHeB, chbOMpaHETO HAa YYaCTHHLM 3a NMPOYYBAaHETO € MpoBereHO B LleHTwhpa mo
TpaHc(y3nonHa xemaronorus kbM BMA, ppkoBojieH ot 1-p Pymen Ilonos. Cpen kbpBOgapuTenuTe
ca mon0OpaHu HEPOACTBEHHU JHIA OT Obiarapcku mpousxon. Cren 3amo3HaBaHE C M3CIEIBAHETO U
KpaTKo MHTEPBIO OT YYACTHUIIMTE € B3€TO HH(OPMHUPAHO ChITIacCHE.

Nzcnensanero na MtAHK renodonma Ha chBpeMeHHHTE OBITapu € IMPOBEICHO BBPXY
u3BaJika OT 855 Mbxke. AHANMM3BT Ha Y-XPOMO3OMHOTO pa3zHOOOpa3ue Ha ObIrapuTe € U3BbPIICH
Bbpxy 808 mmma, kouto ca yact or ydactHuuure B MT/IHK wu3cnenBanero. Bb3 ocHoBa Ha
nperocTaBeHara MHGoOpManus, yJYaCTHULMTE B IPOYYBAHETO ca KJIACU(UUUPAHU KbM €IHA OT
obmacture Ha crpanara. llpm wMrAHK anamm3a xnacupummpanero € Bb3 OCHOBAa Ha
MECTOPOKICHUETO Ha Maiikara, KoeTo Oerle nmpenu3Ho cbooieHo oT 814 ot yyactHULUTE; a IpU Y-
XpoMo30Mara - Crope]; MECTOPOXKACHUETO Ha Oallara, yTouHeHo 3a 739 OT yuyacTHUIUTE.

Ocgen 3a MT/IHK 1 Y-xpomo3omHust aHanu3 ca nopOpanu v 47 HEPOICTBEHU JIMIIa OT ABara
1ojla, KOUTO Ca BKJIIOYEHU B €BPOIEHCKO IMOMYITAllMOHHO-TEHETUYHO IPOYyYBaHE C LSJIOCTEH

reHoMeH aHam3 Ha Haj 270 000 enuHnvHN HyKiIeoTHIHN oauMopdusmu (SNPS).
2. buosiornyen marepuaJi

Ot Bcekn y4actHHK ca B3etd 10 ml kpbB BbB BakyTeliHepu ¢ aHTHKoaryaanT K3EDTA
(xanmueBa con Ha EDTA) mpu cnaszBaHe Ha CTaHAApTHUTE NMpOLEAYpH 3a cTepuiiHocT. KpbBra e
cbxpaHsiBaHa Ha +4°C 110 TpaHCIOPTUPAHETO B MOJEKYISIPHO-TEHETHYHATa Jaboparopust B
Karenpara no Meaunuuncka renetuka, MeaunuHcku yHuBepcuteT-Codusi, KbJETO U30JIMPAHETO HA
BucokomosiekyinHa JIHK e n3pbpiiBano He mo-KbCHO OT 24 yaca i€/l B36MaHETO Ha KPbBTa.

Nzomupanero nHa JHK oT kpbBHUTE mpoOu € u3BbpIIEHO upe3 (eHona-XiaopodopMHa

CKCTpAaKLIus, IoCJCABaHa OT CTaHOJIHA IIPCHUIIUTALIUA.
3. I'enorunupane Ha mtIHK

I'enotunupanero Ha MTIHK nposenoxme B maboparopusta Ha npod. AHTOHHO TOPOHU KbM
Karenpara o Ouosnorus u ouorexuonoruu "L. Spallanzani” B Yuusepcutera B [1aBus, Urtanus. B
HacTosus TpyA npu kiacuunupanero kbM MTHK (mon-) xamnorpynu usnonzBaxme aBa MeToAa
3a renorunupane: JIHK cexBeHupane © aHaqu3 Ha MOOTUMOPPH3MH 1O JbJDKMHATA Ha
pectpukimonnute (parmentu (RFLPS). Ha cexkBeHupaHe € MOJIOKEHA ToJissMa YacT OT

KOHTPOJIHUSL PErHOH, KosATo oOxBama meaust mspB (HVS-1) u gact or Bropust xumepBapuaOuieH
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cermeHT (HVS-II). XammoTtunoBere Ha KOHTPOJHUS PETHOH, YCTAHOBEHU OT CEKBEHUPAHETO, ca
rpynupanu B onpenenenn MTAHK (mox-) xamiorpynu Bb3 OCHOBa Ha HAJIMYMETO HAa MAapKepH B
HVS-I u -1l. Ilpennonaraemara xanjorpyrnHa NpUHAIJICKHOCT € OTBbPACHA Ype3 (PHIOTCHETUIHO
riepapxuueH RFLP ananu3 Ha mapkepu B komupanius peruoH Ha MTIHK. Knacudumupanero kem
MTAHK (mon-) xammorpymu cienBa (UIOr€HETUYHHTE B3aMMOOTHOIICHHUS U HOMEHKIIATypara,

ormcanu ot van Oven & Kayser, 2009.
3.1. CexBennpaHe Ha KOHTpoJHHUSA peruoH Ha MTIHK

Ha aBroMaTM4HO CceKkBeHHpaHE IO Sanger ca MOIJIOKEHU YCIENIHO aMILTU(UIUpPaHU
MPOAYKTU Ha KOHTposHUA pernod Ha MTIHK.

JlombIHUTENHN TEXHUYECKH JEeTailJii ca JOCThbIIHM Ha cadra Ha LleHTbpa 1o
MHTEPANCIUILIMHAPHO TpoyyBaHe upe3 wHoBaruBHU OuorexHojormn CRIBI (Centro Ricerche
Interdipartimentale Biotecnologie Innovative) kbM VYauBepcutera B Ilamya: http://www.bmr-

genomics.it/seq_i-index.html.

[TocnenoBarennocTure Ha KOHTposiHMS pernoH Ha MTJJHK ca cpaBHeHu ¢ Te3m Ha
keimOpuKKara pedepertaa mocnenoBarennoct (CRS) ¢ momoinra Ha copryep Sequencher v4.8

(Gene Codes Corp.) (®urypa 1).

Bceuuky mocnenoBaTeIHOCTH ca aHAIM3MPaHM OT JIB€ HE3aBHCHMU JIMIA U MO3ULUHUTE Ha
ycraHoBeHuTe pazinuku cb¢c CRS (monmmmopdusmmure) ca HaHeceHu B Tabmuua. Cren Tosa,
HaOJI0IaBaHNUTE  XAaIlJIOTUIIOBE Ha KOHTPOJHMS peruoH ca npuuumcieHd kbpM  MTAHK
(GuIoreHeTHYHN JTUHUM Bb3 OCHOBa Ha Mapkepu B HVS-I u -ll, xouro ca ommuurenHu w/mnm

cBbp3anu ¢ onpenennu MTAHK (rmoa-) xammorpynu.
3.2. PCR-RFLP ananu3 Ha Mmapkepu B Koqupamusi peruod Ha Mt JHK

XarurorpymmHata MPHHAIJISKHOCT Ha XalUIOTHIIOBETE € TOTBBp/CHA Ype3 HepapxudeH
aHamu3 Ha RFLP mapkepu B koampamusi pervoH. 3a ja ce JOCTUTHE BHCOKa (pUiloreHeTHYHa
paszzenuTenHa crnocoOHOCT, B HacTosAmoTo npoyyBane npu PCR-RFLP ananu3za ca nsnonssanu 22

PECTPUKIIMOHHU €H3UMA.


http://www.bmr-genomics.it/seq_i-index.html
http://www.bmr-genomics.it/seq_i-index.html
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q@ CRS_Dloop_15500a|(CARCARACCTACCCAMCCTTAACAGTACATAGTACATRAAAGCCATTTACCGTACATAGC
4B oo1B_1s873F CARCARARCCTACCCANCCTITAACAGTACATAGTACATARAGCCATTTACCGTACATAGC
1E) 0048_15573F CAACARACCTACCCAMCCTITAACAGTACATAGCACATAAAGECATTTACCGTACATAGC
4B oosB_15873F CRARACARRACCTACCCAMCCTTARCAGTACATAGTACATARAGCCATTTACCGTACATAGC
1) ooe_1s8TaF CARCARARCCTACCCAMCCTTARACAGTACATAGTACATARAGCCATTTACCGTACATAGC
1) oora_1s873F CRARACRAACCTACCCAMCCTCAACAGTACATAGCACATARAGCCATTTACCGTACATAGC
1) oozB_1se73F CAACAAACCTACCCAMCCTTAACAGCACATAGCACATARAGCCATTTACCGTACATAGC
4E) oos8_15873F CALRCARACCTACCCAMCCTTARACAGTACATAGCACATRAAAGCCATTTACCGTACATAGC
1) 0108_15873F CARCARACCTACCCAMCCTTARCAGTACATAGCACATAAAGCCATTTACCGTACATAGC

¥

(I3 frag bases I16280 l16220 I16300 I16310 116320 116330
selected at CARCARACCTACCCAMCCTTARCAGTACATAGCACATARAGCCATTTACCGTACATAGC
CONSensus pDSitbn .................................. ; ........ ;............... .............. .. ...........................................................
16,294

'_
|
21[]
[eifzl , _ A
0048_15973F Fragment base =16,254. Baz= 280 of 817
>>:§:;AACAAACCTACCCA“CCTTAACAGT
R R A R EE T BE EEREESE MY FAMREERETF

C C A CCT

A C T A A UG e G ST
E E EBETETE §F T BFERENE DY

®urypa 1. CekBeHLMOHHM XpoMaTrorpamu MHOJy4deHHM upe3 mporpamarta Sequencer v4.8. Crpenkure
couar tpausutusTa (C -> T) B mo3unmst 16 294 npu npoda 001B.



4. 'enorunupane Ha Y-xpomo3zomara

4.1. AHajau3 Ha OMAJIeJIHU MapKepu

['enoTunupaneTo Ha Y-XpoMo30Mara MO OTHOILIEHUE Ha OHAalleTHH MapKepH MpPOBEIOXME B
naboparopusita Ha ipod. Opuemna Cemuno kbM Karenpara mo 6uonorus u OuorexHonoruu "L.
Spallanzani” B VYuuepcutera B IlaBus, HWramus. 3a ycraHoBsBaHe Ha Y-XpPOMO3OMHHUTE
XaIrIorpymnu, KOUTO C€ CpeliaT npu ObJIrapure, ca reHOTUNUpaHu 75 OuanenHu mapkepa. [IbpBute
aHAJIM3UpPaHU MapKepH, KOUTO ca M3CJeABAaHU BbB BCUUYKH MpoOu ca M89 m M9, a ocranamure ca
U3CJIEBAHM B HepapXWyHa IOCIIEAOBATEIHOCT, CIOpeA (HIOTeHUTHYHOTO JbpBO Ha Y-
Xpomo3omara. XaIulorpyluTe ca O3Ha4eHW B ChOTBETCTBUE C IMPEHOPHKUTE HA Y-XPOMO3OMHHUS
KOHCOPIIMYM U CIIOpE]] HOMEHKJIaTypara, OCHOBaBallla e Ha MyTaLUUTe.

B 3aBucuMocT OT wu3cienBaHUS MapKep, IpU TE€HOTUIIMPAHETO Ha Y-XpoMmo3omara ca
U3I0JI3BaHU €IUH OT CJIEAHUTE METOAM:

. omnpenensiHe abokuHara Ha PCR npoaykra (3a uscnenBane Ha Mmapkep YAP)

o cekBeHupane (3a mapkepu SRY4064/M96, P16, M304 u M73)

. PCR-RFLP ananu3 (3a mapkepu M94, M2, M78, V13, M81, M123, M34, P15, L91, M547,
P303, U1, M527, M406, Pagel9, M253, P37, M423, Page08, M172, Page55, M67, M12, M9, M61,
M74, M242, M207, M198, M458, M269, L23, M412, U106, S116, U152, M529 u M70) (durypa
2)

o JICHaTypHpala BUCOKO M3MbIHUTENHA TeuHa xpomarorpadus - DHPLC (Denaturing High
Performance Liquid Chromatography) (3a mapkepu M216, M217, M35, M89, M201, L497, M69,
M82, M429, M170, M223, M267, M365, M390, M367, M368, M410, M530, M47, M92, M241,
M214, M231, M120, M25, M346, M323, M378, M173, M343, L11 u M124).

®urypa 2. EnexrpodoperndeH npodui Ha peCTPUKIMOHHUTE pparMeHTH noiay4yenu npu RFLP ananms
Ha Mapkep M269. [Ipu Hanmame Ha Mapkepa MpOayKTHTE OT cMuiIaneTo ¢ ersuMa 1SPS09I ca ¢ pasmepu
251, 42, 61, 10 u 5 bp, a npu yiumncara Ha MyTalusATa ChbOTBETHUTE (PparMeHTH ca ¢ abbkuHa 251, 42,
71, 10 u 5 bp. Crapt 1: MoJeKyJeH MapKep 3a OIpeIesissHe KOHICHTpamusaTa W padmepa Ha PCR
¢parment or 100 — 1 000 bp (100 bp DNA Ladder); craptose 2, 6 u 7: mpobu HOCEIId MapKepa;
craproBe 3, 4 1 5: mpoOu oTpUIIATEeTHH 110 Mapkep M269.
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4.2. AHAJIM3 HA MUKPOCATEJINTH

MukpocarenuTure Ha Y-xpomo3oMara uscienBaxme B naboparopusita Ha Ilporen OO/,
Codus. AHanu3uTe ca MPOBEAEHU BBPXY 247 OT U3CIEABaHUTE MNPOOH, W3OpaHH CIOpEN
MPUHAJUISKHOCTTA KbM e/iHa oT xarutorpynure E-V13, [-M423, J-M241, R-M458, R-L23*, R-U106
nmu R-U152. Ilpu Y-xpomMo30MHUSI MUKpOcaTenuTeH aHanu3 e u3nomsBaH kuT AmpFISTR Yfiler
PCR Amplification Kit (Applied Byosystems). Ilomyuenure PCR mpomykTu ca u3cieiaBaHu Ha
aBTomMarnyeH cekBeHatop mojaen ABI Prism 310 Sequence Genetic Analyzer upe3 ¢parmeHTeH

aHanu3. Pesynrarute ca ananusupanu ¢ nomoinra Ha copryep GeneMapperID v3.2.1.
5. CraTHCTHYeCKH aHAJIU3H

Yecrorute Ha HabmonaBanute MT/IHK m Y-xpoMo3oMHM Xamiorpynu ca H3IMOJI3BaHU 32
u3cieBaHe CTPYKTypara Ha TIEHeTHMYHara W3MEHYMBOCT B CTpaHara (BbTPENOMYJIAlMOHHO
CpPaBHEHHE), KaKTO U 3a ONpPENENIIHE Ha TE€HEeTMYHOTO pPOACTBO Ha ObJArapure C MIPEIUIIHO
U3CIIC/IBAaHU TOMyNAlMy  (MEXIynonylnaiuoHHu cpaBHenus). Ilomyuenute Y-STR pesynraruy,
3a€lHO CbC CBHOTBETHM JaHHM 3a Jpyrd Hapoau/pallOHM, ca W3IMOJA3BaHM 3a JaTUpaHe U

IpOCIIeAsIBaHE Ha Pa3spOCTPAHEHUETO Ha OMPEAEICHU Y-XPOMO30MHHU XaIlIOTPYIIH.
5.1. BrTpenonyaliuoHHO CPABHEHHE
5.1.1. xz (XH-KBajgpar) Tect

2
B HactosmoTo n3cnenBaHe upe3 y~ TECT € M3CIEABAaHO MHUTOXOHAPHAIHOTO pazHooOpasue
BbTpe B bwirapus (t.e. pasnpoctpanenuero Ha MTJHK Xxarmorpynure no paiionute Ha cTpaHara).

TecTbT € U3BBpILEH ¢ moMoniTa Ha codryep Excel, nonbiaen ¢ XLSTAT.

5.1.2. Anaau3 Ha mosekyaHara gucnepcust - AMOVA (Analysis of Molecular Variance)

Panpenenennero Ha Y-XpoMo30MHaTa W3MEHUYMBOCT B cTpaHara € oueHeHa upe3 AMOVA

aHaJM3 Mpu u3noi3Bane Ha codryep Arlequin 3.5.
5.2. MexkaynonyaauMoHHO CPaBHEHUEe
5.2.1. Anaau3 na raBaute komnoHentn — PCA (Principal Component Analysis)

3a ;1a ce WITIOCTPUPAT POJCTBEHUTE BPB3KH HA OBJITAPUTE C IPYTH MOMYNAIUY 10 MaluyuHa U
mo OamuHa JWHUS € MPOBEACH aHaJIW3 1O METOoAa Ha IJIaBHUTE KOMIIOHEHTH Bbh3 OCHOBAa Ha
yecrorara Ha MTJHK u Y-xpomo3oMmHHTE Xaruiorpynu. AHIM3bT Ha TJIaBHUTE KOMIIOHEHTH €

u3BbpILeH cbe copryep Excel, nombaren ¢ XLSTAT.
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5.3. AHAJIN3 HA MHKPOCATEJIMTHATA M3MEHYMBOCT B Y-XPOMO30MHH XaILUIOTPyNH
5.3.1. latupane Ha Y-XpOMO30MHH XaILIOTPyIH

Bw3pactra Ha Y-XpOMO3OMHHUTE XalUIOTPYIH MOXE Ja C€ ONpeAeNd upe3 TiIXHara
MUKpOCATeJINTHA H3MEHYMBOCT W Upe3 M3IOJ3BaHEe Ha ONpeiesieHa MyTaloHHa ckopoct. Llupoko
MPHUETO € JATUPAHETO Ha Y-XPOMO3OMHHUTE XaIIOIPYIH Jla C€ M3BBPINBA B TE3W HAPOIU/PAiOHH, B
KOWTO CBOTBETHATa XaIulorpyma € IpeAcTaBeHa ¢ moBede OT meT npodu. Ilpu omenkara Ha
BB3PACTTa HA XaIJIOrpynuTe B bbiarapus e u3nons3BaHo reorpadckotro pasieisHe Ha CTpaHara, 3a
koeto AMOVA aHanu3bT OKa3Ba HAIMYUETO HA 3HAYUMa MEXTYTPYIIOBa JUCTIEPCHSL.

