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MupoBas u oTedecTBeHHas MpakTuka nmpuMeHeHns: JJHK-rexHomornii B KpUMUHAIMCTHKE MoKa3ajia uxX
npeumyiiecTsa B cpepe naeHTUGUKALMKU JUIHOCTA HEM3BECTHOTO MHAWBUIA MO CPABHEHUIO C IPYTUMU
U3BECTHBIMU B KpUMUHAJIMCTUKE METOIaMU MAeHTUdUKALMU. B cTaThe paccMaTpuBarOTCS OCHOBHBIE CO-
BpPEMEHHBIE MOIXO0Ibl IPUMEHEHUS TEHETUYECKUX TEXHOJOTMI B KpUMUHATIUCTUKE, BKiItovyast JIHK -uneH-
mndukanuo u JHK-peHornmmmpoBanue. PaccMoTpeHBI mpenMyIecTBa 1 HEOOCTATKY Pa3IMIHBIX ITOIXOI0B,
OCHOBHOM aKIIEHT ce/IaH Ha JOCTVKEHUSIX OTEUECTBEHHBIX YUYEHBIX, a TAKXKE Ha MEePCIeKTUBAaX JajbHEe -
IITUX MOJIEKYJISIPHO-TEeHETUYECKUX UCCIIETOBAHUM B 00J1aCTH CyleOHO-MEIUIIMHCKOM 3KCTepTu3sl. [1pen-
CTaBJIEHbl OCHOBHBIE PE3yJIbTaThl peaan3allui HayYHO-TeXHUYeCKoi mporpaMmMbl COI03HOTO TOCy1apcTBa
“NHK-mnentndukanms” B 00JIaCTH YCTAaHOBJIICHUSI BEPOSITHOII BHELIHOCTH, BO3pacTa, IICUXO-3MOIIMO-
HaJIbHOTO cTaTyca, a Takke 3THOoreorpauueckoro v IMomyJIssiiMOHHOTO MPOUCXOXACHUS HEU3BECTHOTO
nHauBuaa no ero JIHK ¢ mpruMmeHeHeM TeXHOJIOTHI BEICOKOTIPOM3BOIUTEILHOTO CeKBEHMPOBaHU. B xo0-
Jie peajr3allMy NporpaMMbl TakKxKe pa3padoTaHbl OTe4eCTBEHHbIe HaOopkl peareHToB Wi JIHK-uneHTn-
dukammm, ananTUpoBaHHBIE IO/ CYIIECTBYIOIIEe U MEPCIIEKTUBHOE peCypcHOe U IIpUOOpHOe obecriede-
HUE, UCTIOJIb3YyeMOE B KPpUMUHATUCTUYECKUX JabopaTtopusix COl03HOTO TocynapCTBa.

Knwoueswvie crosa: JHK-unentndpukaumsa B kpumuHanucrtuke, JJHK-mapkepsl, 6a3bl nanHsix, JJHK-de-
HOTUITMPOBaHWE, THHOBAIIMOHHbIE HAOOPHI pEareHTOB, TeHeTUYeCKasl IMPeapacIoOXeHHOCTh, TIepCoHa-

JIM3UPOBaHHAsI MEIULIMHA.
DOI: 10.31857/S0016675821120079

B nacrostiiee Bpemst metonsl JIHK -unenTndunka-
LIUM — OIlpelesieHue MPUHAIJIECKHOCTA OMOIornye-
CKUX CJIEIOB MHAWBUIY Ha OCHOBE COBITAICHUS Xa-
paktepuctuk JJHK, BBIIEeIeHHOM 13 OMOJIOTUYECKO-
ro MaTepuasa, CoOOpaHHOIO Ha MECTe TIPECTYIICHUS,
U TIOJTy4€HHOTO OT ITO03peBaeMOro, IIIMPOKO BOIILTU
B KPpMMUHAJIMCTUYECKYIO IPAKTUKY. BriepBrie MeTox
BBISIBJICHUSI MHANBUIYAIN3UPYIOIIUX 0COOEHHOCTE
JHK 6n11 ontcan B 1985 1. aHIIMUiACKMM OMOJIOTOM
A. Ixeddprcom 1 BCKope IIpUMEHEH B pacciiefoBa-
HUM mpectymieHuii [1, 2]. Meron Owl1 Ha3BaH
“ITHK-duaTepripHTOM”, NN “TEHOMHOW NaKTH-
JJockommuei” (B HaAcTosIIIee BpeMsI Oojiee pacIipo-
crpaHeHbl Ha3Banusa “JIHK-unentnoukanmsa”, “re-
poturniockormst” u “anamm3 JHK-npodmumneii”). B
Poccum metonsr JHK-moenTudmrkanmm moayamim
pazButue B 1990-x IT., YTO CBSI3aHO B YaCTHOCTHU C

nunoHepckumu padoramu E.M. Poraesa u I1.J1. MUBa-
HoBa [3—5]. Co BpeMeHHU ITOSIBJICHUSI METOIOB BEISIB-
JICHUSI  VHAWBUIAYIU3UPYIOIIMX  OCOOEHHOCTEN
JHK cMeHMI0Ch HECKOJIBKO ITOIX0A0B (TMOpUa3a-
ousg dparmeaTupoBanHoii JJHK ¢ pammoakTmBHO
MedyeHHBbIMU 30HIamMu, [1IP®-ananus), Ho B UTOTE BO
BCEX CTpaHax MPUILIA K UCIIOJIb30BAHUIO MYJIBTHAN-
JenbpHbIX ayTocoMHBIX STR-MapkepoB (Short Tandem
Repeats, KopoTKiie TaHIEeMHBIE TOBTOPHI). YHUDHUIIN -
poBaHHbBle Habopbl STR-mapkepoB, BKITIOYAIOIINE
oonee mecarka STR-10KycoB 1 Mapkep Imoja — I10-
JIMMOP(MHBIN y4acTOK B TeHe aMeJIOTeHWHA, TIpUuMe-
Hs1otes B CIHA (cuctema CODIS, Combined DNA
Index System) u B EBpomneiickom Coio3e (cuctema
ENFSI, The European Network of Forensic Science
Institutes DNA working group). Ha ocHOBe aTHx cu-
CTEeM CO3IaHbl HallMOHaNbHBIE 0a3bl maHHBIX JJHK-
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npodmnieii. B Bennkoopuranum HanmmoHanbHas 6a3a
maHHbix B Mapte 2020 1. cogepxana 6.6 muiH JHK-
npoduiteit, us Koropsix 80.3% npuHamIeXaIl MyK-
yrHaM, 19.1 — xeHumHaMm, a 17151 0.6% o0pa31oB Mo
He yCTaHOBJIeH. ExXXeromHo Mcnoib30Banoch 1 aHa -
sm3a 10 40000 oOpa31ioB ¢ MecTa MPeCTyIUIEHU [6].
B CIIIA (110 coctostHuio Ha anpenb 2021 I.) B Takoit
0Oaze TaHHBIX — OoJiee 14 MuTH mpoduITeii IIpeCTYITHA -
KOB, 0oJiee 4 MUTH TIpodmiieit apecToBaHHBIX U OoJiee
1 MutH TIpoduteit ¢ MecT ipectymireHus [7]. Cornac-
HO coobmeHusIM 110-tm (13 194) HaMOHAIBHBIX
LEeHTpaIbHBIX 610po MHTepnona x 2019 r. 70 cTpaH
MMeJIM HartmoHanbHbIe 0a3bl faHHbIx JJHK-mpodn-
neii u 89 crpan npuMeHsui aHaim3 JIHK B yrosos-
HOM paccienoBaHum [7a].