['opHara rpaHuIla Ha BPEMETO Ha EKCIaH3Msl Ha XaIUIOTPYIUTE CE OpEeelis CIIOpeal MEeToaa
Ha Zhivotovsky et al., 2004 ¢ npomenute ot Sengupta et al., 2006. HemoctarbuHOTO MO3HABaHE HA
HSIKOW CHOUTHSI OT MHHAJIOTO (HarpuMep: GIyKTyalliy B pa3Mepa Ha MONyIaluuTe, MOMYIallMOHHN
CTECHEHHMS W T.H.) MOpaXJa OIpPEICIICHH OTKJIOHEHHs B HacTpoiikara Ha Y-STR MonekymnHus
4yacoBHHK. [lopajy ToBa M3UMCIICHUTE NATUPOBKUA HA MHUKPOCATEIMTHATa U3MEHUYMBOCT TPsIOBa Jia

ce 0OMUCIIAT BHUMATEITHO.
5.3.2. Mpe:xu Ha Y-XpOMO30OMHHTE XaIJIOTPyu

dunoreHeTHYHUTE BPB3KU Mexay Y-STR xamnorunosere B xamtorpynure 1-M423, E-V13,
R-M458, R-L23* u J-M241 ce uzobpassBar upe3 meauaHa-cBbp3Bamu - MJ (Median-Joining)
mpexu [Bandelt et al., 1999]. Te ca koHcTpyHrpanu upe3 u3nosiBaHe Ha nmporpamara Network 4.5.1.6
(www.fluxus-engineering.com). MJ mMpexuTe ce u3dmcisIBar 4pe3 o0paboTka Ha JTAaHHUTE 3a Opost
Ha TIOBTOPHUTE ¢ MOMOIITa Ha peayiupanuus meauanen —RM (Reduced Median) merox [Bandelt et
al., 1995], karo Ha Bcekn STR JOKyC ce MPUOKCBA TEXKECT CHOPEA OOpaTHO MPOMOPIMOHATHATA

CTOMHOCT Ha JUCIepcusiTa Ha Oposi Ha MOBTOPUTE.
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PE3VIITATHU

1. Onpenensine Ha MTITHK Xamuiorunose u xanjorpynu npu oOnJrapure

CexBeHUpPaH € MUTOXOHIpUAIHUS KOHTpoJeH pernoH Ha 855-te JJHK npobu ¢ nbikuHa ot
oxono 750-800 bp: 3amouBamr ot HykieotuaHa mosuius 16020 m 3aBbpriBaiy A0 HYKICOTHIHA
no3urus 200-300.

N3cnenasanure 855 mocnenoBarenHoctd Ha MTJIHK KOHTpOiIHUS pervoH ca rpynvpaHu B
557 xamnoruna. Bp3 ocHoBa Ha pasnmukute cbc CRS u Ha pesynrarure or PCR/RFLP ananmu3a,
xartotunoBere ca kinacuuuupann B 45 MtAHK ¢unoreneTnyHo KpailHM Xamiorpynud u
HOJXAIUIOTPYIIH.

XamnoTunosere, KOUTO ce cpemar ¢ yectora Hajx 0.5% B msnara u3Bajka ca JajJeHU B

Tabmuma 1

Ta6auua 1. Haii-uectn xarotunose Ha MT/IHK koHTpoHUS pernon npu ObJIrapute, OnpeacsieHu
3a TIOCJIEIOBATEIHOCTTa OT HykieotuaHa mo3unus (Np) 16020 mo nykimeotumHa mnosuius 200
(npouetrena 3a 850 JIHK npo6u ot nzBaakara).

bpoii tuna | MyranuoHeH MOTHB

(%) : (my an16020 110 np 200) ETIOTITEN ()

46 (5.4) 16519 H (3.3), H1 (1.8), H3 (0.3)
12 (1.4) 16304 H5 (1.4)

11 (1.3) 16311 HV (0.7), H (0.6)

10 (1.2) 16069 16126 16366 16519 73 185 188 Jic (1.2)

9(1.1) 16311 16519 H (0.5), HV (0.4), H1 (0.1), H3 (0.1)
9(1.1) 16126 16163 16186 16189 16294 16519 73 T1(1.1)

9(1.1) CRS H (1.1)

7 (0.8) 16224 16311 16519 73 146 152 K1 (0.5), K2 (0.3)

7 (0.8) 16356 16519 73 195 U4 (0.8)

7(0.8) 16287 16519 195 H (0.8)

6 (0.7) 16298 16311 72 HVO0 (0.7)

6 (0.7) 16126 16287 16294 16519 73 T2 (0.7)

6 (0.7) 16362 16482 H6 (0.7)

6 (0.7) 16519 152 H (0.2), H1 (0.2), H3 (0.2)
6 (0.7) 16298 72 V (0.6), HV0a (0.1)
5(0.6) 16343 73 150 U3 (0.6)

5(0.6) 16172 16223 16231 16292 16519 73 189194 W (0.6)

5(0.6) 16162 16519 73 H (0.6)

5(0.6) 16256 16270 16399 73 Ub5a (0.6)

5(0.6) 16069 16126 185 J1c (0.6)

5(0.6) 16069 16126 16261 73 J1c (0.6)
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1.1.YecToTa HAa MUTOXOHAPHAJHUTE XAILUIOTPYNH NPU ObJrapure

Yecrorata Ha 45-te ¢Qunorenernuno kpaian MT/IHK xammorpynu npu Obiarapure u
4ecToTaTa Ha OCHOBHHUTE XaIUIOIPYNU WJIM MaKpOXalJorpylnH, KbM KOWTO T€ IPUHAIJIEkKAT ca

cymupanu B Tabnuna 2.

Ta6auna 2. Yecrora Ha ocHoBHUTE MT/IHK Xammorpynm/mMakpoxaruiorpynu U TEXHUTE TOAXATUIOTPYITH
npu ObaTapuTe.

Xamiorpyna Honxamnorpyna | Bpoii (%)
H: 359 (42.0)
H* 222 (26.0)
H1 73 (8.5)
H3 8 (0.9)
H5 29 (3.4)
H6 14 (1.6)
H8 8 (0.9)
H11 5 (0.6)
HVO: 32 (3.7)
HVO0* 13 (1.5)
HV0a 6 (0.7)
V 13 (1.5)
HV(xH,HV0): 33(3.9)
HV* 30 (3.5)
HV1 2(0.2)
HV2 1(0.1)
R: 7 (0.8)
R* 3(0.4)
ROa 4 (0.5)
u: 188 (22)
Ul 12 (1.4)
U2 12 (1.4)
U3 16 (1.9)
U4 33(3.9)
U5 57 (6.7)
>Uba 37 (4.3)
>U5b 20 (2.3)
u7 4 (0.5)
us 4 (0.4)
>U8a 2(0.2)
>U8b 2(0.2)
K 50 (5.9)
>K1 45 (5.3)
>K2 5 (0.6)
MpOABIKEHA
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[Toutn momoBuHaTa OT nsnara u3Banka (42%) mpuHaiexu KpM xarmmorpyna H, koeto

15

Xamiorpyna Honxamnorpyna | Bpoii (%)
A 67 (7.8)
J1 60 (7)
>J1b 11 (1.3)
>Jic 49 (5.7)
J2 7(0.8)
>J2a 4 (0.5)
>J2b 3(0.4)
T 91 (10.6)
T1 37 (4.3)
T2 54 (6.3)
N: 67 (7.8)
N* 3(0.4)
N1 22 (2.6)
>Nla 6 (0.7)
>N1b1l 6 (0.7)
>| 10 (1.2)
N2 24 (2.8)
>W 24 (2.8)
X2 18 (2.1)
M: 8(0.9)
C 2(0.2)
D4 3(0.4)
M* 1(0.2)
M1 1(0.2)
Z1 1(0.2)
L: 3(0.4)
LOa 2(0.2)
L3f 1(0.2)
O6m1o0: 855

O3HauaBa, 4ye ToBa € Haii-uectara MT/IHK xamnorpyna npu Owarapure. Cpes nmoaxaruiorpynure Ha
Xr H gomunampama e H1 (8.5%). Ocrananure mt/IHK xamaorpymu, mpousu3amid OT Makpo-
xarutorpyna RO, kakButo ca xammorpynure HVO u HV u nonxamnorpynara ROa ce cpemar ¢ mo-
HUcku dyectotu (chorBeTHO 0.5%, 3.7% u 3.9%). Cpen mnpencraButenute Ha Xr U Haii-
MHOroOpoitHu ca Te3u kiacudunupanu keMm U4 (3.9%), U5 (6.7%) u npousBognara Ha US- K
(5.9%). Ot nmpousBoaHUTE Ha Xartorpymuus Kirsctep JT mo-3acterienu ca T1 (4.3%), T2 (6.3%) u
J1c (5.7%). YcranoBenute B Obarapckara nomynanus N(XR) xamtorpymu: Nla, N1bl, I, W u X2 ca

penku (cvorBetHo 0.7%, 0.7%, 1.2%, 2.8% u 2.1%). Cynep-xamiorpyna M e crnopaan4HO




npeacraBeHa ot xamwiorpynu C, D4, M*, M1 u Z1, a cynep-xamnorpyna L uma eauHUYHHU

npezncrasutenu ot LOa n L3f.
1.2. BbTpenonyJiaimOHHO CpaBHEHHUe

[Tpu BbTpenonynaluoOHHOTO CPaBHEHHE C€ M3CJIEBA 3aBUCUMOCTTA MEXJy XaIulorpyIrHaTa
NPUHAIUISKHOCT U MECTOPOKICHHETO Ha Maiikara upe3 y° TecT. TOH ce HpoBeXkIa BbPXy Opos
npeacrasutenu Ha MTAHK xarmmorpynure H, HV, [[ J, K, L, M, N, R, T, U, V, W u X B ciiennure
paitonu Ha ctpanara: Codus-rpaa u Codus-obnact, CeBeponsrouna, Ceseposanaana, FOronsrouna
n lOrozamamna bwarapus (®urypa 3) (Tabmuma 3). [lomyueHuTe pesyaTaTd ca CIeAHHUTE: Y2
=65.901 u p=0.093 ¢ 52 creneuu Ha cBoOoxa. [Ipu HuBo Ha 3HaunMocT 0=0.05 (p>0) He MOXKe 1a ce
OTXBBPJIM HYJICBAaTa XUIOTE3a 32 HE3aBUCHUMOCT MEX Ty Oposi JIHIla OT pallOHUTE Ha CTpaHara u Opost
nuua npunaanexamu kbM MTHK xammorpynure. OTTyk cneasa, ye pasnpenenenueto Ha MT/JHK

xarorpynute B bbarapust € paBHOMEpHO.

S— ] J,\-ﬁ-’\__%
p e

CEBEPO3AINAHA , CEBEPOWU3TOYHA
CODUSATPALL
W OGNACT
IOrOU3TOYHA

/J-/‘,\/\""

HOrO3ANAAHA

®urypa 3. Palionn Ha bbarapus BKIIIOYEHN BbB BETPENONYIALIMOHHOTO CPABHEHHUE HA YECTOTaTa Ha
MTIHK xamnorpymnure.
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Taoauna 3. bpoii npencraButenu Ha MT/IHK xamnorpynure B pa3nuynu paiionu Ha bearapus.

Bpoii smna
[P0 Codus —rpan (SEECHD by IOromsrouna IOro3amagua
u 00J1acT e pamaisa boarapus  bwarapus Obmo
Xr boarapus bbarapus

H 71 24 52 98 95 340
HV 9 4 9 9 21 52
[ 2 1 0 1 6 10
J 7 6 9 19 20 61
K 7 4 5 15 17 48
L 0 0 0 3 0 3
M 3 1 2 0 1 7
N 3 1 0 2 8 14
R 3 0 0 1 3 7
T 18 3 18 26 20 85
U (xK) 25 11 20 31 47 134
\% 2 4 1 2 4 13
W 2 2 5 5 9 23
X 2 3 S) 3 4 17
O6mo 154 64 126 215 255 814

1.3. Mexaynony/1anMoHHO cpaBHeHHe Ha yecTtoTara Ha MTIHK xansorpynun

Me:xynomnyaalioOHHOTO CpPaBHEHUE € MPOBEIEHO Ype3 aHajJu3 Ha INIABHUTE KOMIIOHEHTU
(PCA). B mero Owirapckara momynanus € cpaBHeHa ¢ 41 momymanuu oT 3amagana EBpasus u
CesepHa A¢dpuka. PCA anamuzbT e nposeneH Bbpxy 23 mTIHK xamnorpynu (H*, HS, HVO, HV,
ROa, J, T1, T2, Ul, U2e, U3, U4, USa, USb, U6, U7, U8, U*, K, N1, N2, X u M), a npou3BoIHUTE
Ha cymnep-xarorpyna L u xamiorpynure, KOUTO ca pa3JIMyHU UM HE TPOU3JIN3AT OT TOPHUTE, HE ca
BKJIFOUEHH BbB BXOAHMUTE JIaHHU 3a aHanu3a (Tabmuma 4). HabopsT ot 45 MTIHK Xamnorpynu npu
ObJrapuTe € ChKpareH, opajau HyXJaTa OT IpHUPaBHIBAHE HA HAIIUTE JAHHU C TE3U OT MPEAUIIHU
MIPOyYBaHUS MPOBEJCHU Ha MO-HUCKO HUBO Ha (puiioreHeTHuHa pesontonusi. Hanp. npu Obarapckara
nonynanus xamorpynure HV*, HV1 u HV2 ca obeaunenu B xamorpyna HV, Twit kato npu npyru
nomynaruu B PCA anaymsa Xr HV He e gombiaHuTenHO Kiacupunupana. [ToHmkaBaHeTo Ha
¢buoreHeTHYHaTa PE30JIIOLMS HU MO3BOJIM KbM JIaHHUTE 3a ObJrapckara MOMylanus aa Jo0aBUM
pesynrarute 3a 141 Obiarapu, BKIIOYEHHM B MPEAMIIHO IpoyuBaHe Ha eBporeiicku MTAHK nuxun

[Richards et al., 2002].
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Ta6auna 4. bpoii muma npuHaexamy kpM MTIHK Xarmmorpynure n moaxariorpynuTe B U3BaIKUTE
ot 42 nomynauuu Bkitouenu B PCA ananuza.

Tlomynanus bpoii amua

Y O6mo| H* | H5 |[HVO HV [Roa| J | T1 T2 | Ul U2 U3 | U4 USsa
Ascrpns ! 9 43 3 1 1 1 10 2 8 0 1 1 4 8
AnGanus * 42 18 0 1 1 O0 3 1 2 1 0 O o0 3
AHrHs 33 148 13 11 1 O 46 7 22 0 3 2 7 13
Bocha > 144 61 8 9 0 2 10 2 5 2 0 1 8 10
Boarapus > 996 380 33 35 39 6 77 46 59 13 10 21 39 45
Tepmanus ©° 905 368 43 37 3 0 83 23 71 4 2 16 26 46
Tepuus 155 54 6 3 5 3 21 4 6 3 1 3 4
Eruner " 413 15 2 13 14 7 29 9 17 2 1 14 5 1
Ecronns * 558 235 17 18 6 0O 5 7 3 1 7 5 32 56
Wpnanans * 300 126 5 17 4 1 33 4 17 0 4 3 4 1
Wcnanus >%° 1029 437 33 7% 8 3 84 17 51 1 2 12 19 33
Wranus (CeBepHa)® 346 131 33 18 8 1 21 6 26 3 5 4 10 7
Wramus (Lentpanna)' 1273 427 52 61 45 14 88 34 129 11 10 34 21 56
Wramns (FOxkna) * 539 209 25 19 18 5 45 13 35 10 4 17 13 11
Kaskas ! 2650 573 61 24 104 7 172 83 184 108 60 147 104 153
Kunbp 91 18 2 0 O O 5 0 7 2 0 5 2 2
Kpur ! 202 79 7 2 6 0 11 6 22 4 1 16 1 4
Jdarpus’ 299 113 20 9 7 0O 19 5 23 0 9 5 28 21
Jdemuoct 60 26 4 0 O O 3 0 10 2 1 1 0
Hopserus’ 556 250 17 21 1 O 58 4 4 1 0 17 35
Manecrnann® 117 28 5 0 2 3 11 4 11 1 1 1 2 1
Moasium * 542 192 34 22 6 0 51 10 43 0 4 27 25 22
Mopryramus® 594 261 12 27 O 4 38 20 41 0 6 8 12 15
Pojtoc 42 14 1 0 O O 3 0 6 0 0 5 0 1
Pymbuus ! 949 26 7 6 1 2 8 8 5 0 0 3 4 7
Pycus > 549 220 27 26 12 2 40 16 43 2 8 5 19 38
Capaunus * 370 165 4 25 4 0 45 6 34 4 1 5 1 7
Cunpnns 10 51 6 3 4 2 5 2 6 2 1 1 3
CroTIanus 1199 474 36 42 1 0 168 31 95 6 8 18 23 60
CioBakus 29 49 9 3 2 0 19 2 9 0 2 3 2 9
CoioBenust ' 04 38 11 7 0 O 10 1 5 0 1 2 6 8
Crpana Ha 6ackure 156 87 6 177 O 0 4 0O 9 0 0 O 0 2
Typuus ' 30 99 10 2 17 0 32 11 18 11 4 19 5 4
Yeac* 92 43 7 3 2 0 14 2 2 0 0 O 0 3
Ykpaiina 110 4 5 2 1 0 14 2 7 1 2 1 6 7
Vurapus > 533 136 21 25 4 7 46 8 21 4 4 1 9 15
Ounnangus 312 113 8 19 0O O 19 5 13 1 2 0 5 18
®paunnus '° 332 125 16 19 2 3 17 8 29 O 7 2 71 17
XnpBarcka - % 3% 7 5 3 0 3 2 4 1 4 2 2 8
Yexns * 83 28 6 5 3 o0 7 3 8 0 1 1 1 7
[IBeiinapus’ 228 93 11 11 1 O 26 6 22 0 2 2 8 1
IBeuns n Jauus’ 7% 3 4 3 0 O 9 2 5 0 1 0 3 5
MMpoAbJIKCHA

18



Honyaanus bpoit mna

Usb U6 | U7 | U8 U* K NL N2 X | M
ABcrpust - o o o 2 1 7 2 1 1 2
AnGanus * 3 o0 0 0 0 3 1 o0 o0 1
Anrimms 2 5 0 1 1 0 22 10 3 3 0
Bocua ° 7 0 0 0O 0 6 5 2 2 2
Bbarapust > 25 0 7 4 3 59 27 25 20 11
Tepmanus 3 0 2 2 3 63 24 21 10 2
r 'bplll/lfll 4 0 2 0 1 7 7 2 4
Erumner " 15 3 2 0 0 23 21 4 1 41
Ecronus ' 24 0 0 9 1 15 13 15
Mpaanaus 5 0 0 O 0 37 9 7 2
Hcnanus > 23 16 0 3 34 66 14 24 18
Hranus (CeBepua) 4 0 0 1 0 32 12 6 17 1
Wranus (Lentpanna)* 3 4 14 10 1 84 35 25 39 25
Uraaus (FOxua)’ 7 7 6 2 0 39 21 9 14 7
Kaska3 * 27 1 25 13 1 159 56 93 145 163
Kunbp o 2 1 0 0 19 4 3 3 2
Kpur ! 6 0 1 0 o0 15 3 0 8 2
Jareus 6 0 O 0 0 7 13 12 1 1
Jlemuoc! 0 0 0 3 0 1 2 0 2
Hopserus™ 31 0 0 2 0 31 13 2 6
l'[aneCTmuml 0 1 3 0 1 9 3 4 4
Mossin 7 0 1 3 0 21 15 23 11 12
Mopryramus’® 5 14 1 1 7 3 9 1 9 3
Ponoc * 0o 2 1 0 3 2 1 1 0
Pymbuus 5 0 0 0 0 3 0 6 0
Pycus 2% 4 0 1 2 0 22 14 13 12 8
Capaunus * 3% 1 1 0 ©0 17 4 1 5 8
Cl/l].ll/I.JII/lﬂl 1 1 2 0 0 6 3 0 3 0
Ckoriiangus 30 0 1 4 0 97 61 13 30 1
CioBakus 2 0 0 0O 0 5 6 3 0 1
CoioBenust ' 3 0 0 0 0 4 2 5 1 0
Crpana Ha 6ackure ' 17 0 1 1 0 6 0 0 2 0
Typuus * 6 0 2 4 2 19 13 10 15 15
Yeac* 3 0 0 0 o0 7 3 1 0
Vkpaiina ° 4 0 1 1 0 3 3 1 1 4
Yurapus 7 1 1 11 2 113 28 28 7 1
®unnanans 4 0 1 0 0 19 17 1 6 0
Dpanius o 12 2 1 3 0 35 8 5 4 6
XspBarcka *’ 2 0 1 0 0 6 3 4 0 2
Yexns * 3 o0 0 O 0 3 3 1 3 0
L seiinapus’ 5 1 0 1 0 12 3 4 1 0
IBeuns n Jauus’ o 0o o 0 0 8 1 1 0 0

* H(xH5), *[Achilli et al., 2007], *[Richards et al., 2000], *nacrosmoro npoyusare, ‘[Lutz et al., 1998],
*[Brandstatter et al., 2006], °[Tetzlaff et al., 2007], ‘Heny6ukyBanu mannn, “[Stevanovitch et al., 2004],
°[Coudray et al., 2009], *[Saunier et al., 2009], *[Alvarez-Iglesias et al., 2009], **[Irwin et al., 2008],
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BIrwin et al., 2010], **[Brandstatter et al., 2007], *°[Brandstatter et al., 2008], *[Hedman et al., 2007],
YIRichard et al., 2007], **[Babalini et al., 2005]

2. Omnpenensine Ha Y-XpOMO30OMHM XAIUIOTPYNH M XaIUIOTHIIOBE MPH

ObJrapure

2.1. YecToTa Ha Y-XpPOMO30OMHHTE XANJIOTPYNH NPH ObJIrapure

Ot 75 uscnenBany OMayeTHU Mapkepa Ha Y-XpoMo3oMmara € YCTaHOBEHO HAJIIMYMETO Ha 67,
oT KouTO 49 ca MH(POPMATHBHU T. €. ONpenesAT GuUiIoreHeTHuHO KpaHu xarorpynu (durypa 4).
[eHOTHMIIIPAaHU ca MBXKE OT IsIaTa CTpaHa, KOMTO CIOped MICTOTO Ha paxkIaHe Ha Oamara ca
KJIacu(UIUpPaHU B JIEBETTE 00JACTH OT MPEAUIIHOTO aJMUHHCTPATHBHO JAelieHuEe Ha bwarapus B
nepuoaa 1987-1998 r.: byprac, Bapna, JloBeu, Monrana, [InoBnus, Pasrpaa, Codusi-rpan, Codus-
obmact u XackoBo. PaznensHero B Te3u oOmacTd € MO MpuUMepa Ha Hai-MamabHOTO
AHTPOIOJIOTHYHO IPoyuBaHe Ha Obirapute [Mopaanos, 2006].

UecToTTe HA YCTAaHOBCHHTE Y-XPOMO3OMHHU XaIJIOTPYIH B CTpaHaTa W B OTICIHUTE
obracTu ca npeacraBenu B Tabnuma 5.

Pesynrarure mokasBar ye, Haii-uecTuTe Y-XPOMO3OMHHU XaIUIOTpymu Impu Obiarapute ca I-
M423 (20.2%) u E-V13 (18.1%), cieaBanu ot xamtorpyna R-M17 (17.5%), ot kosito 42.9%
npuHaiexkar kbM Xr R-M458. Xamnorpyma R-L23* ce cpema npu 5.2% ot Owarapure,
oOXBall[aiiki TOYTH TOJIOBUHATa OT mMoJokuTedHUuTe 1mo M269 Y-xpomoszomu. Crensamm 1o
gyectota ca xarmorpynu 1-M253 (4.3%), J-M241 (3.8%) u J-M530 (2.4%). OcraHanara 4act OT

(UIOTeHEeTHYHO KpallHUTE XaIIOrPYIU Ce Cpelar ¢ yectora no-uucka ot 0.2%.
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M216

M217

C-M217

M94 |YAP MO6

E-M96 (xM35,M2)

M201

M35

E-M35*

P15

M78

M78

Vi3

E-V13

M8 1

E-M81

M123 M34

E-M34

G-P15*

MB9

M82

P16

G-P16

M547

G-M547*

P303

G-P303*

L497

G-L497

U1

G-U1*

|m527

G-M527

M406

G-M406

| Page19

G-Page19

L91

G-L91

H-M82

M170

-M170*

M429

M253

-M253

M89

M304

P37

M423

-M423

M223

-M223

M267

J1-M267*

| Page08

J1-Page08

MO MB1

M172

V410

J2-M410*

|Page55

J2-Page55*

m47

J2-M4a7

M7

J2-MB7*

[mo2

J2-Mo2

M530

J2-M530

M12

J2-m12*

[M241

J2-M241

L-M61

N 14

M231

N-M231

M7 4

M242

M25

Q-M25

MEH2 [M346

Q-M346

[va7s

Q-M378

M198

R1-M198*

M173 [m458

R1-M458

M70

M207

M73

R1-M73

M343|M269

R1-M269*

[23

R1-L23*

a2

R1-M412*

M124

R1-L11*

U106 R1-U106
ST16 R1-S116

U152  R1-U152
R2-M124

T-M70

®durypa 4. OuIOreHETUYHH BPBH3KM HAa Y-XPOMO3OMHHTE XaIUIOTPYIH B ObJATrapcka TMOIYJIarys.
Mapkepute M2 (ot Xr E), M365, M367, M368, M390 (ot Xr J), M120, M323 (ot Xr Q) 1 M529 (ot

Xr R) ca ananms3upanu, HO HE Ca yCTaHOBEHH.
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Ta6aumna 5. Yecrora Ha Y-XpOMO30MHHUTE XaIUIOTPYITH BB BCSKA OT OOJIACTHTE CIIOPE MPEIUIITHOTO aIMUHUCTPATUBHO AesieHue Ha brirapus (ot 1987 no
1998 ron) u B cTpaHaTa Karo LsIo.

Bpoii (%)
Xamnorpyna
C-M217

E-M96(xM35,M2) 1 (2.2)

E-M35*
E-M78
E-V13
E-M81
E-M34
G-P15*
G-P16
G-M547*
G-P303*
G-L497
G-Ul
G-M527
G-M406
G-PAGE19
G-L91
H-M82
I-M170*
1-M253
1-M423
1-M223
J1-M267*
J1-PAGEO08
J2-M410*

NpoABIIKCHA

Byprac  Bapna

1(6.7)

1(2.2)

8(17.8)  3(20)

2(4.4)

1(2.2)

1(2.2)

1(6.7)
4 (26.7)
1(6.7)

7 (15.6)

2 (4.4)
1(2.2)
1(2.2)

JloBeu

1(1.6)

15 (24.2)

2(3.2)

1(1.6)

2(3.2)
9 (14.5)
1(1.6)
1(1.6)
1(1.6)

MonTtana IlnoBauB Pasrpag Codus-

1(1.3)
3(3.8)
16 (20)

2 (2.5)

2 (2.5)

1(1.3)

5 (6.3)
15 (18.8)

2 (2.5)
2 (2.5)

1(0.6)

1(0.6)
32 (20

4 (2.5)

4 (2.5)

2 (1.3)
1(0.6)
2 (1.3)
9(5.7)
32 (20
4 (2.5)
1(0.6)
2(1.3)

1)

1)
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8 (38.1)

1(4.8)
2 (9.5)

2 (9.5)

rpaa

5 (8.5)

1(1.7)
1(1.7)

1(1.7)
2 (3.4)
1(1.7)
2 (3.4)
15 (25.4)
1(1.7)
1(1.7)
3(5.1)

Codus-
o0JIacT
2 (0.8)

7(2.7)

XackoBo Heyrounena O0Omro

o0JIacT
1(1.4)

37 (14.4) 12(29.3) 10 (14.5)

5 (1.9)

1(0.4)
1(0.4)
3(1.2)
7(2.7)
2 (0.8)

1(0.4)
1(0.4)
1(0.4)
1(0.4)

11 (4.3)
59 (23)
6(2.3)
4 (1.6)
6(2.3)
2 (0.8)

1(2.4)

1(2.4)
2 (4.9)
1(2.4)

1(2.4)

1(1.4)
1(1.4)

1(1.4)

2 (2.9)
1(1.4)

4 (5.8)
18 (26.1)

1(1.4)

4 (0.5)
3(0.4)
1(0.1)
12 (1.5)
146 (18.1)
1(0.2)
15 (1.9)
2(0.2)
1(0.2)
1(0.2)
6(0.7)
15 (1.9)
4 (0.5)
1(0.2)
1(0.1)
2(0.2)
7(0.9)
5 (0.6)
3(0.4)
35 (4.3)
163 (20.2)
14 (1.7)
11 (1.4)
16 (2)
4 (0.5)




Bpoii (%)
Xamnorpyna
J2-PAGES5*
J2-M47
J2-M67
J2-M92
J2-M530
J2-M12*
J2-M241
L-M61
N-M231
Q-M25
Q-M346
Q-M378
R1-M198*
R1-M458
R1-M73
R1-M269*
R1-L23
R1-M412*
R1-L11*
R1-U106
R1-S116
R1-U152
R2-M124
T-M70
O0mo

Byprac
2(4.9)

5 (11.1)

2 (4.4)
3(6.7)

1(2.2)
4 (8.9)
1(2.2)

2 (4.4)

45

Bapna

1(6.7)

1(6.7)
1(6.7)

2 (13.3)

15

JloBeu

4 (6.5)

3(4.8)
1(1.6)
3(4.8)
1(1.6)

1(1.6)
6(9.7)
6(9.7)
1(1.6)
1(1.6)

1(1.6)

1(1.6)
62

Monrana IlnoBauB Pasrpaj

2 (2.5)

1(1.3)
1(1.3)
2 (2.5)

1(1.3)
15 (18.8)
3(3.8)

1(1.3)
2 (2.5)

1(1.3)
1(1.3)

1(1.3)
80

3(1.9)
4(2.5)
2 (1.3)
6 (3.8)
1(0.6)

1(0.6)

13 (8.2)
13 (8.2)

1(0.6)

8 (5)

1(0.6)
1(0.6)
2 (1.3)
1(0.6)
5(3.1)

2 (1.3)
159

23

1 (4.8)

1 (4.8)

2 (9.5)

3(14.3)

1 (4.8)
21

Codus-

rpaj

1(1.7)
2 (3.4)

2 (3.4)

9 (15.3)
3(5.1)

2 (3.4)
3(5.1)

2 (3.4)
1(1.7)

1(L.7)
59

Codus-
o0JIacT
2 (0.8)

3(1.2)
2 (0.8)
8(3.1)
1(0.4)
10 (3.9)

1 (0.4)
1 (0.4)

27 (10.5)
18 (7)

2 (0.8)
11 (4.3)

4 (1.6)

7.7
1 (0.4)
2 (0.8)
257

XackoBo

1(2.4)

1(2.4)
2 (4.9)

5 (12.2)
7 (17.1)

4(9.8)

2 (4.9)

1(2.4)
41

HeyTounena
obJact

1(1.4)
1(1.4)
1(1.4)

1(1.4)
1(1.4)
2 (2.9)

3(4.3)
5(7.2)

1(1.4)
5(7.2)

2 (2.9)
2 (2.9)

4 (5.8)
69

O61mo
14 (1.7)
1(0.1
8 (1)

5 (0.6)
19 (2.4)
3(0.4)
31(3.8)
2(0.2)
4 (0.5)
1(0.1)
1(0.1)
2(0.2)
81 (10)
61 (7.5)
2 (0.2)
8 (1)
42 (5.2)
2(0.2)
1(0.1)
10 (1.2)
6 (0.7)
17 (2.1)
1(0.1)
13 (1.6)
808




2.2. CtpykTypa Ha ObJarapckusi Y-XpoMo3oMeH reHo()oH/ B CTpaHaTa

I'eorpadckoro nmonpasnensne Ha Y-XpoMO30MHaTa H3MEHYMBOCT B bbarapus € olieHeHo upe3
riepapxuueH AMOVA ananu3 Ha:

-[IONYNalliY, HaceNsBalll aJMUHUCTPAaTUBHUTE 001acTH, ONPEIETIeHU CIIOpe MPEIUIIIHOTO

paszaencnue Ha ctpanara (1987-1998 r.) (durypa 5);

-nonynanuu, rpynupanu B M3rouna, llentpanna u 3anagna bearapus;

-ONyNaluy, TpynupaHu coopen  ¢usuko-reorpackuTe pailoHHn Ha  CTpaHara

(YepHOoMOpCcKOTO Kpaitbpekue, roro3anaanus paiioH, JlyHaBckara paBHHHA U Tpakus).

®urypa 5. AIMUHHCTPATUBHH 00JaCTH, CIIOPE]] MPEIUIIHOTO paszencHue Ha crpanara (1987-1998 r.)
BiiodeHn B AMOVA ananmsa Ha yectoTara Ha Y-XpOMO30MHHUTE XaIUIOTPYITH.

Tabauna 6. Pesynraru ot nposenenns AMOVA ananus.

KomnonenTtu Ha | IIpoueHT
CpaBHeHue
JANCHEepPCHsiTa BapHuanus
Mexay monynanunTe 0.00173* 0.38
bes rpymupare BwTpe B nonynanuure 0.44967 99.62
I'pynupane B Mexny rpynure 0.00221* 0.49
H )
Hz:::;in an Mex 1y TomyJIaliuTe B TPYTIHTE 0.00014 0.03
3ananna BwTpe B nonynanunre 0.44967* 99.48
Bbarapus®
OGexHHsIBAHE BLB Mexmy rpynure 0.00088 0.19
usnxo- Mesk 1y MOomyJaliuTe B IPYIUTE 0.00097 0.21
reorpagcku
paiionn ° BwTpe B omnysnamuunre 0.44967 99.59

* p=0.05; ® obenunsABane Ha obnactu Byprac, Bapua u Pasrpan (M3rouna bwarapus), Montana, Codus-
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rpag u -obmact (3amamHa Bwirapms) u Jloew, ITmommB u Xackoo (LlenTpamna Bwarapus); °
obenunsBane Ha byprac m Bapna (YUepnomopcko kpaiidpexue), Codus-rpang u Codus-odmact
(rorozamazieH paiion), Jloeu, MonTana u Pasrpan ([{ynaBcka pasauna) u [Tnosaus u Xackoso (Tpaxuis)

[eHeTn4HaTa Bapuanus MEXIy MOIMYNAMHUTE OT aJMUHHUCTpaTHBHUTE oOnactu (1987-1998
r.) e manka (0.38%) u cbc CTOMHOCT Ha KpHUTEpHUs 3a MPOBEPKa OJIM3KA 0 HUBOTO HA 3HAYMMOCT
(p=0.05). [Tony4yeHnTe pe3yATaTH IpU IPYIMUPAHETO HA 00JaCTUTE BbB (PU3HKO-reorpa)CKu paiioHH
HE ca CTaTUCTUYECKU 3HAYMMHM, a IpU IpynupaHero Ha obnmacture B M3rouna, Llentpanna u
3anagHa bbirapus HeoyakBaHO ce IojlydyaBa MexayrpynoBa usmeHunBocT (0.49%) c manka
craructrudecka 3HaauMocT (P=0.05). Te3u HaOMrOnEHUS TTOKA3BAT, Y¢ ChbBPEMEHHHAT OBJITapcKu Y-
XpoMO30MeH reHOo(OH € A0cTa eIHOpo/ieH B cTpaHara u ye CTapa MilaHWHa He € JelicTBaja Karo

Oapuepa 3a TCHEH MOTOK.