B Poccuu mist AHK -unentudukamm (reHOMHOM
perucTpanmnmn) UCIOJIb3YIOTCI Te Ke cucteMbl STR-
MapKepoB, uTo aeiraet noiydaeMmbre JJHK-mpodpnam
COITOCTAaBUMBIMM C IPOMISIMU B 0a3ax faHHBIX MH-
Teproja U MHBIX MeXIyHapoaHbIX 6a3ax. Mcciemo-
Banus JAHK-npodwurteil mpoBomsITca B 3KCIEPTHO-
KpUMUHaIncTHIecKnx ronapasneaeHusgx CK, MB/I n
®dOCB Poccun, ydpexaeHUSIX CyneOHO-MeIULIMHCKON
skcneptusbl Munsapasa Poccun. ComtacHo Pene-
paibHOMY 3akoHy Ne 242-D3 “O rocygapCTBEHHON
reHoMHoiIi peructpauuu B Poccuiickoit ®eneparim”
00s3aTeJIbHOM TEHOMHOI PErucTpaluy ITOMIeXKaT
JINLIA, OCYKIEeHHbIC ¥ OTOBIBAIOIINE HAKA3aHE B BU-
JIe TUIICHUSI CBOOOIBI 32 COBEPIICHUE TSIKKUX WU
0C000 TSKKMX MPECTYIUICHUWI, BCEX KaTeTopuii mpe-
CTYIUIEHUI TIPOTUB MOJI0BOII HEMPUKOCHOBEHHOCTH
U TIOJIOBOM CBOOOABI TUYHOCTH, a TAKKE HEOTTO3HAH -
HbIE TPyl ¥ OMOJIOTUYECKUE CACAbI, U3BSAThIE C MECT
npectyruieHnst. CIIMCOK JIUI, MOmMIeXallnxX o0s3a-
TEJIbHOM TE€HOMHOM pPErucTpaliiy, MpearoaraeTcs
pacmmpuThb. CBeAeHUS MO TeHETUYSCKUM ITPOPUIIIM
xpaHsITcs: B DenepaiabHOl 6a3e JAaHHBIX TEHOMHOI
nHpopMmaunu (OBAT'N), onepatopoM KOTOPOIi SIB-
nsercs MBI Poccumn. B Hacrosmee BpemMs oobeM
OBJI'N cocraBasier 6osiee 1.1 MIH reHETUYECKUX
npodwieit (0.6% nacenenmst Poccun). KonndectBo
MIPOBOIMMBIX 3KCIIEpPTU3 C ucrojb3oBanueM JJHK-
npoduireit cocTaBIsIeT HECKOJIBKO COTEH ThICSIY eXKe-
romHo [8, 8a].

B Pecnyonuke benapych nposenenue JJHK-sxkc-
MEPTU3 PETYIUPYeTCs JIOKATbHBIMA HOPMATUBHO-
MPaBOBBIMKU aKTaMU [oCymapCTBEHHOTrO KOMMUTETA
CyIeOHBIX SKCITEPTHU3.

ITomumo ayrocomubix STR-MapkepoB B KpuMU-
HAJIMCTUYECKON TTpaKTUKE UCTIOIb3YETCS aHAIU3 Ol -
HopoauTelbcKnx MapkepoB — STR-MapkepoB Y-xpo-
MOCOMBI I CEKBEHMPOBaHME TUIIepBapuadesTbHbIX CeT-
MEHTOB WM  MOJHON  IIOC/IemIOBATEbHOCTHU
mutoxoHapuainbHoi JIHK (MTAHK). Bece mepeunc-
JIEHHBIE CHCTEMbI MOTYT OBbITh WCITOJb30BaHBI HeE

KUJIBYEBCKUI, AHKOBCKNHN

TOJIBKO JJII UIEHTU(PUKALINY IIPUHAIJIECKHOCTHA 61O~
JIOTMYECKOIo 00pa3iia KOHKPETHOMY MHINBUIY, HO U
IIJIsl YCTaHOBJIEHUsI poacTBa. MMeHHO aHaIu3 3TUX
MapKepoB IO3BOJNWJ MIACHTUDUIIUPOBATH OCTAHKU
BCEX WICHOB CEMbBU MOCIIEAHETO POCCUICKOTO UMIIepa-
Topa Hukonas Il ¢ momompio cpaBHEHUST TTOTHOMN
nocnenoBatenbHOCTH MTJHK 1 STR-mapkepos Y-
xpoMocoMbl B JIHK m3 KOCTHBIX OCTaHKOB M U3 IPY-
IMX GUOJIOTMYECKNX 0Opa3lioB MpPEICTaBUTENCHH JoMa
PoMaHOBBIX, pOICTBEHHUKOB uMIeparpulibl [9]. Hau-
GoJlee 3aMETHBIM U yOeTUTEIbHBIM UTOTOM 3THX pa-
60T sIBMJIACh MACHTU(UKALIAS OCTAHKOB CAMOTO MM~
neparopa Huxomas 11 tem xxe metomom. Ilpu s3Tom
JAHK xocTHBIX ocTaHKoB cpasHUBau ¢ JIHK u3 omo-
MaTepuajoB, 3aBeIOMO ITPUHAIIEXKAIIUX CAMOMY UM~
rnepaTopy (KpoBb Ha pyOalllke MocJie MOKYIIEHUST Ha
Hwuxkonag Il 8 Amonum, Haxomutced B ['ocymapcTBeH-
HoM Dpmuraxke) [10].