2.3. MexaynonyJalHOHHO CPABHEHHE HA YecTOTaTa Ha Y-XPOMO30MHH XaIJIorpynu

CBBKYIIHOCTTA OT YECTOTUTE HAa Y-XPOMO30OMHHUTE XAIJIOTPYIH € U3I0J3BaHa 3a CPABHSBAHE
Ha Obyrapure ¢ Apyru nomnyitauuu dpe3 PCA ananus. JlaHHuTE 3a CpaBHEHUE ca B3€TH OT
JUTEPaTypHH W3TOYHHMIM U Ca MPHUPABHEHH JO0 BH3MOXKHO HAi-BUCOKO HHUBO Ha (MIIOTEHETHYHA
pesomtonus (kakto npu PCA ananuza Ha yectoture Ha MT/IHK xamnorpynu). B 3aBucumoct ot
U3CIIEIBAHNS KOHTUHIEHT ca nposeneHn Tpu PCA ananusa.

B mppBus PCA ananu3 ca BkiIoueHH 42 eBpaswilcku M a@pUKAHCKU MOIYyJaluH,
aHAJIM3UPAHU C QUIOT€HETUYHA PE3OJIIOLMS, CPABHUMA C IIOCTUTHATATa B HACTOSILOTO U3CIICABAHE.
Jluteparypuure naHHM 3a 23 Y-XpOMO30OMHHM XaIUIOTPYIH B TE€3U MOIYJAlUU ca NPEACTaBEHU B

Tabmnma 7.
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Ta6auna 7. bpoii nuia cnagamy KbM Y-XpOMO30MHUTE XaruTOTPYIH B H3BAAKUTE OT 42 momynanuu BkirodeHn B PCA ananmza.

Bpoii 1una

A HEARREEHEEERAAREEREEEEBEE

Crpana/paiion ° E % " @ = <§ § 3 g S g S 5 & E’ % E § ~ § C
(eTHMYeCKA rpyna) = X =

Anbanus 55 14 1 12 8 3 2 10 3 2
A¢ranncran/Cesepen ° 44 2 2 11 2 5 22
A¢raunncran/FO:xen ° 146 5 13 6 5 4 7 4 4 96
Bocna (6ocnenmn) 2 84 11 3 42 3 2 5 11
Bocua (xbpBarn) 90 8 1 66 1 1 4
Bbbarapus 4 808 4 4 158 1 15 40 5 215 34 38 13 27 2 4 4 86 78 60 13
I'py3us 66 1 21 1 9 12 1 6 6 1
I'bpuns 92 1 18 3 9 8 4 1 16 10 4
I'spuns (o6xact Makexonust) 2 | 57 12 1 1 17 3 1 1
Erumner (apaon) = 147 4 7 26 12 10 13 1 12 31 1 4 12
Ernner/IOwxen ° 29 5 2 1 1 6
Ertuonus (amxapmu) ' 78 30 28 1 2
Ertunonus (opomn) ’ 48 100 11 1 15
Memen ° 62 5 1 3 45
HNopaanus- Mupreo mope 2° 45 14 1 4
Nopaanus-Aman *° 101 1 4 5 3 6 41 6 2
Mpax (Maaau apaéu) ° 143 3 116 1 2 4
Hpan/Ceepen ** 33 1 1 6 1 3 1 3 1 5 1
Wpan/FOxen > 117 3 2 5 1 15 3 4 19 4 14 7 1 1 7 19 4
Kaska3 (6ankapuu) -2 38 1 11 1 1 1 6 2 2 3 3 5
MaxkenoHusi (aJ10aHIMN) L 64 23 2 1 11 9 1 4 12 1
Oman *° 20 1 4 8 2 5 2 2 5 6 1 46 1 1 1 1 10
POOBILKEHA
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Bpoii 1una

Crpana/paiion ° E % " @ = § § 3 g S E 2 § 2 § E E § ~ g S

(eTHMYeCKA rpyna) ® X =
Makucran/Cesepen >* 86 12 0 1 2 2 10 3 4 2 14
Maxucran/KOsxen ** 91 1 1 2 4 2 2 13 2 6 13 1 2 9 29
Mosma “° 99 4 18 1 1 18 23 33
Pymbans 149 24 3 45 7 8 4 3 1 1 1 18 26 7 1
Pycusi/Bearopox ** 143 1 1 24 6 18 4 68 17
Pycusi/JIupun > 110 1 25 1 6 1 4 53 16 3
Pycus/Ilckos”" 132 4 1 22 1 1 32 5 48 16
Pycus/Yu:xa®™ 52 3 14 2 2 7 5 11 6
Cesepna Adpuxa (6epoepu)™ 94 4 62 2 2 3 3 5 1
CaoBenns 75 2 23 1 1 16 27 2
Cynau (apa6u) ' 102 3 17 4 46
Cup6us 1 Bocua (chpou)™>"’ 184 2 34 7 72 8 3 2 2 7 13 22 10
Typuns/3anagua >*° 163 2 4 3 13 7 14 1 16 2 19 15 15 6 5 1 22 9 4
Typuus/M3rouna > 208 1 10 13 26 1 4 6 3 8 20 13 9 6 25 17 5
Typuusi/Llentpaana > 152 3 1 9 17 1 1 31 10 12 3 7 3 29 7 4
Vkpaiina -2 92 7 1 3 1 18 3 1 2 6 1 29 17 1
Yurapus - 53 4 1 1 7 1 8 20 10 1
XbpBarcka'? 89 7 1 1 39 3 1 2 1 16 8
XbpBarcka/Ocuek 29 3 4 8 2 1 10 1
Yexus'? 75 3 8 4 2 25 18 13 1

![Battaglia et al., 2009], [Underhill et al., 2010], 3[Lacau et al., 2012], *nacrosoro npoyusase, [Luis et al., 2004], °[Arredi et al., 2004], "[Semino et al., 2002], 8[Cadenas et al.,
2008], °[Flores et al., 2005], *°[Al-Zahery et al., 2011], *'[Regueiro et al., 2006], ’[Sengupta et al., 2006], **[Martinez-Cruz et al., 2012], **[Balanovsky et al., 2008], *°[Alonso et al.,
2005], *[Hassan et al., 2008], *'[Regueiro et al., 2012], **[Cinnioglu et al., 2004]
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B®B BTOpHS aHa/IN3 HA IIaBHUTE KOMIIOHEHTH € U3CJIEABAHO POACTBOTO MO OalllvHa JIMHUS
Mexay Obirapute U 43 €BpOMECKH MOMYNalliyd 10 OTHOIIEHWE Ha mecT dectd B EBpoma Y-
xpomo3oMHuH xariorpymnu (Tabmuia 8).

Tabauma 8. bpoil numa mnpuHAUICKANM KbM Y-XPOMO3OMHHUTE XaIUIOTPYNH B W3BaAKd OT 44
eBporneicku nomynanuu Bkiodenu B PCA ananusza.

Bpoii 1una
E [T ¢ |82 ¢
Crpana/paiion 5 & § g § E &
(eTHHYeCKa rpymna) " ~ %
=
Anbanns 55 14 1 12 11 5 10
Bocua (Gocnenm) 84 1 3 42 10 13 3
Bocua (xbpBarth) 20 8 1 66 2 1 2
Bbbarapus 2 808 175 40 215 85 138 91
Tepmanns ° 16 1 6 1 8
I'bpuns 92 20 3 9 19 15 18
I'spuns (o6aact Makenonnsi) * 57 13 1 17 8 6 9
Mcnanns (6ackn) > 45 1 3 40
HWcnanus/Angany3ust € 29 3 1 2 19
Mcnanns/Karasonns ° 24 1 2 1 1 19
Hrammsi/rpannna Tockana- 79 9 12 4 15 4 32
Jlanuo *
Wranus/Kanaépus 37 5 3 13
Hranus/Mapke, yacT Ha 27 4 4 1 6 2 9
Anennnnre *
Hramusi/ocrpos Ea6a * 95 7 10 19 8 1 50
Hranus/Cesepozananua Iyaus 46 2 6 8 3 24
Hranns/Ceseponsroyen Jlaumo 55 14 7 3 8 1 21
Wrans/CeBepon3Touna * 67 2 8 7 9 7 28
Wramus/Llentpanen Mapxke * 59 3 4 5 21 1 22
Hraus/Ilentpanua Tockana * 41 4 3 2 7 2 19
HWramus/FOsxen Jlanuo * 51 3 6 4 13 2 19
Hramus/FOxua Kamnanns * 84 15 8 9 14 2 24
Wramus/FO:xua Myns * 71 16 8 2 17 1 19
Makenonns (anéanmnn) - 64 25 1 11 10 1 12
Momma* 99 4 18 1 56 18
PymbHus ° 149 24 3 45 19 33 20
Pycus/Bearopon ° 143 1 1 24 6 85 4
Pycus/JIupnn ° 110 1 25 1 69 5
Pycus/Ilckos ° 132 5 22 1 64 5
Pycus/Yu:xa ° 52 3 14 2 17 6
Cuosennst 75 2 2 23 2 29 16
Cupous u Bocua (cbp6u) -’ 184 34 7 72 13 22 23
Vkpaiina * 92 8 3 18 6 46 3
Yurapus * 53 5 1 7 1 30
®unnangus/Ocrpodorans ° 40 2 8 3 1
NPOOBJLKEHA
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Bpoii 1una

s (I [e]z |8 E].2

Crpana/paiion E o § g % E ';é\ S
(eTHMYeCKA rpyna) R =

®paunus ° 23 2 4 3 13
®panuns (6acku) ° 22 2 1 19
Xosnanaus ° 27 1 6 1 19
XspBarcka 89 8 1 39 4 24 1
XbpBarcka/Ocuek 29 3 4 8 3 11
Yexus * 75 3 8 4 31 26
IlBenus (caamu) ° 38 12 6 3
IIBenus/baexunre/ 41 2 19 7 10
Kpuxancran £
IlIBenus/BecrepGoren ° 41 1 2 17 4 7
IIBenus/T'oTaang 8 40 1 20 5 8

![Battaglia et al., 2009], *macrosimoro mpoyusane, >[Semino et al., 2000], “[Capelli et al., 2007], °[Martinez-Cruz et al.,
2012], °[Balanovsky et al., 2008], "[Regueiro et al., 2012], °[Karlsson et al., 2006]

[Ipu tpetus PCA ananu3 e onpenesneHa No3ULMATa HAa ObArapckus Y-XpOMO3OMEH
reHooH cpel] 26 a3UaTCKH MOIMyJIaliy Bb3 OCHOBA Ha JIEBET XaIUIOIPYITH, @ MMEHHO TE3U 332 KOUTO

UMa JlaHHH OT npeaunHu npoyuysanus (Tabmura 9).

Ta6auma 9. bpoii nna kiacuduiupand KbM Y-XpOMO30OMHH XaIlJIOTPYIH B ObJTapcKa U B U3BAIKU OT
26 a3uaTCKU MOMYJIAINH.

Bpoii anna
I EEREE R
5 E T < A I = r% E E E
Crpana/paiion @ 3 % 2133 |° SR
(eTHHYECKA Tpyna) < § e §
R
Aurraiicka Peny6imka/kOro3anaana (kasaxmu) * 30 17 1 1 4
Anraiicka Peny6anka/FOronsrouna (kasaxu) * 89 54 4 30
A¢ranncran/CeBepen > 44 2 1u 22 5
A¢raancran/FO:xen 146 5 9 7 97 4
Bbarapus ° 808 4 178 215 85 2 224 1
Wnusi/3anaana (C MHI0€BPONeEiicKn e3uK) 50 2 9 5 17 9
Wnans/M3Touna (¢ aBCTPO-a3HATCKH e30K) * 64 1 7 34 7
Wuusi/M3Touna (c HHa0eBponeiickn e3nk) * 64 1 4 3 22 12
Wuaus/CeBepHa (¢ HHI0eBPONEiicKH e3uK) * 80 2 10 3 1 32 13
Wnans/CeBeponsrouna (c TuGeTo-GupManckn e3uk) * | 87 1 7B 4 5
Wuusi/LlenTpanna (c ApaBHICKH €30K) * 50 2 15
Wuusi/LlenTpasna (c MHI0eBponeiickn e3uk) * 21 6 4
Wuns/FOzxna (¢ ApaBUACKH e3uK) * 303 6 36 39 33 40 22
Wpan/CeBepen ° 33 1 8 1 1 8 1

OpoABJIKCHA

29



Bpoii 1una
QlamM |2 2|22 |22
Crpana/paiion £ (Z, 33 2 g 'S 8 B B B
< 7T £ ol w NS
(eTHHYECKA rpyna) < § o ?OQ
=
Wpan/IO:xen ° 117 8 27 7 29 1
Kupruscran ° 13 1 4 8
Kuraii (ManmKypn) ' 133 36 1 79
Kuraii (Xanun) ' 1729 191 43 1 0 4 1 1291 22 4
Kopes ’ 64 8 52
Monuroans ' 34 15 11 3
Henau ° 143 8 13 30 51 25
Henau (Txapy) ° 171 1 6 3 24 4 63 15 8
Pycusi/Kasau (tarapu) = 38 1 7 4 1 10
Tamkukucran ° 168 4 6 23 16 1 76 10
Tuger ° 156 4 79 1 53 3
Typkmenncran *° 30 5 13
V36exucran ‘° 366 42 8 9 8 49 11 18 128 8
SInonns 263 14 103 143

![Dulik et al., 2011], *[Lacau et al., 2012], *nacrosmoro npoyusare, “[Sengupta et al., 2006], °[Regueiro et al., 2006],
®[Karafet et al., 2001], ‘[Zhong et al., 2011], ®[Gayden et al., 2007], °[Fornarino et al., 2009], *°[Wells et al., 2001],
“[Nonaka et al., 2007]

2.4.Y-STR xanoTunose Ha 4ecTH Y-XPOMO30MHH XarJIOrpynu

Yact ot npobute (247), npuHa/uiexkaiy KbM yecTute Y-xpomo3oMHHu xamtorpynu (E-V13,
I-M423, J-M241, R-L23*, R-M458, R-U106 u R-U152) ca aHanu3upanu JOMBIHATEIHO 32 alle]id B
17 Y-STR nokyca.

Hammre Y-STR gannu 3a Xr E-V13, 1-M423, J-M241, R-L23*, R-M458, R-U106 u R-U152
ca CpaBHEHHM C T€3U OT MPEAUIIHHN NMPOyYBaHMS HA JPYru eBpa3uiicku nomynauuu. [lopanu ToBa, ue
IpU TAX ca U3clieiBaHu paznuuHu Y-STR 5okycu, cpaBHEHHETO € M3BBPIICHO BbpPXY cOopa oT Y-
STR nokycute m3ciieiBaHM BBB BCHYKM CpaBHSABaHH momynanud. CTaTHCTUYECKUTE aHAIW3U ca
W3BBPIICHH BBbpPXy Habop or ocem STR mokyca, ¢ mskmoueHne Ha Xr R-M458, 3a kosto
CpaBHEHHETO € Bb3 OCHOBA Ha CEJIEM JIOKYcCa.

Harupanero Ha xammorpynu E-V13, 1-M423, J-M241, M458, R-L23*, R-U106 u R-U152
npu Obirapckara M JIpyrud e€Bpasuwiicku mnomynanuu e mnpenactaBeHo B Tabmuma 10. Ilpu tesm
M3YHUCIIEHUs TPsiOBa J1a ce UMaT NMPEeABHU HECUTYpHOCTUTE B Kaanopupanero Ha Y-STR monexkynHus
YaCOBHMK M ITOBHMILABAHETO HAa OLEHKUTE HAa Bb3pacTTa NpH HAJIWYME HAa PEIKH HECBONCTBEHU
aJIeNM /WK Pa3IUYHU eMU30/1d Ha TEHEH MOTOK MpU (JOPMUPAHETO Ha MOIMYIALHATA.

dunoreHeTHUHUTE BHP3KU Mexay Y-STR xamnorunosere B xamnorpynu E-V13, [-M423, J-

M241, R-M458 u R-L23* ca npeacraBenu upe3 MJI-mpexu (Purypa 6).
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Tao6auma 10. Onenka Ha BB3pacTTa M CHOTBETHHUTE CTaHAAPTHH Tpemkn Ha Xr E-V13, 1-M423, J-M241, R-M458, R-L23*, R-U106 u R-U152 mnpu
ObJTapcKa v IPyTyl €BPa3uiCKH MOIYy/IaIiu.

OrneHKHUTE Ha Bb3pacTTa ca JajeHu B XWisiin roguau npenu (kya). bpoat Ha mpoOurte BKIIOYEHH B aHAJIM3a € AaJICH B CKOOH.

JIbpskaBa/paiion/ OneHka Ha Bb3pacTTa Ha Xalulorpyna:
monyams E-V13 I-M423 | J-M241 | R-M458 R-L23* R-U106 R-U152

AnGanus 50+£3(12)  11.9+4(8)! 4.0+2 (8)

AHrHS 8.1+3(23)>  10.6+1(9)°
Bocua (GocHeHmm) 39+2(11)  7.5+2(36)" 47+2(11)°

BocHa (cbp0u H XbpBaTH) 1.9+1(8)°

BocHa (cbpomn) 62+2(16)Y  10.0+4(27)*

BocHa (XbpBaTh) 151+8(8)"  8.7+3(43)

Bbarapus 151+8(6)"  12.8+4(6)*
Bbarapusi/3anaauna 93+3(16)"  8.8+3(23)" 58+3(7)" 8.5+4 (10)* 6.8+ 3 (6)"

Bbarapusi/A3Touna 84+1(18)" 7.9+2(12)° 3.6+2(5)° 124+£5(5)" 16.8+7(6)*

Boarapusi/IlenTpanna 6.1+2(17*"  74+3(6)" 7.8+3(7)" 4.1+1 (14" 52+3(7)"

Tepmanus 10.0 £3 (15)° 11.143 (61)2  11.2+2(33)°
I'spuus 27+1(5)°

I'bpuusi/ATHHA 8.4+3(15)" 6.4+3 (6) 6.6+3(11)*  6.9+2 (157 7.1+3 (7)?
I'spuus/Kput 8.6+3(7)°

I'spuusi/o6aact Makegonnst| 9.9+ 5 (11)Y  9.1+2(10)* 83 +4(5)°

Janus 9+3(1 9)2

Ecronus 9.4+5(11)° 14.3 +6 (10)°

Wnans u Henan 20.1+6(10)°

Hpax 14.0+2 (12)"

HUpan 11.5+ 2 (58)’

Hpaanaus 9.4 +3 (6)°

Wraans 92+2(14°  9.1+2(10* 8.6+1(57)7
NPOIBIDKCHA

31



Jbp:xaBa/paiion/ Ounenka Ha Bb3pacTTa HA XalJIOrpymna:
nonyJauus EVI3 | 1-M423 3M241 | R-M458 R-L23* R-U106 R-U152

Hranusn/Kana6pus 5.7+3(6)"
WUtanus/Iyaus 6.8+3(8)° 9.1+4(8)°
Uraaus/llenTpaina 45+2(5)°
Kapka3 104+3 (24)*°  14.0 £3 (32)?
Kagka3/CeBepo3anaaeH 14.0+4 (6)2
Kaska3/CeBepousroueH 13.0 + 3 (23)?
Maxkenonus (aa0aHmm) 8.2+3(22)" 4.9+2(6) 2.1+19)°
Makucran 14.5+ 4 (5)°
Mouama 8.0+3 (14)! 120+4(62*°  39+1(7)> 11.1£2(9°  10.0+2(5)?
PymbHHSI 43+1(22)° 104+4(7)°  143+1(12)7° 7.9 +£2(6)°
Pycus 10.1£3(12)°
Pycus/6amkupu 2.0+ 1(29) 0+0(8)>
Pycusi/Benca 34+1(6)°
Pycus/Kapenust 3.0+1(12)°
CiroBaKusi 109+3(56)° 72+3(10)° 120+4(11)>  9.7+2(7)
CoioBeHus 145+5 (15) 10.6 + 2 (6)?
Typuus 10.6 +3 (11)" 9.1+2(5)° 13.6 +2 (58)°
Vikpaiina 7.0£2(ADY  12.1+5(16)" 8.7+3 (21)*°8
Vaurapus 49+3(13)"% 5414 (5)° 10.7+4 (25 97+4(7°  124+4(6)
®panuns 5.7+1(6)° 9.1+2(14)
Xosnanaus 8.1+£3 (28)2
XbpBarcka 6.5+4 (9)* 7.9+3(29)" 7.9+2(8)*
XbpBarcka/Ocuex 9.0+3 (8)" 73+2(18)°
Yexus 8.0+3 (11)%°
IIBeiinapus 7.7+ 2(10)% 10.0 £4(19)> 8.6+ 4(29)°
O6mo 74+2(255) | 9.1+3(274) | 82+2(90) | 10.4+3(384) 11.9+1(293) 11.0+3(234)  92+1(212)

![Battaglia et al., 2009], 2[Myres et al., 2011], *[Karachanak et al., 2013], *nacrosmoro npoyusase, “[Underhill et al., 2010], *[Fornarino et al., 2009],

"HenyGIMKyBaHHU JaHHY, 8[Martinez-Cruz et al., 2012]

32




. & A\ i . - S - Y 4
Gc. . . / . $ ¢ 4 2
= Ay SN =
s 3 e o © Y
N - 3 G ; @ S ; G b N
= f =3 Y /é ) e
o & H °
74 “"OG;G EeAy v / ol [
. «.ee° W INTTY
Vel . &% o ” | 3%
R-L23 J-M241
by !
e ot % W\l ot®, ’ ’
S - 4 CS 2 & . °
. ) » 2>
NN - A\
- & o - % A
- E " 4 -
’ ¥ Qo ° = o : ' . = G .
g 7 . C e
e NN ™~
® NN ° . - "
R-M458 Anbanua, BocHa, Mepumna, Makegonua (anbaHum),
Cnoeenua, XvBatcka
e . e bBunrapua
©. » z ® Ectonua, Monwa, Pymbhua, Cnoeakna, YkpaiiHa,
. » YHrapua, Hexua
o3 o/ 2 o Aectpua, lanua, Mepmanna, Mpnangua, Uranua,
\ [ f7 ®paHumna, Xonauaua, Weeyna
— RN '5 e Typuua
. <P = Kaeka3
@ . L] ) ®
— e A® s 'G ., e Upak
NN é V, ’ ® Pycua
+ o @, Wopaanua u Makuctan (3a R-L23),
— PR R Whgua u Henan (3a J-M241)
s N NueaH (3a I-M423), MakuctaH (3a R-L23)
4 5 . . ® Wapaen

®urypa 6. MJ mpexu Ha Xt [-M423, E-V13, R-M458, R-L.23* u J-M241.

3a BcsKa Xariorpymna, KpbroBeTe M OI[BETEHHUTE CEKTOPU ca C pa3Mep, ChOTBETCTBAIl Ha Opos
JHUIa ¢ eIHaKbB XaroTurn. Haii-mankure KpbroBe mMpencTaBisBaT €AHO Juie. IbDKMHATA Ha
CBBP3BAIUTE JMHUH € MPOIMOPIMOHATHA HA Oposi HA MyTAal[MOHHUTE CHOWTHS, pa3InvaBalliy /1Ba
XaIUIOTHIIA.
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3. 'eHeTHYHA CTPYKTYpa HA eBPONEIiCKH NMOMYJIAIMUA Bb3 OCHOBA HA
SNPSs B nejinsi reaom

['eneTnuHara CTpyKTypa Ha €BpOINEHUCKUTE MOMYJIAlMKM € U3CeABaHa Ype3 aHaIu3 Ha
noseue ot 270 000 SNPs ¢ mnardopma Illumina Infinium npu 3 112 nuna ot 16 eBponeiicku
ctpanu: ABctpusa, bwvarapusa, I'epmanus, Ectonus, Wranus, Wcnanusa, JlarBusa, JIutsa,
[Tonma, Pycusa, VYurapus, ®unnanaus, Ppanuwus, Yexus, Benus wu IIBeituapus.
Bbwarapckara uzBajka ce cberou ot 47 nHamm JIHK npo6u.

3a ;ma ce cwp3laje Kapra Ha reHeruyHara crpykrypa Ha EBpomna e mposenen PCA
aHan3 Ha JaHHUTE 3a 266 356 ot u3cnensanute SNPs. AnanussT € npoBeneH Bbpxy 1 564 ot
JUIaTa u3cjaelBaHu B MPOYYBAHETO, Cpel KOUTO ca U Obirapute u 203 nuia aHaIU3UpaHu B
HapMap npoekra (;kutenu Ha FOta ¢ nmpousxon ot CeBepna u 3anagna EBpoma, Xan kutaiium

ot Ilexun, smonuu ot Tokuo u Mopy6a ot Hurepus).

OBCBH/KJIAHE

OﬁC”b)KIlaHe Ha TreHeTun4Hara Uu3MCHYMBOCT Ha 6’])J1Fapl/lTe OT IJIeJIHA

Touka Ha MT/IHK

IlocnenoBarenHocture Ha KOHTponHus permoH Ha MTJHK mnonyuenn mnpum
CEeKBEHUpaHeTo ca rpynupanu B 557 xarmnotuna. Te ca kmacudunupanu B 45 mt/IHK
XarIorpyny v MOAXariorpymu.

bearapckusiT MUTOXOHApPHAIEH TeHO(OH € MOYTH M3ISUI0 ChCTaBeH OT XarIorpynu
TUMIMYHY 32 3arajHoeBpazuiickute nomynanuu. [lpeacraBurenute Ha M3ToyHOA3Marcku (M,
C, D u Z) u adppukancku (LO, L3 u M1) mt/IHK xariorpymnu ca eTMHHYHH, KaTo 00mara uM

yecToTa Bb3im3a Ha 1.3%.

Cynep-xannoepyna RO

['enodonabsT Ha ObArapuTe oOxBama noutu uenus cnekTbp Ha MTHK xamnorpymnu,
MPOM3IIN3ANIM OT OCHOBHHSI CTBOJ Ha cymep-xamtorpyna RO, a umenno: ROa, HV, HVO,
HVO0a, V u H. Ilogo6HO Ha MOYTH BCUYKU €BPONEHCKH U OMM3KOM3TOYHM IOMYyJaluy, Haii-
cpemanara MtIHK xamnorpymna npu 0barapute € H (41.9%). Cpen HeitHUTE monpasaeneHus
Haii-uecta € H1 (8.5%), 3a kosiTo ce mpenrmosnara, 4e € yJacTBajia B IOBTOPHOTO 3aceBaHe Ha
EBpomna cnen mocneanus aeaaukoB mepuos (~22-19 Kya) u ciies 3acTyassBaHETO MPe3 MITaIHst
apuac (~11.5 kya) [Roostalu et al.,, 2007] (durypa 8). Hsxou or ycTaHOBEHHUTE

noaxamorpynu Ha Xr H, kato H5 u H6, ca no-uectu u tTunuunm 3a bauskus M3rok, KaBkas
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u llentpanna Asusa. TaxHoTo npuchbcTBue cpell Obarapute (cborBeTHO 3.4% u 1.6%) He e
M3HEHABAIIO, UMANKHU MIPEBUJ] UCTOPHUATA Ha bhirapust v mo3unmsITa i Ha MPEAIOoIaracMus
nbT Ha asuarckure MTAHK nuaum xem EBpoma. Xannoepyna HVO (3.7%), kosto e
cecTpuHckd kiIoH Ha Xr H, e psako pasmpoctpanena B EBpoma, mocrurama mo-BHCOKa
yecrora B Cpeauzemuomopueto (ocobero B CeBepra Adpuka) [Garcia et al., 2011]. Heitnara
npou3BonHa V MMa Haii-BucOoka yectora Ha MOepwuiickus nomyoctpos [Torroni et al., 2001].
[Ipu O6varapure, Xr V mpencrasnsBa 1.5% ot obmara nmomynanus, a HV xirectepst (6€3
H/HVO0) ce nabmomaBa ¢ vecrora 3.8%. IlocimemHusaT ce cpelna ¢ HHCKAa 4YeCTOTa Ha
pasmnpoctpanenue ot HM3rounoro Cpemmzemnomopue g0 HOxxna EBponma u pmocrtura
MakcuManiHa TakaBa B bmuskus M3tok. Xr ROa ce xapakrepusmpa ¢ TIOYTH CHIIOTO
reorpad)cko pa3npocTpaHEHUE, HO UMa Hall-BUCOKA 4yecToTa Ha ApaOCKus moyyocTpoB. Tazu
MTIHK nunus, npousnusaiia oT ocHoBaTa Ha cymnep-xamorpyna RO mpu Obarapute ce

cpemia ¢ He3HaunTenHa yectora (0.5%).

Xannoepyna U (sxatouumento K)

B cpBpemennara Obarapcka momynanus xarorpyma U e npencrasena ot Xr U1, U2,
U3, U4, U5, U7, U8 u K. B Tta3u mozaiika ot mT/IHK xamnorpynu Ha paznudHa Bb3pacT U €
pa3IMYHO MHIPAIMOHHO MOBEJCHHUE, Haif-uecTo cpemama ce e xamtorpyna U5 (6.7%), 3a
KOSITO C€ TIpenrojara, 4ye € MpoH3Is3/ia OT OcHoBaTa Ha KiubcTep U NIpW ITBPBOHAYAIHOTO
3acenBane Ha EBpoma, 45 kya [Soares et al., 2009]. [IpoOute mpuHamISKANM KbM Ta3u
xarmorpyna ca noxkitacudummpann kbM USa u USb (cvotBetHO 4.4% u 2.3%).
Xarutorpynure U1, U2 u U4 ca no-peaxu or Xr U5 (cvorBetHo 1.4%, 1.4% u 3.9%).
Xarmmorpyma U8, kosiTo e mupoko pasnpocTpaneHa B EBpora ¢ HUCKH 4eCTOTH € MpeIcTaBeHa
¢ noaxamtorpynute U8a (0.2%) u U8b (0.2%). Ilogxamiorpyna U8a e mo-uecra B 3amajgHa
EBpona, a U8b ce cpema u u3BbH EBpona - B KaBkas, Mpan, biuskus U3tok u CeBepHa
Adpuxa. Heitnara nmoaxamtorpyma K (5.9%) e mo-yecta M MO-IIMPOKO pa3mpoCTpaHEHa,
nokpuBaiiku apeana Ha U8a m U8b m moctura mopu mo Wumms [Gonzalez et al., 2006].
BonmuucTBoTO 0T Xr K B bbharapus npunamiexu kbM noaxaruiorpyna K1 (5.3%) u mHoro
no-psako kM noxxarutorpyna K2 (0.6%). Xamnorpynure U3 u U7 (ceotBetHO 1.9% 1 0.5%)

ca Tunu4yHu 3a banszkusg M3Tok u 3a MOMMyJIalIuUTC OT OKOJIHUTC paﬁOHH.

Xannoepyna JT
Xamnorpyna J oOxBama 7.9% OT reHeTMuHaTa M3MEHUMBOCT Ha Obarapute. T e
npencraBeHa ot noaxarmtorpynure J1 (7%) u J2 (0.9%). Ilo cbuus HauuH, Xamorpymna 7' e

npezacraseHa ot noaxariorpynute T1 (4.3%) u T2 (6.3%).
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®urypa 8. @unoreHeTvHO ABPBO Ha woBerikuTe MTIHK xarmorpymnu, KouTo ca 4ecto HabIromaBaHu mpu momynanuure ot EBpora, FOrosamamHa
Asust u CesepHa Adpuka. BpemeBara ckajia Ha Bh3HHKBAaHE Ha XaIIOTPYIUTE OTpassiBa BpeMeTo npenu xuisiau roauau (Kya). [To-BakHu mepuoan B
npaucropusita: roper naneonut 50-11.5 kya; mocienen neaaukoB mepuon 22-19 Kya; mman apuac 11.5-11 kya u weomur ~10 kya. Xamnorpynure ca
0003HaYeHH C pa3iuueH IBIT B 3aBUCUMOCT OT pETrHOHa OT KOWTO mpom3xokmar (amamrupano ot [Soares et al., 2010]).
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Cynep-xannoepyna N

Ot xamiorpynure, KOUTO pousn3ar JupekTHo ot ocHoBHHS cTBOJI N, XT N1 e psnka
B bearapus (0.7%). Ts e eqnakBo npezacraBeHa ot noxaxamtorpynu Nla u N1bl, kouto ca ¢
I0r03arafH0a3uaTCKy MPOU3X0Jl M ce HaOJIo[aBaT C HHUCKa 4YeCcTOTa Cpel €BpOMEHCKU U
ommskoustounu momyiaanuu [Derenko et al., 2007]. IMogxarmrorpyma N1bl ce cpema u npu
ceBepHoadpukancku nomynaiuu [Palanichamy et al., 2010]. Ocrananara 4act OT MPEKUTE
npou3BogHM Ha cynep-xamtorpyna N, a mmenno: |, X2 u W ce cpemar ¢ HHUCKa 4ecTOTa

(cvotBetHO 1.2%, 2.1% u 2.8%).

Cynep-xannoepynu M u L

Criermnduunara 3a A3us cynep-xamiorpyna M e ycraHoBeHa ¢ MHOTO HHCKA 4eCTOTa
(0.9%). Ta e npencraBena ot usrounoasuarcku (M*, C, D4 u Z1) u adpuxancku (Mla)
nuand. Adpukanckure xarmorpynu L0a um L3f ca ycTaHOBeHH CHOTBETHO B JIBE U €IHO
W3cleIBaHM uia. Te3u eAMHUYHU HAOMIOIeHUs He ca M3HEHAIBAIllH, 3al[0TO HUCKU YECTOTH
Ha wu3royHoasuarcku u a¢ppukancku MTIHK xamnorpynu ca ommcanu u mnpu Apyru
€BPOIIECCKH MOIYJIALNH.

Ot HampaBeHHUs BBTPEMONYIAIMOHEH aHAJIU3 CE€ BIXKAA, Y€ HSAIMa CTaTUCTHUYECKHU
3HaunMa pa3nuka B yectorata Ha MT/HK xamnorpymure mexay Codus u Codus-obnacr,
Cesepoustouna, CeBeposamnanna, FOroustouna u FOrozanmanna bearapus. ToBa moxkaspa, e
obarapckara MT/IHK n3MeHYHBOCT € 3HAYMTEIHO XOMOTE€HHA B pallOHUTE HA CTpaHaTa.

XomoreHHara  cTpykrypa Ha  Obarapckuss  MTAHK  reHodonn  mo3somu
MEXIYTOMYIA[MOHHUTE CPaBHEHMs Ja Ce€ HM3BBPIIBAT Bb3 OCHOBA Ha IlsylaTa ObJITrapcka

n3Bajaka.

CpaBHuresnen aHaiau3 Ha 4decrorara Ha MTIHK xannorpynu mexay pasjiumyHu

nmomyJanuu

PoncTBenuTe Bp3bKM MO MaifuMHA JTUHUS MEXAY OBJIrapcka M APYrd MOMYJIAaluH ca
onpenenenu upe3 PCA anann3 Ha decrorara Ha MTIHK xamnorpynure. Ilpu T03m aHanus,
MOMYJIAIAUTE Ca TO3WIIMOHUPAHW B JByHM3MepHa Tpaduka Ha IIbPBUTE JBa TJIABHU
komrnonenta (PCs) (durypa 9), kouto 3aemHo oOsicHsBar 32% oT oOmiara reHeTHYHA

uHpopMaLus.
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®urypa 9. PCA ananu3: rpaduka Ha IbPBUTE JBa IIABHU KOMIIOHEHTA. B ropHus iisiB manen e
naneHa rpadukara nokaspaia npuHoca Ha Besika MTJIHK xarmorpyna keM mepBust u Bropusi PC.