CucreMbl OTHOPOOUTENBCKIX MapKepPOB, KaK He-
yTpauylBaeMble B MOKOJEHUSIX, MOTYT IIPUMEHSIThCS
W U1 YCTAHOBJICHMS JAJIbHETO POACTBA, TEM CaMbIM
yKa3bIBasi M Ha 3THOTreorpaduieCcKue rpyImnbl, U3 KO-
TOPBIX TIPOUCXOOUT MHAUBUA. 15T 3TOro HeooXxoIM-
MBI pedpepeHCHBIe 0a3bl TaHHBIX TeHETUYECKMX IIPO-
duneit mpeacTaBUTEIE Pa3IMYHBIX MHOITYJISILUN, C
KOTOPHIMHM CpPaBHMBAETCS T€HETUYCCKMI IIPOGUIb
HcclienyemMoro oopasia. IMeHHO ¢ ITOMOIIBIO TaKMX
MMOIXOA0B OBbUIM YCTAHOBJIEHBI PETHUOHBI IIPOMUCXOXK-
JIIeHUSI KaK MCIIOJHUTENIS TepakKTa B aspornopty Jlo-
MopaenoBo B 2011 1., TaK 1 HOBOCMOMPCKOTO MaHbsIKa-
nenodmia (ObUIM MCIONIB30BaHbI, COOTBETCTBEHHO,
MOITYJISIIOHHBIE 0a3bl JaHHBIX MeIuKo-reHeTu4de-
CKOTO Hay4YHoro 1ieHTpa, Mocksa, u MHcTuTyTa Me-
INOUHCKOM TeHeTuku, Tomck) [11]. IlomyduenHas
nHpopMalMsg 3HAYUTEILHO YCKOPWJIA PacKpHITHE
9THUX IIPECTYIUICHUIA.

JHK-mpenTnduKanmus mmmpoKo IIpUMEHsIeTCS He
TOJIBKO MPU PACKPBITMU MPECTYIUIEHUI, HO Y MpU
PO3BICKE TMOTEPSABIIUXCS Joaeil, MaeHTU(GUKALIIN
HEOITO3HAHHBIX TeJI, XXEePTB MPUPOIHBIX M TEXHOTEH-
HBIX KaTacTtpod.

s pa3BuTUS TIepeYNCIEHHBIX HAIlpaBJIeHU B
Poccun n bemapycn B 2017 1. 6bpl1a TIpUHSITA HAYYHO-
TexHndyeckass mporpamma CoOIO03HOTO TocydapcTBa
“Pa3paboTka MHHOBAIIMOHHBIX Te€HOreorpadmIecKmx
U TEHOMHBIX TEXHOJIOTUM MASHTU(MUKALINU JTAYHO-
CTU U UHIWBUAYAIbHBIX OCOOCHHOCTEH YeI0BeKa Ha
OCHOBE U3y4eHUs TeHO(POHI0B pernoHOB COI03HOTO
rocygapctBa” (“JIHK-umnenTudukanmsa”), rocynap-
CTBEHHBIMM 3aKa3uMKaMu Kotopoit cranu ®AHO/
MwnnaobpHaykn Poccum coBmectHo ¢ Hammonanb-
HoIt akagemueil HayK bemapycm. Ilporpamma Oblma
yTBepkIeHa nmoctaHoBiaeHueM CoBera MUWHHCTpPOB
Coto3Horo rocygapcrsa oT 16 urons 2017 . Ne 26 [11a]
M paccyvTaHa Ha pealn3alnuio B TEUYCHUE IISATU JIeT
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(2017—2021 rr.). B cocraB IIporpammsbl Bouiu ABa
OCHOBHBIX 06JI0Ka MCCIEIOBAaHUM — MCCICIOBAHUS B
00J1aCTH TeHETUIECKOM SKCITePTHU3HI IUIST KpUMHWHA-
JINCTUKH, BBITIOJTHSIEMBIE Ha €TWHON MeTOIMYeCKOM
1atropMe POCCHUCKMMH M GEJTOPYCCKUMHU YIacT-
HUKaMH, U B 00JaCTH METUIIMHCKON TeHETUKM ISt
1eJIeit mepCOHNMUIIMPOBAHHOM METUITMHEI, a TAaKXKe
BO3MOKHOTO ITPUMEHEHMS TaHHBIX ITOIXOI0B B KPH-
MUHAQIMCTUKE, BBITIOJIHSIEMBIX TOJTBKO OEIOPYCCKOM
cropoHoit. Hampapinenust uccinegoBanuit mo Ilpo-
rpaMMe TIepeYncJIeHBI B Ta0. 1.

Brigsnenme JIHK-MapkepoB pasimdHBIX THUITOB
IIJIs1 OTIpeeSIeHUs] BEpOSITHOIO 3THOreorpacuIecKoro
U TIONYISIHAOHHOTO TIPOUCXOXKICHUSI U pa3paboTKa
6a3 TaHHBIX TeHETUYECKUX XapaKTePUCTUK HACEJICHUST
CoO103HOTO TOCYJApCTBa COCTAaBWIM BaKHEHIITYIO
yacTh uccnemoBanuii. OmHa U3 3a1a4 — JIMKBUIALNAS
“OenpIx IsATeH” (001acTe, HEMOCTAaTOYHO MCCIIENO-
BaHHBIX IT0 YACTOTAM BCTPEYAEMOCTH MPUMEHSIEMBIX
B kpumuHamuctuke JHK-mapkepoB) Ha reHoreo-
rpadpmyaeckoii Kapte Coro3Horo rocymapcTa. Ecim
Havany [IporpaMMbl O 1eJieBEIM MapkKepaM OBLIO
ucciaenosaHo HeMHoruM 6osiee 1000 OMoIornuecKux
00pa3loB, MPEACTABISIONINX HECKOJIbKO IECSITKOB
MOMYJISIIUI, TO K ee 3aBepIICHUI0 KOJIMYSCTBO MC-
clieqoBaHHBIX 00pa3noB coctaBmiao 6osiee 30000, a
KOJIMYECTBO STHOPETUMOHAJILHBIX Tpynn — 6oiee 200.
IIpuMepbl TaKMX WUCCIEIOBAHMWIA OMMCAHBI B TpeX
CTaThsIX JTAaHHOTO BBIIYyCKa XypHaia [25, 28, 29].

Cronp OOJNBIION OOBEM OOpPA3LOB TMOMYJISIIIA
Co103HOT0 rocyaapcTBa ObLI UCCICTOBAH B pe3yJIbTa-
T€ CO3JAHUSI PACIIMPEHHOT0 MYJIbTUILJICKCHOTO Ha-
oopa STR-okycoB Y-XpOMOCOMBI, IIPUMEHEHME KO-
TOPOTO OMUCAHO B JBYX CTaThSIX JAHHOTO HOMepa
XypHana [28, 29]. B pamkax Ilporpammer “JIHK-
naeHTUdUKAIMA co30aHbl 0a3bl JaHHBIX, XapaKTe-
pu3ylole OCHOBHBIEe nomyastun Col3HOTO rocy-
JapcTBa MO MYKCKOI JIMHUK. BoJbllioe KOau4ecTBO
MYJIBTHAILICTBHBIX JIoKycoB JHK mumuBuma amrm-
GUIIMPYIOTCS B MYJIBTUITIIEKCE B OMTHOM IPOOHPKE, N
¢parMeHThl (HpaKIIMOHUPYIOTCS MO pa3Mepy B €au-
HUYHOM Kamuiuispe. [loygaeMblii raruioTun BHO-
CUTCS B CO3JAaHHYIO 0a3y HAHHBIX, YTO IMO3BOJISIET
OBICTPO M C BBICOKOI pa3pelnaronieii ClocoGHOCThIO
OTHECTH MHIWBHIA K OMHON U3 TeHoreorpauIecKmx
rpyIi. B HEKOTOPBIX CIydassX MOXXHO OTHECTU €ro K
KOHKPETHOMY Hapo#dy, K OmpelejicHHOMY pomdy, a
WHOTIA JaXe K JepeBHE TaHHOTrO reorpaduieckoro
pernoHa.

CosnmaHHBII HA00Op peareHTOB ITPON3BOIUTCS IO~
YTHU UCKTIOUUTETLHO Ha OTEYEeCTBEHHOM CHIpbe, 000-
pynoBanue mis1 JIHK-uneHTrdurkanmmm ¢ moMomiso
3TOro Habopa Takke rpomnsBoantcs B Poccnm. Co3maH-
HBI HAOOp MO pa3pemarolieii CriocOOHOCTH TTPEBhI-
maeT 3apyoekHble aHaJIoru, a 3(POEKTUBHOCTL €ro
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MPUMEHEHUS o0ecneuynBaeTcs YHUKAJIbHON 0a30it
FeHETUYECKUX NaHHBIX, pa3pabOTaHHOII B paMKax
IMporpammer “JAHK-noentudnkaisa”.

PazButue TexHoa0rMii FTeHOTUIHMPOBAHYS 1 TEHOM-
HOTO aHajM3a MOJIyYWIO 3HAYMTEJIbHOE YCKOPEHHE C
MOSIBJIECHEM METO0B MACIIITaOHOIO MapajljIeJIbHOTO
cexkBeHupoBaHus (MIIC), Ha3pIBaeMOro Takxe “ce-
KBEHUMpPOBaHUEM clienymolnero mnokojeHus” (Next
Generation Sequencing, NGS). DTn TexHOIOrNNU
MO3BOJISIIOT MEPENTHU K HCIOJIb30BAHMIO MapKepoOB
elle OMHOIO TUIa — ajljieJieli OMHOHYKJICOTUIHBIX
nomuMmopdHbIX  JIokycoB  (Single  Nucleotide
Polymorphism — SNP [55]). B otnuyue ot MyabTH-
aimenbHbIXx STR-mMapkepos, mcronb3lyembie SNP-
MapKephl SBISIOTCS OnayuienbHBIMUA. [losTOMy ms
MIPOBEICHMUS TEHETUYECKOrO aHajau3a B IIEJISIX KpHU-
MUHAJIMCTUKN HEOOXOAUMO MCIIOIb30BaTh ropasmao
oosbniee KonmdectBo SNP-MapkepoB, 9To maer He
TOJILKO OIpeleIeHHbIe MPEeUMYIIecTBa, HO U IIPO-
OJeMBI, KOTOPHIE PACCMOTPEHBI B CTaThe TIPYIIIbI
E.N. PoraeBa B aToMm HOMepe [49]. [ToaumopdHBI
OTHOHYKJICOTUIHBIN JIOKYC (B JTaHHOM CiIydae Ipo-
CTO CalT C OIIpeAesIieHHOI ITO3UIMell B TEHOME) MO-
XKET OBITh IIPEACTABIIEH B ITOIYJISIINY HE TOJIBKO IBY-
M1 aJUICJISIMH, HO U OOJIBIIINM UX YMCIIOM (MaKCUMyM
veteipbMs aymieasamu — A, T, T, 11). Xors y unonBuna
YMCJIO aJlJIeJIeid TAKOTO JIOKYCa B IBYX TOMOJIOTMYHBIX
XpOMOCOMaX HE MOXKET IIPEeBHIIIATh ABYX, €CIU 3TO
JIOKyC B TreHome yHukKajaeH. Mcmonbp3oBaHue s
JHK-mnenTndukannm Tpr- U TeTpa-aJIeTbHBIX Ol -
HOHYKJICOTUIHBIX JIOKYCOB BMECTO OMaJUIEIIbHBIX
MOXeT 3HAYMTEIbHO MOBBICUTH Pa3peIlaioniyio CII0-
COOHOCTh METOHIa, OMHOBPEMEHHO COKPAaTHB YMCJIO
nap mpaiiMepoB B MYJIBTHIUIEKCE Ul MX aHaIW3a.
Cy1iecTBEHHO, YTO OMHOHYKJICOTUIHBII MOIUMOPh -
HBII JIOKYC MOXET OBITh aMILUIM(UIINPOBAH U OIIpe-
IIeJIeH €ro ajuleJIbHBbIA CTaTyC IIPY MHHUMAILHOM
pa3Mepe amiumpunmpyemoro pparmenta JJHK (me-
Hee 50 HyKJIEOTHIOB), KOTOPBIii COOTBETCTBYET pa3-
Mepy (parmenToB nerpagupoBaHHoit JJTHK, BcTpe-
JaIOIIMUXCS B OMOJIOTMYECKUX ClIedax, ¢ KOTOPBIMU
pabdoTaroT KpUMUHAINCTLI. M3BeCTHO, U4TO (hparMeH-
THI TAKOTO pa3Mepa COXPAHSIIOTCSI U B MHOTOTBICSTIE -
JIeTHUX ocTaHKax. IlpakThyecky 3HAYMMBIMH IJIS
KPUMUHAIUCTUKM SBIISIIOTCS T€ MYJIbTHAJLICIILHBIC
OTHOHYKJIEOTUIHBIE JIOKYCHI, IJIsI KOTOPHIX YaCTOTHI
aJuIeNiell IIPUMEPHO OMMHAKOBBI BO MHOTHX ITOITYJISI-
musax. Takum oOpa3om, HEOOXOIMMO OXapaKTepr30-
BaTh B Ipymnmnbl HacejdeHuss COI3HOTO rocymapcTBa
o yactoTaM ayieseit SN P, yke M3BeCTHBIM B KaK1X-
JIMOO MOMYJISIIUSIX MUpA.