[IppBUAT TIaBeH KOMIIOHEHT (OpAuHaTHaTa oc) orpassaBa 20% oT nucnepcusra u
paskpuBa reorpa)cKku rpaJleHT OT 3amajJl KbM M3TOK. Tol ce IBbJKHM Ha pas3NpesieIeHueTo Ha
Xr H* u HVO (mo-pa3snpoctpaHenu cpel] 3anaHOeBpONEHCKUTE MOMYIAIMK) OT e{Ha CTpaHa
n Ha xarmorpynute Ul, U3, X, HV u U7 (maii-uectn cpeq KaBKa3KUTe U OIM3KOM3TOUHUTE
MOMyJaIu) OT JIpyra cTpaHa. BropusT raBeH kommnoHeHT (abcuucHara oc) ooxsamia 12% ot
mucriepcusta. C MaJKu M3KIIOYEHUs TOW pasfiensi eBpONedCKUTe Momyaaluy mo reorpadeka
abpkrHA. ToBa ce JOBJKM Ha IO-BHCOKM uecToTH Ha xarorpynute U4 u T1 mpu
M3TOYHOEBpoTelckuTe 1 Ha xartorpynute USh u U8 npu 3anagHoeBponeicKuTe momyannm.

beirapusi ce Hammpa B IIGHTpalHaTa d4acT Ha Tpadukara, KOETO Hai-BEpOSTHO
OTpa3siBa CMECBAHETO Ha IMOMyJallMd C Pa3JIM4eH MpPOu3XoJ MNpH (OPMUPAHETO Ha
CbBpEMEHHUs Obarapckl HapoJ. Cpeau3eMHOMOPCKUAT IPUHOC, KOWTO ONpeaess MO3UIUATa
Ha beirapus mo-ganed oT ocTaHANIUTE U3TOYHOEBPOIIEHCKHI CTPaHU MOXKE JIa Ce MPHITHIIE Ha
MECTHHTE OaNKaHCKH TOMYJIAllMH-OCOOCHO Ha TPAaKHWTE, YHITO BEJIWKA IMBUJIM3AIHS €
JocTUrHana ceos anoreit npe3 VI Bek np. H.e. OT apyra cTpaHa, U3TOUHUAT IPUHOC MOXKE
ce IBbJDKM Ha JIPeBHUTE OBJITAapH, KOUTO Ca CE CIEIH ChC CIABIHUTE MPH MUTPUPAHETO UM KbM

bankanuTe mpe3 paHHOTO CPEAHOBEKOBHE.
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OﬁC’b)KIlaHe Ha TrecHETHIHAaTA USMCHYNBOCT Ha ﬁbnrapnTe OT IVIeIHA

TOYKAa Ha Y—XpOMO3OMaTa

UYecroraTa Ha YCTAaHOBEHHTE XalJIOTPYMHU IOKa3Ba, 4e OBJITAPCKUAT Y-XPOMO30OMEH
reHO(QOHJ € TMOYTH M3IUI0 OOXBaHAT OT 3alaJHOEBPA3HICKH Xarjorpynu. [ eHeTHYHUST
npunoc ot Llenrpanna Asus (Xr C-M217), Ceepra EBpazus (Xr N-M231) u IOrozamanna
Asus (mpousBoauu Ha Xr Q-M242, Xr LM61 u Xr R-M124) e nouru He3nauureseH (obiara
4eCTOTa Ha Te3U Xariorpynu € 1.5%) nogoOHo Ha qpyry eBpoINelnCcKy MOMyJIaluu.

Haii-pasnpocTpanennre Y-XpOoMO30OMHH Xarjlorpynu mnpu Owirapute ca [-M423
(20.2%) u E-VI13 (18.1%). Te mnpencraBisiBaT aBTOXTOHHM U TOYTH EHAEMUYHU
nofpaszneneHuss Ha cboTBeTHHTE Xariorpynu |-P37 u E-M78 B IOroumsrouna Esporma
[Battaglia et al., 2009; Cruciani et al., 2007]. Tpera o yecrora € MIKPOKO pa3NpOCTpaHCHATA
eBpasuiicka xarorpyna R-M17, kosito e ycranoena nipu 17.5% ot Owsirapute, kato 42.9%
OT TAX MpUHAANEKaT KbM THUNHYHata 3a EBpoma Xr R-M458. Xamnorpyma R-L23*
(M3TOYHOTO pa3KIOHEHHE Ha 3amagHOeBpasuiickata xamiorpyna R-M269) e ¢ dectora 5.2%
OT OBJTapuTe, MPEACTABISABANKHN ITOYTH MOJOBHHATA OT M269 mpousnesnure Y-XpOMO30MH.
Crnensamia o yecrora € xartorpyna 1-M253 (4.3%), kosito xapakTepu3upa OONIIUHCTBOTO OT
nHauBHaNTE npuHajuiexkamy kbM Xr [-M170 B Ceepna EBpona. C no-Hucka uecrora ca ABe
NOJpa3KJIOHEeHUs Ha xarmorpymna J-M172, a umenno: J-M241 u J-M530, cvorBeTHO 3.8% 1
2.4%. Ocrananara 4act oT (WIOTCHETUYHO KpaHUTE XaIlJIOTPYIH MPUTESKABAT YECTOTH TI0-
Hucku ot 0.2%.

Pesynrarure or AMOVA ananu3a npoBeieH Ha pa3iMyHU HUBA (BbPXY MPEAULIHUTE
aJIMUHUCTPAaTUBHU O00JacCTH M NIpU TAXHOTO TpylnupaHe cropen reorpadcku U (U3MKo-
reorpa)CKM KpUTEPUHM) IIOKa3BaT, 4e OBIrapcKusAT Y-XpOMO30OMEH TeHO(OHJ € J0cTa
enHopoleH B cTpaHara u 4ye Crapa IUIaHMHA HaW-BEpOSTHO HE € JEHCTBaja Karo CUJIHA

Oapuepa 3a reHeH MOTOK.

CpaBHHMTe/leH aHAJIM3 HA 4YeCcTOTaTa Ha Y-XPOMO3OMHM XaIJIOTPYNH MeEkKIY

Pa3JHYHU NOMYJIALUH

JetaitnHo onucaHUAT Y-XpOMO30MEH Mpoduil Ha ObJIrapuTe MOXKe Jla ce U3IO0JI3Ba 3a
ONpENENsIHE Ha TAXHOTO MSACTO B IO-UIMPOK KOHTEKCT. EAWH OT moaxomuTe 3a menra e
CpaBHsiBaHEe C pa3nuyHu nomynauu 4ype3 PCA aHanu3 Bb3 OCHOBA Ha XaIlUIOTPYIHHUTE
YECTOTH.

MexaynonyaaluoHHUAT aHanu3 € mposesieH upe3 Tpu PCA ananmsa.
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B mepBus PCA aHamu3 ca BKJIIOYEHH €Bpa3UHCKM U a(pPUKAHCKU TIOMYJIAINH,
aHAIM3MPAaHU HA €HAKBO C HAIIETO MPOYYBAHE BUCOKO HUBO Ha (DUIOTCHETHYHA PE3OIIOIIHS.
[Tomyuenara rpaduka Ha MBPBUTE JIBa IVIABHU KOMIIOHEHTA, KOUTO 3aC€THO TPEACTABISBAT

38% ot aucnepcusiTa, € nmokasana Ha @urypa 10.
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®urypa 10. I'paduka Ha mepBuUTE 1Ba IIaBHU KoMmrioHeHTa npu PCA aHanu3 Ha apuKaHCKH U
€BPa3UHCKH MOIMyJIaluy, aHAIU3UPaHU Ha HAali-BUCOKO HUBO Ha (PUIOreHeTHYHA PE30TIOIHS.

Crpanure, paifoHUTE WIH MOMYJAMUTE B TAX (aJeHU B CKOOM) BKJIFOYCHU B aHAM3a ca JaJIeHH
cbe cnennute cbkpameHus: Afg-N: Cesepen Adranucran, Afg-S: IOxen Adranucran, Alb:
AnbGanus, B-Bos: bocha (6ocuenmm), B-Cro: bocna (xbpBarn), Balk: Kaska3 (6ankapim), Ber-
NA: Cesepna Adpuka (6epoepu), BUL: bearapus, Crt: XbpBarcka, Crt-O: XbpBarcka-Ocuex,
Cze: Yexus, Egy-A: Eruner (apabu), Egy-S: IOxen Eruner, Eth-A: Etuonus (amxapu), Eth-O:
Etnorms (opomm), F-Alb: Makenonus (anbanmm), Geo: I'pysus, Grk: I'spmms, Grk-M: I'eprms
(repim ot obnacrra Makenonus B I'spupst), Hun: Yarapus, Irn-N: Cesepen Upan, Irn-S: FOsxen
Upan, Irg-MA: Hpax (Manau apabu), Jor-A: Mopnanus-Aman, Jor-DS: Mopnanus- paiion Ha
MsptBo mope, Omn: Oman, Pak-N: Cesepen Ilakuctan, Pak-S: FOxen Ilakucran, Pol: Ilomma,
Rmn: Pymbhus, Rus-B: Pycus-benropon, Rus-L: Pycus-JIuBau, Rus-P: Pycus-Ilckos, Rus-U:
Pycus (Yuxa), Serb: Cepbust u bocna (cbpou), Slo: Cnosenust, Sud-A: Cynan (apabu), Trk-C:
Hentpanna Typuwus , Trk-E: U3rouna Typuus , Trk-W: 3anaagna Typuus, Ukr: Ykpaiina u Yem:
Memen. Ha ocuTe ca ITIOCOYEHM IIPOLEHTHTE, KOMTO IOKA3BaT YACTTa OT JHCIEPCHATA,
ChIbpKallla Cc€ B IJIABHUTE KOMIIOHEHTH. BMbKHaTara rpaduka WIOCTpUpa NpUHOCA Ha
XaIJIorpynure KbM INIaBHUTE KOMIIOHEHTH.

B PCA rpadukara ce pasrpaHuvyaBarT YETHPU OCHOBHU KIBCTEpa  OT:
M3TOYHOA(DPUKAHCKH, EBPOICUCKH, CeBepHOADPUKAHCKH U  OJU3KOM3TOUYHH apaOCKH

MOMYJIAllMd W OT03aMaJHOA3HATCKU KIbCTep (OpPMUPAH OT TYpIH, HpaAHIM, KaBKAa3IU U
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nakucraHnu. IIepBuAT TiaBeH kommoHeHT (axis F1, 21% ot aucrnepcusTta) MOAPEKIA
MOMYJIAlMUTE MO Treorpadcka AbDKUHA, KOETO B OTPUIATEIHATa YacT Ha OCTa OCHOBHO C€
ObJku Ha Xamiorpynu [-M170 (moutu orpanumueHa camo 3a EBpoma) u E-M78 (wecto
cpeutana B M3touna A¢dpuka u FOrousrouna EBporia), a B monoxuTenHara - Ha Xariorpynu
L-M61 u R-M124 (uectu B lOxna Aswust). Bropust mmaBen xommonent (axis F2, 17% ot
JTUCTIEPCUSATA) pa3ieis MOMyJIaluuTe o reorpadcka mupuHa, karo xamiorpymu R-M17 u R-
M458 ca naii-uectu cpep eBporeinute; xamtorpynu A-M91, B-M60 u E-P2 ce cpemar
MOYTH €AMHCTBEHO NMPHU M3TOYHOApHuKaHCKH Irpynu U Xr E-M123 u J-M267 ca Haii-uecTu B
CeBepna Adpuka u IOxuus Cpenen U3rok. Karo wmsmo, eBpomeiiiute ca pasieieHH OT
TypIuTe, nommynanuuTe ot KaBkas, HpaHIIUTEe ¥ MAKUCTAHIIUTE 110 bPBUS INIABEH KOMITOHEHT
U OT apaOCKUTe M HW3TOYHOAPPUKAHCKUTE TMOMyJallMd 10 BTOpUs. bbiarapure ca
nokanu3upanu B EBpomelickusi KIIbCTep, B HEMOCPEACTBEHA OMU30CT 0 MOMyJalusTa Ha
CesepHa ['bp1ivs, HO OTHOCUTEIIHO J1ajied OT IOTOM3TOYHUTE ChCEAU — TYPLIUTE.

AHanu3bT HA IIABHUTE KOMIIOHEHTU 4pe3 KOWTO ce M3Cle/Ba POJCTBOTO MO OallnHa
JUHAS MEXAy OBJITapuTe M eBPONEHUCKHUTE MOIYTallid CE M3BBPIIBA Bb3 OCHOBA HAa HaM-
4ecTUTe Xaruorpynu B EBpoma, kouto ca ¢ Hucka ¢unoreHernyHa pesomtonus. PCA
rpadukara Ha TBPBUTE JIBa KOMIIOHEHTa, KOUTO oOscHaBaT 68% OT pgucmepcusita €

npencraBeHa Ha @urypa 11.
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®urypa 11. PCA rpaduka Ha mbpBHUTE JBa KOMIIOHEHTA 3a aHAJIHM3 Ha ObJrapcka MOMyJIaIus B
€BPOIEHCKN KOHTEKCT MPH MO-HUCKO HUBO HA (PUIOTEHETHUYHA PE30TIOIHS.
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CeKpalieHusATa Ha CTPaHUTE, PAOHUTE WK MTOMYJIAMUTE B TAX (B CKOOM) ca KakTo cieasa: Alb:
Anbanus, B-Bos: bocHa (6ocuennu), B-Cro: bocHa (xbpBatr), BUL: Bearapus, Crt: XbpBarcka,
Crt-O: XwspBarcka-Ocuek, Cze: Uexwms, F-Alb: Makenonus (anbaniu), Finl: ®unananaws, Fra:
®pannys, Fra-B: ®pannus (6acku), Germ: Tepmanust, Grk: I'sprus, Grk-M: T'spuust (repiu ot
obmactra Makenonus B I'vpumsi), Hun: VYurapus, It-Cal: Urtanusa-Kanabpus, 1t-CMa: Uranus-
IIeHTpajaHa vacT Ha paiion Mapke, It-CTu: Uramus-Ilearpanna Tockana, It-Elb: Mramus-octpon
EnbGa, It-MAp: Uramus-Mapke, yactra Ha Anenunure, [t-NECeBepousrouna Mramus, [t-NELat:
Uranusa-Cesepoustouen Jlanmumo, It-NWAp: Uranus- Cesepozamanna [lynmus, [t-SAp: Uranus-
IOxna Ilynus, It-SLat: Utanusa-lOxen Jlanumo, It-Tula: Urtanus-rpanunara mexnay Tockana u
Jlammo, It-WCa: Utamusa-lOxna Kammanus, Neth: Xomanmnus, Pol: Tlomma, Rmn: Pymbeaus, Rus-
B: Pycus-benropon, Rus-L: Pycus-JluBau, Rus-P: Pycus-IlckoB, Rus-U: Pycus-Ymxka, Serb:
CoepOust u bocHa (cepOm), Slo: Cnosenmsi, Spa-An: Wcmanus-Anpanys3us, Spa-B: Mcmanws
(6acku), Spa-Ca: HWcmanus-Karamonums, Swe-BK: IlIsenus-bnexunre,Kpuxancran, Swe-Go:
IBenus-T'otnanna, Swe-Sa: HIBenus (caamu), Swe-Va: llsenus-Becrep6oren u Ukr: Yipaiina. C
quciara B CKOOMTE € MOCOYeHA YyacTTa OT o0IIaTa TeHeTUYHa WHPOPMAIUS 3aa3eHa OT IIaBHUTE
koMnoHeHTH. Ha mo-Mankara rpaduka e mpeIcTaBeH MPUHOCHT Ha XaIUIOTPYIHUTE KbM ITbPBHS U
BTOPHS ITIaBEH KOMITOHEHT.

PasnpeeneHreTo Ha MOMyJIAMUTE 1O IbPBHS IIaBeH KoMIOHEHT (aXis F1, ooxBarari
44% ot mucnepcusTa) ce onpenens ot npeodmagaBanero Ha Xr [-M170 Ha CkaHIUHABCKUS
MOJIyOCTPOB M U3TOYHOTO aapuaTudecko kpaiopexue u Ha Xr R-M17 B CeBepna-Llentpanna
u Cesepounstouna EBpona, kakTo v Ha HapacTBauiara yecrora Ha Xr J-M172 kem Utanusa u
IOxuuTe bankanu. PazesnsHeTo mo Bropus r1aBeH KOMIOHEHT (axis F2, 24% ot BapuanusTa)
OCHOBHO ce Jbku Ha xarorpynu E-M35 (Hait-pasnpocrpanena B FOxxuute bankanu) u Ha
P-M45(xR-M17) (nmaii-uecta cpen 3amagHoeBporelickuTe momynarun). Cropea MpeauiiHt
npoyuBanusi Xr P-M45(xR-M17) e npeaumuo npencrasena ot Xr R-M269 [Alonso et al.,
2005; Lopez-Parra et al.,, 2009; Myres et al., 2011]. Tosm PCA aHamu3 mNOTBBp)KIaBa
MOJIOKEHUETO Ha OBJITapuTe B OJIM30CT JI0 CEBEPHUTE T'bPIM U B CHCEJCTBO HA CIABIHCKUTE
nonynanuu OT 3amagHuTe bankaHu, 3a pas3nvka OT OCTAaHAJIUTE W3CIIEABAHU CIABSHCKU
MO yJalH.

B tperns PCA ananu3 Ha yecToTara Ha Y-XpOMO3OMHUTE XaIjorpymu, Obarapure ca
CpaBHEHU C a3uarcku nomynanuu. [lomydenara rpaduka Ha MbpBHUTE /1Ba TTIABHU KOMITOHEHTA
(axis F1 u F2, oboxBamiamm 55% ot oOmiata reHeTnyHa WH(OpMaIMs) € MpeACTaBeHa Ha
Qurypa 12.

[Tonynmarmuure B rpadukara mokasBar pasmnpeaeneHue mo reorpadcka mupuHa. ToBa
OCHOBHO C€ JBJKU Ha MIbPBHs TNIaBeH KOMITOHEHT (33% oT aucmepcusTa) Wi mo-TOYHO Ha
npeobiagaBaHeTo Ha W3ToyHoaszuarckara Xr O-M175 u uenrpannoasuarckara Xr C-RPS4Y
Ha M3TOK M Ha HapacTBamiara 4dectora Ha xamjgorpynurte J-M172 u R-M173 Ha 3aman.

Bropusar raBen kommnoHeHT (22% OT aucnepcusita) OCHOBHO € MOBIMSIH OT Xaruorpynu I-

M170 u E-SRY4064, xouto sicHO pazfensT ObJrapute OT ocTaHajauTe nomyiaauuu. Karo mso
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6T>HFapI/ITe ca OTAAJICYCHHU OT aJITAalCKUTE Iomnyjiaaguy U IMOMmyJIaluUTE XUBECIIHU HA CEBEP OT

pernona Ha [lamup, 1 OT Ka3aHCKUTE TaTapy U UPaHIM, MaKap U B [I0-MaJIKa CTEIIEH.
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-- axis F1 (33 %) -->

®durypa 12. I'paduka Ha nbpBUTE ABA IMaBHU KoMmnoHeHTa npu PCA ananu3 Ha Obarapure u
HSKOM a3MaTCKH IMOMyJallid Bb3 OCHOBA HA YECTOTUTE Ha (UIOTCHETUYHO YEIHAKBEHU Y-
XPOMO30MHH XaIuIOTpyIH.