Anamm3 SNP-mapkepoB ITO3BoOIsSeT Ha €OWHON
TEXHOJIOTUUYECKOI T1aTdopMe pelraTh He TOIbKO 3a-
nmaun JIHK-nnenTndukanmm 0OMoJIOrnaecKoro MaTe-
puaia, HO 1 OompeaeisaTh GeHOTUITNYECKHE TPU3HA-
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Taomuna 1. Hanpasnenust uccnegoanuii nporpammsl “JIHK-unentudukamnms”

No Hamnpasnenue Lenp uccnenoBaHust Ily6nukanuu
1 Paszpabotka TexHoiaoruu Pa3paborka nnHoBanuonHoi JIHK-TexHomornu, mo3BoJisio- [12—17]
ornpeaeneHus BEpOsITHOM 1Ieit onpeneauThb Mo 6MOJIOrMYecCKOMyY MaTepuay, Conepxa-
BHEIIHOCTHA HEU3BECTHOTO wemy JJHK, mapameTpsl BHEITHOCTH (LIBET BOJIOC, LIBET IJ1a3)
MHIMBUIA I10 XapaKTepucTukam | Hocuress atou JJTHK
ero JHK
2 Pa3zpaboTka MeTOIUKHU PazpaboTka MeToaKu onpeeeHrsI BEpOSITHOTO Bo3pacTa [18—22]
onpeeieHUs BEpOSITHOTO HeusBeCcTHOro nHauBKaa rmo oopasiy JJHK, nonyyeHHoit u3
BO3pacTa UHAMBUIA ero OMOJIOTMYECKUX CIe0B, HA OCHOBE aHaJIM3a MPYUXKU3HEH-
o xapakrepuctuke ero JJIHK Ho Moaudukanuu n3dopanHbix yyactkoB JJHK. JlaHHbIE
MOTYT OBITh UCITOJIb30BAHbI B KPUMUHATUCTHUKE
3 Paszpaborka TexHon0Orumn Pa3paborka "HHOBAIIMOHHOM KOMILIEKCHOM TEXHOJIOI UM, [23—27]
orpezaeeHust Hanbosee MMO3BOJISIIONIEH oTnpenenuTh 1o xapakrepuctuke JJHK
BEPOSITHOTO 3THOTeorpaduye- |Haubosee BEpOsITHOE 3THOreorpaduieckoe mpoucxXoxXaeHue
CKOTO MPOUCXOXKICHUS HEWU3BECTHOTO MHANBUIA
HEU3BECTHOTO MHAUBUIA
o xapakrepuctukam ero JJTHK
4 Paszpa6orka metona JIHK-unen-| AHK-uneHTudukauus v onpeneieHre NomyJisiliuOHHOM! [27—29]
TUhUKAUUU U151 OTIpEeiesIeHUsT | IPUHALIIEXKHOCTU HEU3BECTHOTO MHAWBU A IO OMoMaTepua-
MOMYJISILIMOHHOM NpuHamiex- |JaMm. Co3gaHue 0a3bl JaHHBIX MO0 KOMIUJIEKCY TeHETUYECKUX
HOCTU HEU3BECTHOTO UHAUBUIA | MApKEPOB, NudbepeHUUPYIOLIUX MOMYJISILIMU HaceJIeHUS
Co103HOTr0 rocynapcTBa, s IoJxydeHUsT nHGopMalluu,
KOTOpasi MOXKET ObITh UCIOJIb30BaHA TaK>Ke B KPUMUHAIU -
CTUKE
5 Pa3paboTka METOIVKMI [ToydyeHre METOOVKHY, TO3BOJISIONIEI OLIEHUTh T€HETHYECKYIO [30—34]
oIpee/IieHUsI cTaTyca TeHeTUYe- | KOMIIOHEHTY MCUXO3MOLIMOHAIBHOTO CTaTyca TMYHOCTH
CKUX JIOKYCOB U MIPVKU3HEHHOI
moaudukayu yyactkoB JHK,
BJIMSIIONIMX HAa TICUXO3MOLIMO-
HaJIbHBIM CTATyC YeJI0BEKa
6 Paszpaborka meTonon OmnpeneneHne reHeTUYECKUX PUCKOB pa3BUTHUSI HE MEeHee
TSI OLIGHKU MEXaHU3MOB BOCbMU HO30JIOTU# MyJTbTU(AKTOPHBIX 3a00I€eBaHUI Ha
TEHETUYECKOTO KOHTPOJIS OCHOBe ompeieJieHrs He MeHee 60 HanboJiee MHDOPMaTUB-
IIMPOKO PaCIpOCTPAHEHHBIX HBIX TeHETUYECKUX MapKePOB; Co3laHue 0a3bl JaHHBIX IO
3aboneBaHuit (cepaeuHo-cocy- | AHK-MapkepaM mmpoko pacrnpocTpaHeHHbBIX 3a00JIeBaHU
IIUCTBIX, SHIOKPUHHBIX,
ayTOMMMYHHBIX, KOCTHO-
MBIIIEYHBIX, OHKOJIOTUYECKUX
1 HEKOPOHAPOTEHHbBIX
3a00yieBaHMIA cepla);
pa3paboTKa TEXHOJIOTHit
BeisgBiieHus JIHK-mapkepos
OoJie3Hel Isi IpUMEHEHUST
WX B KPUMUHAJUCTUKE
6.1 |Paspaborka JHK-TtexHomoruu |Pa3paboTka MeTOd0B OIpenesieHUs pUCKa Pa3BUTUSI PA3HBIX [35]

BBISIBJIEHUSI TEHETUYECKOTO
pyUCKa SHIOKPUHHBIX
3a00JIeBaHMIi1

BapMaHTOB COYETaHHBIX SHIOKPUHHBIX 3a00JIeBaHU1, OCHO-
BaHHBIX Ha OLIeHKe (DEHOTUTTNYECKUX, OMOXUMUIECKUX,
MOJIEKYISIPHO-TEHETUUECKNX OCOOEHHOCTE KOHKPETHOTO
WHAMBUIYYMA

T'EHETHUKA  ToMm 57
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Taomuua 1. [TponomkeHue
No Hamnpasnenue Lenp uccnenoBaHust Ily6aukanum
6.2 | Pa3paboTka MHHOBAallMOHHOI OmpeneneHue TeHETUIECKOro prcKa 3a00JieBaHUit [36, 37]
JIHK-TexHomorum, mo3BoJjsio- | TpPOMOOIreHHOIo xapakTepa (MH¢papKTa MUOKapaa, MHCYJIbTA,
el ONpeneuTh UHIUBUAYAIb- | TPOMO03MO0IMH JlerouHbix aprepuit) mo JIHK naausuna
HbIA FEHETUYECKUI PUCK
pa3BuUTHS 3a00JICBAHUIA,
CBSI3aHHBIX C TPOMO030M
6.3 | Pa3paboTka MHHOBAallMOHHOM MN3yyeHne reHeTUKM 3a001€BaHU KOCTHO-MBILIIEYHOI [38—40]
JAHK-TexHomoruu, mo3BoJsio- | CUCTEMbI
11Ieii C TTOMOIIBbIO COBPEMEHHBIX
MOJIEKYJISIPHO-T€HETUYECKMX
METO/IOB BBISIBUTh HanboJiee
MH(MOPMATUBHBIC BAPUAHTHI
TE€HOB, PETyJUPYIOIIUX MTPO-
1IecChl KOCTHOTO MeTabou3Ma,
W OLIEHUTh PUCK Pa3BUTHUS
3a001eBaHUIA KOCTHO-MBbIIIIEY -
HOI1 cuCTeMbI
6.4 | MonekylasipHO-TeHeTUYeCcKast BrisiBieHME MOJIEKYJISIPHO-TEHETUUECKUX MapKepOB pUCKa [41—43]
OlICHKa pUCKa ayTOUMMYHHBIX | ayTOMMMYHHBIX 3a00JIeBaH1I1 U CO3IaHNe Ha X OCHOBE
3abo0JieBaHUt T€HOMHBIX TEXHOJIOTH BBISIBJIECHUS TPYIIT pUCKa C JTaHHBIMU
3a00JIeBaHUSIMU
6.5 | Pa3paboTka TeXHOJOIrUU OmnpeneneHue MOJIEKYISIPHO-TEHETUIECKMX U SIIUTCHETHYE - [44]
BBISIBJIEHUS] pUCKA OHKOJIOTUYE- | CKUX MAapKEPOB PUCKA PELIMAMBOB U (UJIX) MPOTrpeccupoBa-
CKUX 3200JIeBaHUI1 HA OCHOBE | HUS OIyXOJIeid y MallMEHTOB C OHKOIATOJIOTUSIMU
SMUTEHETUYECKUX U MOJIEKY-
JIIPHO-T€HETUYECKUX MAapKEPOB
6.6 |Briasiaenue JHK-MapkepoB OrmnpeneneHue reHeTUYeCKux (PakToOpoB IMaToreHe3a [45—47]
pUCKa HEKOPOHAPOTE€HHBIX U TEHETUYECKHX MAapKEePOB PUCKA Pa3BUTHUS HEOIArONMpPUSTHBIX
3a0o0JieBaHUii cepaua KJIMHUYECKUX UCXOJ0B (CUHAPOM BHE3aMHOI CMEPTH
U IPOrpecCUpOBaHUE CEPACYHON HETOCTATOYHOCTH )
y TTALIMEHTOB C HEKOPOHAPOTEHHOM MaToJoruein
(auaTallMOHHOM KapAMOMUOIIaTUEM, apUTMOT€HHOM
NMCILIa3uen MpaBoro XeJyaouka, TuIepTpohuyecKoi
KapJIMOMMOIIaTUEMN, U30JIMPOBAHHOM HEKOMITAKTHOCTBIO
MUOKap/a JIEBOTO XeJTyJ04YKa U KaHaJIoIaThe)
7 Paszpaborka 1 U3rotoBjieHUE M3zroroBieHne HaOOPOB peareHTOB 1 PELIENTOB K HUM, a [48, 49]

OIBITHBIX 00pPA31[0B MUHHOBALIM -
OHHEIX HA0OPOB pearcHTOB ISt
WACHTUDUKALIN TAIHOCTHA U
YCTaHOBJICHMS POJICTBa Ha
ocHoBe STR- u SNP-mapkepoB
METOIOM “MacCOBOrO ITapaj-
JISTBHOTO CEKBEHHpPOBaHUs”

TaK>XXe U3roTOBJIEHUE OTBITHBIX 00pa3110B TAKUX HAOOPOB ISt
IMPUMEHEHUS B TEXHOJIOTHSIX M METOAMKAX (CM. MEPOTIPUSATHUS
1, 3, 4). AnnpoGaiyst TaHHBIX HAOOPOB Ha MTPaKTUKeE

(B KpUMUHIMCTUYECKUX LEJISIX) C TIepCIeKTUBOI
UMIIOPTO3aMeIlIeHUSI.

PaspabarsiBaemMble HAOOPHI peareHTOB:

1) nist onpenesieHUs BEpOSITHOI BHEITHOCTU MHAUBUAA Ha
ocHoBe xapakrepuctuk ero JAHK, 2) nnst onpenenenust
BEPOSITHOI 3THOTeorpacuyecKoi U MOIyISIIIUOHHOM
npuHamiexHocty nHauBuAa mmo ero JIHK, 3) ma JHK-
UIeHTUDUKAIIMY HEU3BECTHOTO MHAMBUIA, 4) [JIs1 BbISIBIIEC-
HYSI METaOOJIMTOB C 1LIeJIbI0 UISHTU(DUKAIITUN HEU3BECTHOTO
WHIUBUIA

TEHETHUKA
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Ta6mma 1. OkoHuaHue