N3cnenBanurte crpanu, paloOHU WIU MOMYJTAIIUUTE OT TIX (JIaJeHH B CKOOM) ca 0003HAUYCHU
cbe cnennute cbkpaienus: Afg-N: Cesepen Adranucran, Afg-S: FOxxen Adranucran, BUL:
bwnrapus, C-Ind-D: Ilentpanna Unaus (¢ npaBunacku e3uk), C-Ind-1: Lentpanna Uunus (¢
unnoesponeiicku e3uk), Chi-H: Kwurait (Xanmm), Chi-M: Kwutait (Manmkypu), E-Ind-A:
Wzrouna Muaust (¢ aBcTpo-asuarcku e3uk), E-ind-1: M3rouna Wuaust (¢ MHAOEBpOMNEHCKH
e3uk), Imm-N: Cesepen Upan, Im-S: FOxen Wpan, Jap: SAnonus, Kor: Kopes, Kyr:
Kupruscran, Mong: Monromus, N-Ind-I: CeBepna Unaust (¢ uanoeBporneiicku e3uk), NE-Ind-
T: CeBepousrouna Muaus (c tubero-6upmancku e3uk), Nep: Henan, Nep-Th: Henan (Txapy),
Rus-Ta: Pycus-Kazan (tarapu), S-Ind-D: IOxxna Wumus (c apaBuacku e3uk), SE-Alt:
IOrousrouna Aunraiicka Pemy0Onmka (kazaxu), SW-Alt: IOrozanagna Anraiicka Pemybnmka
(kazaxm), Taj: Tamxukucran, Tib: Tubet, Turkm: Typkmenucran, Uzb: Y30ekuctan u W-Ind-
I: 3amagna Wuams (c wHmoeBpomeicku e3uk). YacTra OT aucmepcusiTa 3ama3eHa oOT
KOMIIOHEHTHTE € JajieHa B ckoOuTe. Ha BMBbKHaTara rpadguka € MoKa3aH NPUHOCHT Ha
XaIIOrPyMUTEe KbM TJIaBHUTE KOMIIOHCHTH.

[MonmynanuuTe B rpadukara mokasBar pasnpeesieHue mo reorpadceka mupuHa. Tosa

OCHOBHO C€ JBJKM Ha IIbPBUS INIaBeH KOMMOHEHT (33% oT aucnepcusita) WM MO-TOYHO Ha
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npeoOiagaBaHeTo Ha u3TouHoazuarckara Xr O-M175 u nenrpannoasuarckara Xr C-RPS4Y
Ha M3TOK WM Ha HapacTBaliara uyecrtora Ha xaruiorpynute J-M172 u R-M173 na 3aman.
Bropusar miaBeH komnoHeHT (22% OT aucnepcusita) OCHOBHO € IMOBIMSIH OT Xaruorpynu I-
M170 u E-SRY4064, xonTo SICHO pa3aensaT ObArapuTe OT ocTaHaiIuTe nomynanun. Karo 1o
ObJrapuTe ca OTAaJCueHU OT ajTaiiCKUTE MOMyJaluy U MOIMYyJallMUTe KUBEelld Ha CEBEp OT

pernona Ha [lamup, 1 OT Ka3aHCKUTE TaTapy U UPaHLU, MaKap U B IIO-MaJIKa CTEIIEH.

BpeMe u MsicTo Ha mpou3XoJ Ha Y-XpoMO3oMHHTe xamjiorpynu cmopex Y-STR

HU3MECHYHUBOCTTA

Ouenkara Ha Bb3pactTa (Tabmuma 10) u pusoreHeTHUHUTE MPEXKH Ha Xarutorpymnu |-
M423, E-V13, R-M458, R-L.23* u J-M241 (®urypa 4) B Obarapckara u Jpyru €Bpa3suiCcKu
MOMYJIallMd MOXE Ja C€ M3MOJ3BAaT 3a MPOCIEAsSBaHE Ha Pa3lpPOCTPAHEHUETO HA TE3U

XaIuIOrpyIy BB BPEMETO M IIPOCTPAHCTBOTO.
Xannoepyna I-M423

Mpexkara Ha xartorpyna [-M423 uma 3Be3nononodna opma. B nieHTHpa i ce Hamupa
HaH-9eCTUAT XaIlJIOTUI, MPUCHCTBAIN] BbB BCHYKH OQJIKAHCKH MOMyTanuu. Tormoiorusra Ha
MpekaTa M OIIEHKHUTE Ha Bh3PacTTa i ca B ChOTBETCTBHE C MpEAUIIHU TpoyuBanus [Battaglia
et al, 2009]. Cnopen aBropure, Xr [-M423 e reHeTHueH 3amuc Ha OATKAHCKUTE JIOBIIH-
ChOMpaYM OT ME30JIMTA U HA TSIXHATAa SKCIAH3Us CJIe/ BhBEXKIAHETO HA 3eMeienueTo. TpssoBa
na ce oroenexu, 4e ObIrapckute npodu ca NMpbhCHATH U3 IsjIaTa Mpexa, KaTo MpUHAIJIeKaT
KbM pa3lpoCTPaHEHH, PEAKH U CIUHUYHH XaIUIOTHIIOBE, KOETO CBHJIETEICTBA 3a JIPEBHOCTTA

Ha Xr [-M423 B bwarapus.
Xannoepyna E-V13

duroreHeTMYHaTa MpEkKa, KOATO CBbp3Ba xamiorunoere B Xr E-VI3 e
3Be3/1010/100Ha, N3ThYBAILlA CE€ OT LIEHTPAJEeH XaIUIOTUI 3aCThIIEH MPEAUMHO B OaJKaHCKHUTE
nonyinauuu. ToBa yCTpoiCTBO Ha (UIOTeHETHYHATa Mpeka M OLEHKHUTe Ha Bb3pacTTa
noka3par, ye Xr E-V13 e nmperbprsina ckopomiHa u Obp3a exkcnansusg Ha bankanurte. Haii-
npeBHata Bb3pacT Ha Xr E-V13 na bankanure natupa OT Me30JMTa M € yCTaHOBEHA B
3ananHa bearapus (9.3 £ 3 kya). Ot pesynrarure cMe M3KIIOYMIA OOCHEHCKUTE XbPBATH U
CeBEpHUTE TI'bPLM, MOpaId TOJNEMHUTE CTAaHAAPTHU rpemikd. Bb3pactra Ha Xr E-V13 3a
3anagna bearapus e momo6Ha Ha Tasu 3a Typmus (10.6 + 3 kya), xoero mokaspa, ye
XaIulorpynara € npucheTBajga (ako He M MpOM3JIs3ia) mpe3 Me3onuTa B 3anaaHa bearapus,

OTKBACTO CC pa3npoCTpaHuIia C MPEMHUHABAHETO KbM 3€EMEACIIUCTO.
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Xannoepyna R-M458

Mpexara Ha Y-STR xarmnorunosere aconuupanu ¢ Xr R-M458 ce xapakrepusupa cbC
3Be310M0100€H EHTHP (OTpa3sBalll €KCHAaH3Ms) U HIKOJIKO CIOKHH MPEIUTUTaHus (KOUTO Ce
JBJDKAT Ha HUCKaTa (PHIIOTeHeTHYHA PE30JIIOIMs Ha Xariorpymnara). bommmacTBoTo o1 M458
XaIJIOTUIIOBETEe 3aeMaT MecCTa B 3Be370MoJo0HaTa 4acT Ha Mpekara, KOETO € B ChIVIacHe C
tBepaenueto uHa [Underhill et al., 2010], ue Xr R-M458 e npousnszina B CeBepHa-Llenrpanna
EBpona, OTKBIETO BIOCIEACTBUE CE€ € pasmpocTpaHuia. Te3m ngemorpadcku cpOUTHS ca
OTpa3eHU U B OLICHKHUTE Ha Bh3PACTTa BBIIPEKH, Y€ HE MOXKE J1a C€ U3KIIOUU BIUSHUETO HA BCE
Ollle HEOTKPUTH MOA-TUHHUH B Ta3u Xaruiorpymna. CiemnoBarenHo JpeBHaTa Bb3pacT Ha Xr R-
M458 B U3zrtouna boearapus (12.4 = 5 kya) m Kaekaz (10.1 £ 3 Kkya) tpsiOBa na ce
WHTEPIpPETHpa BHUMATEIHO, IOpPagM TOBAa, Y€ OLEHKAaTa Ha BB3pacTTa Ce€ IIOBHIIABA

BCJIC/ICTBHE peuIia 1eMOTpad)CK SMU30/IH.
Xannoepyna R-L23*

Mpexara Ha Xr R-L23* ce xapakrepusupa ¢ MHOXKECTBO MpPEIUIUTAHUS, KOUTO
MOTBBPIK/IABAT, Y€ Ta3W XaljIorpyra BKIIOYBA MOAPA3KIOHEHHS, KOUTO MPENCTOM Jna Obaar
oTKpUTU. Pasnpenenenuero Ha yectoTara M aucnepcusita Ha Xr R-L23* u pasnukure BbB
BB3pacTTa i, couaT 4ye Hal-JpEeBHOTO NNPUCHCTBUE HA Ta3M JIMHUSA € B palioHa Ha YepHO Mope,
KBJIETO Ca YCTAHOBEHHU CXOJHU BPEMEBH OILIEHKH OT clieaieauukoBus mepuos (16.8 = 7 Kya B
W3zrouna bwarapus; 14.3 £ 1 kya B Pympnus; 14.0 £ 3 kya B KaBka3z u 13.6 £ 2 kya B
Amnaronust). He TpsibBa na ce mpaBAT NpuObp3aHM 3aKJIIOYEHUS OTHOCHO JIaTMPAHETO 3a
N3touna bearapus, T Karo 3HaYMTENHA 4acT OT Ta3W CTOMHOCT CE€ OBJDKM Ha J0OCTa I0-
pa3auyueH eIMHUYEH XallJOTUI, YUETO H3KIIOYBAHE 3HAUMTEIHO HaMmallsiBa Bb3pacToBara

orerka (1o 9.3 = 4 kya).
Xannoepyna J-M241

Xamnorpyna J-M241 noka3Ba Mpexa YMWTO LEHTPAJEH M Hal-4yecT XalUIOTHUIl €
IIMPOKO paslpoCTpaHEH B IMKHUTE ballkaHM, KOETO BEpOSTHO € cieAcTBUEe Ha Obp3a
eKCIIaH3Ms, 3aMmovyHayia npe3 Heoauta oT Mama Asus. Ilepudepusita Ha Mpexara € OCHOBHO
3aeTa OT XaIUIOTUIIOBE YCTAHOBEHU W3BBbH TO3U PETHOH - IYIUNIM, UHIWNALIM W HENaJILH.
Bp3pacToBuTe OLIEHKH Ha T€3M MOMYNALMK ca CTapu, KOETO HE OTrOBaps Ha TAXHaTa MO3ULUS
B Mpexara Ha Xr J-M241. Ilopaagu ToBa HECBHOTBETCTBUE (KOETO MOXE Ja C€ IBJDKU Ha
MOBTApSIIIU C€ MUTPALUU OT Pa3IUYHKU PAHOHM) MyIUMHLINTE, MHAUNHIUTE U HENAJILUTE HE ce

B3€MaT MPEIBU MPHU MPOCTEAIBAHETO HA MPOU3XO/Aa M pa3npocTpaHeHneTo Ha Xr J-M241.

45



Haii-BucokM CTOWHOCTH 3a BB3pacTTa Ha Xarulorpynara, CbBMECTHMH C HEOJIMTHATa
eKCITaH3Ms, Ca MOJYYCeHHU 3a pailoHuTe okojo YepHo mMope, a umenHo Anaroius (9.1 £ 2 Kya)
u bearapus - ocodeHo 3a neHTpannara it yact (7.8 = 3 Kya). CnenoBarento, B Te3u paiioHH,
xariorpyna J-M241 moxe J1a ce cuuTa 3a TCHETUYEH CUTHAJ Ha €KCIIaH3UATa Ha HEOJIUTHUTE
3emenenii KbM FOrousrouna EBpomna, KosTO BEposTHO € Ouiia ycuiieHa 4pe3 CKbCBAaHETO Ha
nperpazaara npu bocdopa u morona Ha Yepno mope (torasa IlonTmiicko E3epo) ¢ mopcka

BOJaA.
OO0cnhiknaHe HA pe3yJITATUTE OT reHOMHMs aHaau3 Ha SNPs

Pesynrarure ot eBpomneiickoro npoyuBane Ha Hajx 270 000 SNPs ca usnonsBanu 3a
CbCTaBsSHE Ha KapTa Ha IEeHEeTHUYHaTa CTpyKTypa Ha EBpoma, KoATO MOXe Ja YJIecHU
MEXYIOMYJIAMOHHUTE T'€HETUYHU W3CIEABAHUSA, BKIIOUUTENHO U LSAJIOCTHU-TEHOMHH
aCOLIMAaTUBHU IIPOYYBaHUS.

[Tpu winrocTpupaHeTo Ha eHEeTUYHaTa CTPYKTypa Ha eBporeiuute e nposeneH PCA
aHanu3 BbpXy 266 356 ot uzcneaBanute SNPs npu eBporeiicku U HeeBPOMECHCKU MOMyJIalluHy.
B PCA ananu3a BKJIIOYBAI HOMYJAMK OT Pa3iIn4yHu KOHTHHEHTH (Purypa 13A), mbpBUAT U
Bropuar rnaBeH kommoHeHT (PC1 u PC2) obxBamar cvotBetHO 36.6% u 23.8% ot
reHernyHata gucrepcus. B PCA ananusa Ha eBpomeiickute nonynaiuu (durypa 13B),
I'BPBUSAT U BTOPUSAT IJIaBEH KOMIIOHEHT omucBar cbhOTBETHO 8.7% u 4.9% oT reHetnyHaTa
uHpopmanusa. Te moka3BaT, 4ye TIeHETHYHATa CTPYKTypa Ha €BpOINEHCKUTE MOIyJaliu
Kopeiaupa C TeorpadckoTo MM IOJIOKEHHME M Ye I0coKaTa Ha pas3NpoCTpaHEeHUe Ha
reHeTHUYHaTa U3MEeHUMBOCT B EBpomna e ¢ rpajiueHT oT ceBepo3araj KbM ITOU3TOK.

W3cnenBaneTro Ha LsUTOCTHaTa T€HOMHA CTPYKTYpa B €BPONEHCKH KOHTEKCT MOCTaBs
bearapus cpen eBpoONEHCKUTE CTpaHHW, KOETO € B ChIJIaCHME C MEKIYNOIYJallMOHHUTE

CpaBHCHHUA Ha YCCTOTATA HA MTI[HK n Y-XpOMOSOMHI/ITC XalJiorpymnu.
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®durypa 13. ['eHeTn4yHa CTPYKTypa Ha €BPONECHCKHUTE
nomnynaiuu (Bb3 ocHoBa Ha 266 356 SNPS).

IIpencraBenu ca 1Be HUBA Ha TeHETUYHA CTPYKTYpa,
ompeneneHa 4pe3 PCA anamus: A) wmexay
KOHTHHEHTH; B) Mexny eBporneiicku momynamuu u C)
kapra Ha EBpoma wumocTpupaimia npousxoia Ha
npoOuTe M pa3Mepa Ha MOMyJIaluuTe.

CEU — xutenu Ha FOta ¢ nmpousxon ot CeBepHa u
3amagna EBpona, CHB — Xan kuraiinm ot [TekuH,
JPT — smonnu ot Toxuo u YRI —Hopy6a or Hurepus.




3AKIIOYEHHUE

Haii-moniauTe cpencrsa 3a MpociiesiBaHe Ha TEHETUYHUS IPOU3X0/1 110 MalynHa U 110
OamHa JIMHUS ca wu3chenBaHusATa Ha wu3MeHunBoctra Ha MTJHK u Y-xpomoszomara,
CbOTBETHO. Jl0 HAcTOAIIOTO MpPOy4YBaHE, HAYYHUTE JAHHM 338 HW3MEHYMBOCTTA Ha
€IHOPOJUTENICKUTE CUCTEMU NpHU ObJirapute 0sxa 4YaCTUYHU, OCTAPENU M HEJOCTAaThUHU 3a
XapaKTepu3rupaHe Ha TeHETUYHMSI CTaTyC U IIPOU3X0]1 Ha Objrapckara Mmoyiamnms.

3a J1a 3al’bJIHUM JIMIICAaTa HA JAHHU 32 LSJI0CTHO XapaKTEpU3MpaHE Ha ChbBPEMEHHUS
obarapcku Y-xpomoszomeH 1 MT/IHK renodon u 3a n1a Hapenum bbirapus 10 eBporelcKuTe
CTpaHH C TMOAPOOHO oOMNHUcaHa TeHeTHMYHAa CTPYKTypa, IPOBEJOXME BCEOOXBATHO U
3a]1bJI00YEHO IpoyuBaHe Ha XamortunoBe M xamjaorpynud B MTAHK u Y-xpomoszomara u
JIOTIPUHECOXME 3a ONPENCNIIHETO Ha NO3MIMATa Ha ObJiArapure B I€HETHYHATa KapTa Ha
EBpona ocHOBaHa Ha LJIOCTHATA TEHOMHA U3MEHYHMBOCT.

YecToTrata Ha YCTAaHOBEHUTE Xalulorpynu nokas3Ba, uye kakro MT/HK, Taka u Y-
XPOMO3OMHUSAT TeHO(MOH]] Ha ChbBPEMEHHHUTE OBJIrapu € ChCTaBEH MPEAUMHO OT €BPa3UIICKH
xamwiorpynu. PasnpeneneHuero Ha Te3d XalIorpyld Ha TEpUTOpHATAa Ha CTpaHara €
paBHOMEepHO. CTeNEeHTa Ha CTPYKTYPUPAHOCT Ha Y-XPOMO30MHAaTa U3MEHUYMBOCT € MT0-BHCOKa
Mexay 3ananHa, Llentpanna u M3touna bearapus, oTkonkoTo Mexay (Gpusuko-reorpadckute
paifonn Ha ctpaHara (UepHOMOPCKOTO KpaiiOpekue, rorosamajaHusi paiioH, JlyHaBckara
paBHuHa u Tpaxus), koeTo mokassa, ye Crtapa MjaHHUHa Hali-BEpOSATHO HE € JeiicTBajia KaTo
cuiiHa Oapuepa 3a FeHeH MOTOK.