Ne Hamnpasnenue Lenp uccnenoBaHust Ily6aukanum
8 Amarnrauysi IpuMeHEeHUs Pacmmpenue Bosamoxnocreit JIHK -unenrudukamm
pa3paboTaHHBIX OTEUECTBEHHBIX | IPUMEHUTEIBLHO K OMomarepuanam, B Kotopbix JHK
WHHOBALIMOHHBIX HA0OPOB JierpagupoBaHa, WU MaTepuaia OYeHb MaJlo; U3TOTOBJIEHUE
pearenToB wist JIHK-uneHTH- | OMBITHBIX 00pa31ioB HAOOPOB ISl TAKUX CIIy4aeB
duKalMy M0 ASrpagupoOBaHHON | M MX allpoOaysl B KPUMUHAIUCTUISCKUX JIAOOPaTOPHUSIX.
JHK u JIHK 13 manbix Pa3pabarsiBaeMbie HAOOPHI peareHTOB:
KOJIMYECTB OoMaTepuaja 1) st aganTauuy pa3padoTaHHBIX B MEPOIIPUSITUN
7 HabopoB peareHTOB LI reHoTuIMpoBaHusI STR- 1 SNP-
MapKepoB (ornpeaeeHUsI BHEIIIHOCTU, 3THOreorpagpuieckoro
MIPOMUCXOXIECHMs), 2) I nAeHTU(GUKAIUY 1Toaa, 3) IS MOd-
HOTO CeKBEeHMpPOBaHMsI MUTOXOoHaApHuaabpHo#i JITHK
9 Pa3paboTka u U3roToBJICHUE ITosryyeHure ONBITHBIX HAOOPOB peareHTOB JJIs1 OTIpeaeICHUS [50]
OIBITHBIX 0Opa31I0B HAOOPOB FeHEeTUYECKOM MpeapacnoOXXeHHOCTH K ITUPOKO PaCIpo-
peareHTOB JJIs1 BBISIBJICHUSI CTpaHEHHBIM 3a00JIeBaHUSIM Ha OCHOBE aHaM3a He MeHee 60
JHK-mapkepoB pucka HauboJiee ”THPOPMATUBHBIX FTEHETUYECKUX MaPKEPOB, BbISIB-
Pa3BUTHS IIMPOKO PACIIPOCTPa- | JIEHHBIX B MEPOTIPUITUHU 6
HEHHBIX (CepIeYHO-COCYIUCThIX
W SHAOKPUHHBIX) 3a00jieBaHU
TSI TIPUMEHEHUST B KpUMUHAJIM -
CTUKE
10 | Pa3paboTka MeTOIUKH OnpobupoBaHUe METOAVMKU (DOPMUPOBAHUS U aHAIU3a [51-54]
¢dopmupoBaHUs 6a3 TaHHBIX reHeTUYeCKuX 0a3 JaHHBIX JIJIsI HACeJIEHUSI METaIloJIiCoOB,
st AHK-unentudukanum YUMTHIBAIOIIEH CMEIIaHHBIN COCTaB Y AMHAMUYHOCTb 3TUX
B CMEIIIAaHHOM HaceJICHUU MOMYJISILIMOHHBIX CTPYKTYP, a TaK>Ke IMTPOTHO3 TUHAMUKU
METaroj1ncoB 1 MPOTHO3a reHoOH1a HaceJIeH!sI MeraroJimca noj Bo3aeiiCTBUEM
IUHAMUKU reHodOoH1a MUTPALIMOHHBIX U IPYTUX 3THOJAEMOTpadruecKux IMpoleccoB
Merariojiica Ioj BO3IeiicTBueM
MUTPAIMOHHBIX TTPOLIECCOB

KW UX HOCUTEJIEI: TaKMX KakK 1IBET IJ1a3, IIBET BOJIOC,
1IBET KOXMU, & C HEKOTOPO BEPOSITHOCTHIO U YEPThI
nuna. Beigsnenue u uccnenosanue JIHK-Mapkepos,
aCCOLIMMPOBAHHBIX C LIBETOM IJ1a3 M BOJIOC, B OeJo-
PYCCKMX U POCCUMCKUX MOTTYISIIUASX COCTABUJIO OJI-
HO M3 HalpaBjJeHUil ucciegoBaHuii (tabu. 1). B
MTaHHOM HOMeEpeE XypHaJja NMpeacTaBieHO ONucaHue
reHoreorpauyeckoro arjiaca 4acToT ajJjelieid
JHK-MmapkepoB, KOHTPOJHUPYIOIIMX LBET a3 M
BoJsioc [17].

Hns peanuzanuy NepedUCISHHBIX MHOAXOIOB K
JHK-uneHTH(dUKALUN B HACTOSIIIIEE BPEMSI BBIITYC-
KaloTCsl pa3JIMYHble KOMMEpUYECKHe HabOphI pearcH-
TOB (B OCHOBHOM 3apyOeXHbIE), TO3TOMY aKTyallb-
HOI1 sIBJISIeTCSI pa3paboTKa OTeYeCTBEHHBIX HA0OPOB
peareHToB (Taba. 1, HampaBneHust 7 u §8). BaxHeii-
masi 3amaya B KpUMUHAIUCTUKE — aHaJINU3 CIeIOBBIX
kommgectB JHK, mprmuem Hepenko sta JIHK merpa-
mupoBaHa. [Ipu cobogeHnyn TakKuxX MOAXOOOB CTa-
HOBUTCSI BOBMOXHBIM aHAIN3 MAHUMAJIbHBIX KOJIN-
yectB JJHK — ot 60 mukorpaMm, 4TO COOTBETCTBYET

HEeCKOJbKMM uenoBeueckuM reHoMaM (E.N. Poraes,
TIEpCOHAJIBHOE COOOIIeHNE). DT OCOOEHHOCTU HC-
cJiedyeMOoro B KpUMUHAJIUCTUKE MaTepuaia TpeOyoT
OOJIBIIIONM TIIATEILHOCTU B pa3paboTKe HabOpOB pea-
TeHTOB IJIST UX aHajM3a, BKJIIOYasi CUHTE3 IIpaiiMe-
pOB, a TaKXKe U BCIO JIMHEMKY pearecHTOB CBOOOIHBIX
oT KoHTaMuHanuu dyenoBeyeckoit JIHK. Kpome To-
ro, IIPOM3BOJICTBO TaKMX HAOOPOB peareHTOB, KaK U
UX IIPUMEHEeHNE HYXXHO IIPOBOAUTH B CIIELMAILHO
000pPYIOBAaHHBIX M MOATOTOBJIEHHBIX 0CO00 UMCTBIX
TMTOMELLIEHUAX.