AHanu3bT Ha MHUKpOCATEIUTHAaTa W3MEHYMBOCT Ha Y-XPOMO3OMHHUTE XaIlUIOIPYyNH
pasKpHBa CleHUTe MHTEpEecHU pesynraru: (a) xamiorpyna R-L23* B Usrouna bwiarapus
natupa OT ciuemieaHukoBust mepuoxa; (0) xammorpyma E-V13  (kosTo BepoiaTHO € ¢
I0KHOA3MAaTCKU TMPOU3XOI), TPUCHCTBA B bbirapus oT me3onuTa M € 3aloyHaia Ja ce
pasmpocTpaHsiBa clie/l MPUCTUTAHETO HAa HEOJUTHOTO 3eMezaenue u (B) xammorpyna J-M241
Hal-BEPOSITHO OTpPa3siBa HEOJMTHAaTa €KCIIaH3Ms Ha 3€MEJENLNUTE OT Haill-paHHUTE LIEHTPOBE
Ha 3eMeZIeNIMeTo 1o YepHOMOpHETO.

VYcTaHOBEeHUTE YECTOTHM Ha XaIUIOIPyNUTE ca M3MOJA3BaHM M 3a H300pa3siBaHE Ha
POJCTBEHUTE BPB3KH Ha OBJIrapure ¢ eBpa3uiicKu M appuKaHCKU momyianuu. B rpadukara
oT aHanu3a Ha 4dectorata Ha MT/IHK xammorpynwure, Obarapure 3aeMaT MO3ULIHS MEXKIY
W3TOYHOEBPONEUCKUTE M  CpeAu3eMHOMOpckuTe mnomynanuu. Cpeau3eMHOMOPCKOTO
HACJIEJICTBO MOXe Jla ObJie MPUITMCAHO HA TPAKHUTE, JOKATO U3TOUHUSAT MPUHOC BEPOSITHO CE

ABJKU Ha APCBHUTC 6Lnrap1/1 u ciaBsHuTe. I1o oTHOIIIEHNE HA Y-XpOMOSOMHI/IH XalJiorpyrneH
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npodwmi, ObJIrapure ca JOKAJIU3UPAHM MEXIy €BpONeHLuTe M Jajede OT alTaiickure
MOMYyJAIlM W TOBOPEUIMTE TIOPKCKU €3WIM CpPEeIHOAa3HaTcKu momynanuu. llozumnmsra Ha
ObarapuTe Cpesa eBpONECHCKUTE MOIyJallMd ce MOTBBbpPXK/AaBa M B KapTraTa Ha T'eHETHYHATA
cTpykTypa Ha EBpona criopen 266 356 SNPs.

Haii-Ba)XHOTO 3aK/ItO4eHHE OT HACTOSILOTO IPOy4YBaHE MPOU3IM3a OT I€HETUYHATa
NO3UIMA Ha OBJITapUTe Cpel IPYTruTe MOMYyJalud U MPEeHeOpEeKUMO Majkara yecToTa (Tox
2%) Ha Xamwiorpynure TUIMYHU 3a alTailiCKUTeé M TOBOPEUIUTE TIOPKCKU €3ULHU
cpeAHoa3uarcku nomynauuu. VMailku npenBuj MOCHEIHUTE HCTOPUYECKHM H3CIEIBaHMS,
KOWUTO II0Ka3BaT, Y€ JIPEBHUTE OBJIrapd MMaT ChUIECTBEH HPUHOC NpU (OPMHUPAHETO HA
CBHBPEMEHHUS OBITapCKy HApOI, CJIE/IBa Y€ T€ HAMAT OOIl FeHETHYEH MPOHU3XOJ C AJITAHCKUTE
MOIYJIALMU ¥ TOBOPEIIUTE TIOPKCKH €3HIN CPETHOA3UATCKHU TOMYIIAIUH.

I'eHeTHUHUAT NPUHOC HA PA3TUYHUTE MOMYJIAUH PU GOPMHUPAHETO HA CHBPEMEHHUS
Obsrapcku reHo(OH]J MOXKe IPSAKO Aa ce omnpenenu upe3 ¢unoreHernyeH ananu3 Ha JJHK,
BB3CTAHOBEHA OT KOCTHU OCTAaHKM OTKPHUTH Ha TEpUTOpHsTAa Ha crpaHata. OCBeH TOBa, 3a
HenuTe Ha (papMakoreHOMHUKAaTa U MPOYYBAHUATA HA YeCcTUTE OosiecTr OM OHITO MOJIE3HO Ja ce
npoBese U MoAoOHO Mo 00XBaT M Mailad MpoydyBaHE HAa T€HETHYHara CTPYKTypa Ha Lenus

T'CHOM Ha 6’LJ'IFapI/ITC .
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U3BOIM

1. Omnpenenenn ca Bapuantutre u uecrorutre Ha MTJJHK xammorpynu w xammorumnoBe B
ChBpEMEHHaTa ObJIrapcKa Momyanus.

2. JlokazaHo e, ye OBJTapCKUAT MUTOXOHJIpPHANEH T€HO(OHJ € MOYTH H3LSIO CHhCTaBEeH OT
Xalulorpyny, THUIWYHMA 32 3amajHoeBpasuwiickure monyrmanuu. OOmarara dYecrora Ha
nzrounoasuarcku (M, C, D u Z) u adppukancku (LO, L3 u M1) mt/IHK xamiorpynu e MHOro
aucka (1.3%).

3. YcraHnoBeHo e, ue Obirapckara MT/JHK n3mMeHunBOCT € XOMOTeHHa 3a CTpaHara.

4. OrmpeneneHa e NO3UIMATa Ha ObJrapckata NOMyJIalMs Cpel  3alaJHOeBPAa3sHHCKU U
ceBepHOA(pPUKAHCKU momyaanuu Bb3 ocHoBa Ha MT/IHK xammorpymaute mpodunu. bearapure
3aeMaT MEeXJMHHA MO3UIMSA MEXIy MU3TOYHOEBPONEHCKUTE U CPEAU3EMHOMOPCKUTE IMOMYyJIalHH.
JlonycHato e, 4e CpeIu3eMHOMOPCKOTO HACJIEACTBO MOXKE JAa ObJe NPHUIIMCAaHO Ha TPaKuTe,
JIOKaTO M3TOYHHAT NPUHOC BEPOSTHO CE€ IBJKH HA IPEBHUTE OBJIrapu U CIaBsIHUTE.

5. YcTaHOBEHHM ca 4eCTOTUTE Ha Y-XPOMO30MHHU XaIUIOTPYyIU IPU ChbBPEMEHHUTE OBJITapH.

6. JlokazaHo e, 4ye OBJIrapcKUAT Y-XpOMO30OMEH TeHO(OH[J € MOYTH H3LSIIO IMPENCTaBeH OT
3amaHOeBpa3uiicku xarutorpynu. [eHeruunure npuHocu ot Llenrpamna Asus (Xr C-M217),
Cesepna EBpasus (Xr N-M231) u FOrozanaana Asust (mpousBoguu Ha Xr Q-M242, Xr L-M61 u
Xr R-M124) ca nesnaunrennu (06mo 1.5%).

7.YcTaHOBEHO €, 4e OBJITapCKUAT Y-XpOMO30MEH TeHO(OH]] € AOCTa SAHOPOJCH B CTpaHaTa U ce
npennosuara, ye Crapa rnjaaHuHa He € JeiicTBaa KaTo cuiiHa Oapuepa 3a FreHeH MOTOK.

8. JlokazaHo e upe3 MUKpOCATEIUTEH aHAIN3 Ha Y-XPOMO3OMHHUTE Xarutorpynu, ye Xr R-L23* B
W3rouyna bwarapus natupa ot ciemieaHukoBus mnepuon; Xr E-VI13 mpucectBa B bbarapus ot
ME30JIMTa U 3al04Hajia J1a ce pas3lnpocTpaHsaBa clie]l NPUCTUTAHETO HA HEOJIMTHOTO 3EMENENNe; a
Xr J-M241 Haii-BepOsSITHO OTpa3sBa HEOJMTHATA €KCIAH3USl Ha 3eMeNeNIMTe OT Hal-paHHUTe
LIEHTPOBE Ha 3eMeAeIreTo o YepHoMopHeTo.

9. Yectorara Ha Y-XpOMO3OMHMTE XaIUIOTPyNHu, OIpeAess MO3uLMATa Ha Obiarapure B
€BPONENUCKHUS KIIbCTEP, Jajlede OT ajlTaiiCKUTe MOIMyIaluu U OT MOMYJalMUTe KUBEELIU Ha CEBEp

oT pernoHa Ha [lamup.

10. IlpuBeneHu ca Joka3aTeicTBa KbM XHUIOTE3aTa, Y€ JPEBHUTE ObArapu (KOUTO CIIOpPEN]
MOCJIETHUTE HMCTOPUYECKU M3CIIEABAaHUsI MMAT ChIIECTBEH MPUHOC MNpu (POPMHPAHETO Ha
ChbBpPEMEHHUSI OBJITapCKH HAPOI) HAMAT OOII FeHETHYCH MPOMU3XOJ C aNTANCKUTE MOMyJIalluu 1

TOBOPCIIUTE TIOPKCKU €3N CPCAHOA3UATCKU ITOITYJIallUH.
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HAYYHHU IPUHOCH

1. 3a mppBH BT BCEOOXBATHO € OIpEIeieHa T'eHeTWYHATa CTPYKTypa Ha Owirapure mo Y-

xpomo3omara u MTIHK u pesynrarure ca aHamu3upaHyd B MUKPO- U Makporeorpad)cku mMaiao.

2. OmnpenerneHa € JIaBHOCTTa W HaYWHA Ha pPa3lpOCTPaHCHHWE HA YECTH Y-XPOMO3OMHH

XaIJIOrpyIH.

3. Cp3najzieHa e chllecTBeHa 0a3a 3a CpaBHEHHE Ha ChbBPEMEHHUTE ObJIrapu ¢ Jpyry MOMyaauu 1

C IpEeBHUTE 0OMTATENIN Ha OBJITAPCKUTE 3EMHU.
4. 3a mppBU 16T bbarapus e nocraseHa BbpXy reHOMHaTa kapra Ha EBpona.

5. JlokazaHo e, 4e JpeBHUTE ObJIrapH, KOUTO CHOpE] MOCIETHUTE HUCTOPUYECKH H3CIIeIBaHHS
UMaT CBIIECTBEH NMPHHOC NpU (HOPMHUPAHETO HAa CHBPEMEHHHs OBJITapcKH HAapoOA, HAMAT OO
TEHETUYCH MPOU3XOJ C AITAUCKUTE MOMYJAIllMH ¥ TOBOPEIIUTE TIOPKCKH €3UIN CPEIHOA3HaTCKU

MIOITYJIALAH.
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BJIATOOJAPHOCTH

N3ka3Bam Hali-chpaeyHM 0J1aroIapHOCTH Ha:

-Hay4Husl cu pbkoBoauten mpod. n-p [para TonueBa, 3a miacyBaHoOTO MH IOBEpHE,
npeaocTaBeHaTa MU Bb3MOXKHOCT 332 O0y4eHHE U LSJIOCTHATA U MOJKPEerna U IMOMOII IPH
n3pabOTBaHETO, HAMMCBAHETO M O(OPMSIHETO Ha HACTOAIIATA TUCEPTALINS;

-Ha akajl. npod. Anren I'bb00B 3a O€3LEHHUTE CHBETU U MPETIOPBKH MPHU 00 CHKIAHETO
Ha pe3yATaTUTE MPU HAMCBAHETO HA MyOJIMKAIIMUTE U HACTOSILATA TUCEPTALUS;

-Ha nipo¢. Opuema Cemuno u npod. Antonno Topponu ot Katenpara mo 6uonorus u
ouorexnonorun "L. Spallanzani” B Yuusepcutera B IlaBusi, Utamus 3a cbBeTUTE U
HACOKUTE MpPHU TEHOTHUIMPAHETO M CTAaTUCTHYECKUS aHAIW3 Ha EKCIePUMEHTATHUTE
pe3ynTaru;

-Ha npod. renepan CrosH ToHeB — HavanmHuUK Ha BoenHo MenunmHcka AKanemus
(BMA), na pproBoautens Ha LlenTspa mo TpaHcdy3moHHa xemarojiorusi I-p Pymen
IToroB u Ha exuna Ha LleHTbpa 3a cHOUpPAaHETO HAa YYACTHUIM 32 IPOYYBAHETO;

-Ha ipod. Ilersp [loOpeB 3a moMoriTa Npy ThIKYBAaHETO HA PE3Y/ITATUTE;

-Ha wi.-kop. Mopaan MopnanoB 3a moMorira npyu OpraHu3upaHeTo Ha MPOYYBAHETO;

-Ha A-p Mas KuueBa — ynpasuren na [Iporen OO/l, Codus 3a cpaelcTBUETO NpH
aHaJIM3a Ha MUKPOCATEIUTH Ha Y-XpPOMO30MaTa;

-Ha xonerute ot Karenpara mo MeaunmHCKa reHeTHKA 332 TIOMOIITa MPH W3paO0TBAHETO
1 0(hopMSIHETO Ha HACTOSIIIATA TUCEPTALIUS;

-Ha kojerute oT Karempara mo Ouonorus u Oumotexnomoruu "L. Spallanzani" ksm
VuuBepcurera B [laBust, Utanus 3a momomira npu reHOTUNMPAHETO U CTaTUCTUYECKaTa
00paboTKa Ha pe3yATaTUTE;

-Ha BCUYKH JOHOPH Ha KPbBHHU HpO6I/I 3a JOBCPUCTO,

-Ha MOWTE POANTEINN, CECTPAa MU, ChIIpyra MH, AbLIEPs MU U Ha A-p Sroma Bacunesa 3a
HOJIKpenara.
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SUMMARY

The most powerful tools for tracing matrilineal and patrilineal population ancestry are the
studies of mitochondrial DNA (mtDNA) and Y-chromosome diversity, respectively. The previous
mtDNA and Y-chromosome studies of Bulgarians were partial, outdated and insufficient to
characterize their genetic composition and origin. In order to fill this gap in the European
population genetics, we have performed a large and comprehensive study of the genetic structure
of the Bulgarian population from mtDNA and Y-chromosome perspective and we have also
contributed to the determination of the position of Bulgarians in the genetic map of Europe based
on whole genome diversity.

The analysis of the Bulgarian mtDNA pool was performed on a sample comprising 855
males, whose parents are born in different provinces of the country. The Y-chromosome diversity
was evaluated on 808 individuals, which are part of the particicpants in the mtDNA analysis. The
whole genome analysis of more than 270 000 autosomal single nucleotide polymorphisms (SNPs)
was performed on a different sample comprising 47 Bulgarian males and females.

The mtDNA genotyping was performed by sequencing of ~750 bp of the control region,
followed by restriction fragment analysis of markers in the coding region to confirm mtDNA
haplogroup (Hg) or subhaplogroup affiliation. In the Y-chromosome survey, we have analyzed 75
biallelic markers in hierarchical order (1 marker was analyzed by amplicon size detection, 4 by
sequencing, 38 by restriction fragment analysis and 32 markers by denaturing high performance
liquid chromatography). Part of the samples belonging to informative haplogroups were analyzed
for 17 Y-STR markers.

The obtained results show that the Bulgarian mitochondrial pool is composed almost
completely by haplogroups typical of West Eurasian populations. The presence of East Asian (M,
C, D and Z) and African (LO, L3 and M1) mtDNA haplogroups is negligible (1.3%).

The Bulgarian mitochondrial diversity is homogenuous across the country. In the Principal
Component Analysis (PCA) Bulgarians locate in an intermediate position between Eastern
European and Mediterranean populations. The Mediterranean legacy could be attributed to the
Thracians, whereas the Eastern contribution in likely due to the proto-Bulgarians and the Slavs.

The Bulgarian Y-chromosome composition is primarily represented by Western Eurasian
haplogroups. Genetic contributions from Central Asia (Hg C-M217), Northern Eurasia (Hg N-
M231) and South-West Asia (Hg Q-M242 derivatives, L-M61 and R-M124) were detected at
almost negligible frequencies (1.5%).

The Bulgarian Y-chromosome composition is rather homogenous across the country and it

shows that the Balkan Mountains probably did not act as a strong barrier to gene flow.
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The analysis of Y-STR variation within haplogroups provided the following interesting
results: Hg R-L23* in Eastern Bulgaria dates from the post-last glacial period; Hg E-V13 is
present in Bulgaria since the Mesolithic, from where it expanded after the arrival of farming; and
Hg J-M241 probably reflects the Neolithic westward expansion of farmers from the earliest sites
along the Black Sea.

In the PCA analysis of Y-chromosome haplogroup frequencies Bulgarians group with
European populations, apart form Altaic populations and the populations residing in the north of
the Pamir region. The position of Bulgarians among other European populations is further
confirmed in the PCA analysis based on whole genome SNP data.

The haplogroup profile of Bulgarians and their position among other populations in the
PCA analyses suggest that a common ancestry between the proto-Bulgarians (which according to
the most recent historical studies made a substabtial contribution to the modern Bulgarian people)
and the Altaic and Central Asian Turkic-speaking populations either did not exist or was
negligible.

In the present study the genetic structure of Bulgarians from mtDNA and Y-chromosome
perspective is comprehensively described for the first time. The obtained results, which represent
a substantial basis for comparison with other populations, are analyzed on a macro- and micro-
geographic levels. Taking into considerations the most recent historical studies, which indicate a
substantial proto-Bulgarian input to the contemporary Bulgarian people, the observed patterns
reinforce the hypothesis that a common genetic ancestry between the proto-Bulgarians and the

Altaic and Central Asian Turkic-speaking populations either did not exist or was negligible.
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