OnbIT padoThl 110 mporpamme Cor3HOTo rocyaap-
CTBa, HAKOIUICHHBI KOJUIEKTUBOM TIO PYKOBOI-
ctBoM E.W. Poraesa, BbISIBUI U YCOEIIHO pa3peini
TUMYHbBIC TTPOOJEMbI, BO3HUKABIIIVE C peareHTaMu 1
nH(PpacTpyKTypoil 1pu paszpadorke mertomoB JIHK-
UIeHTU(DUKAIUY Ha equHUYHBIX Monekyiaax [JHK, B
TOM 4YMCJIe NerpaaupoBaHHbIX. YTOOBI mepeHecTu
pa3paboTaHHbIE METOIbI U3 HAyUYHBIX JIJAOOpAaTOpUii B
JlabopaTopuu MPaKTUKOB KPUMUHAIUCTUKU, HEOO-
XOJIMMO HaJIaAuTh HA HEOOXOAMMOM YPOBHE MPOU3-
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BOJICTBO pa3pabOTaHHEIX peareHTOB. JlaHHas 3agaya
MPENCTABIISIETCSI BO3MOXHOM 1 1eJiecoo0pa3Hoil Ha
OCHOBE OMBITA YKAa3aHHOTO KOJIJIEKTUBA U TIPU CO3a-
HUM COOTBETCTBYIOIIEH WHGpacTpyKTyphl. Kpome
TOTO, BO3MOXHO M 1I€JIeCO00pa3HO CO3IaTh TaKXKe
MHPPACTPYKTYpPY IS IPOBEASHUS C TAKUM HAOOpOM
peareHTOB 0c000 BaxkHBIX padoTr 1mo JHK-nnerTt-
dUKaLU B HAYYHBIX U MMPAKTUYECKUX LIECIISIX.

OpHa 13 3aJa4 KPUMUHAIMCTUKH — OTIpeelIeHUe
BO3pacTa MHAWBHA IO YPOBHIO METUIMPOBAHUS 13-
opanabix CpG-caiitoB. [IpoBeneHHBIC MCCIenOBaHUS
MOKA3bIBAIOT, YTO TOYHOCTH OIpeIcieHUs BO3pacTa
MpY 3TOM TIOOXONIE COCTaBIsIET B cpemHeM 3—4 roma
[56]. Pa3zpaborka u Bepudukanus NogoOHBIX METO-
JIOB aHajM3a TIpelcTaBlieHa B craThe [22] m Tabm. 1
(manpasieHue 2). Kpome omnpenenaeHus Bo3pacra, o
SIUTEHETUYSCKUM MapkepaM (KOoTopbie (POpMUpPY-
[0TCsI Ha ocHoBe MapKepoB B JIHK) BoaMoxkHO nmeH-
TUPUINPOBATh TKAHU 1 OMOJOTNYECKUE KUIKOCTH,
a TaK3Ke pa3andaTh MOHO3UTOTHBIX OJIU3HELOB. YPO-
BEHb METWJIMPOBAHUSI CUMTAETCS IEPCIIEKTUBHBIM
IIJIsI OLIeHKM TaKuX (OpM MOBEeACHUS, KaK KypeHUe U
37I0yMOTpeOIeHE aIKOTOJIEM, a TAKXKe Pa3IMUHBIX
TUIIOB CPEIOBBLIX BO3IEHCTBUII, UTO TaKXKe MOXKET
HAWTU TIPUMEHEHNE B KpUMUHAJIUCTUUECKON TTpaK-
TUKE [56, 57]. CpaBHEHME reHETUYECKUX U SMUTEHE-
TUYECKUX TIPEIUKTOPOB MOKA3bIBAET, UTO IIJIST MHOTUX
MMPU3HAKOB 3IUTeHETHYECKIEe MapKephl HaloT 60JIb-
DU BKJIAI, 9eM TeHeTndeckue [58]. AHanms snure-
HETUYECKUX MapKepOB MPOBEACH B UCCIEIOBAHUSIX
nox, pykoBonctBoM M. b. Mocce, onmy0InKoBaHHEIX B
TaHHOM HOMepe KypHana [33, 34].

B ucciaenoBaHusSIX MeIMKO-TEHETMYECKOIO Ha-
MpaBJIeHUs] B GEJIOPYCCKOM ITOMYJISILIUA BBISIBJICHBI
JAHK-Mapkepsl, acCOMMPOBaHHEBIE C TTOBBIIIIEHHBIM
PUCKOM Pa3BUTHUS IIMPOKO PACIPOCTPAHEHHBIX 3a-
OosieBaHUI (CEpACIYHO-COCYINCTHIX, SHIOKPUHHBIX,
ayTOMMMYHHBIX, KOCTHO-MBILIEUHBIX, OHKOJIOTNYe-
CKMX M HEKOPOHApOTeHHBIX 3a00JIeBaHMUI cepilia)
(Tabn. 1, HampaBieHUe 6).

Ocoboe HarpaBJIeHUE IIPEACTABISICT M3y4YCHUE
TeHETUKO-IeMOTap(PrUIECKOM CTPYKTYPhl I TMHAMUKU
METaIoJnCcoB. Meramojiiuchl XapaKTepu3yloTcs WH-
TEeHCUBHBIMM MUWTPALMOHHBIMU TIpOlIeCCAMU, CMe-
IIAHHBIM COCTaBOM HACeJIeHUs] B 3THUYECKOM U TeHe-
TUYECKOM OTHOILICHUH, IIMPOKUM PaCIIpOCTpaHEHUEM
MeXHaIIMOHAIBHBIX OpakoB. B pamkax IIporpamMmmer
U3ydeHbl 4eTbipe Meranonuca COIO3HOTO rocyaap-
ctBa — Mocksa, Cankr-IletepOypr, HoBocubupck n
Mmunck. [TokazaHa HEOTHOPOTHOCTb PacCEeICHUS 3T~
HUYECKUX TPYHIT IO TEPPUTOPUN METAOJIUCOB, UYTO
HEOOXOOMMO YYMTBIBATH Npu (GopMUpoBaHUU 0a3
JaHHBIX. [Toka3zaHO, 4TO IS KaXXIOro Merarojimca
HEOOXO0aMMO co31aBaTh COOCTBEHHYIO 0a3y TaHHBIX,
TaK KakK 00JIACTU MUTPALIMOHHOTO MPUTSIKEHUS Me-
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rarnojrCOB M 3THUYECKUII COCTAaB HaceJIEHUsS pas3-
JnuHbI. C y4ETOM 3TOTO CO3IaHKI TIepBhIe 6a3bl JaH-
aeIx Wi nenei JHK-nopenmudnkammm mo mr/IHK n
Y-xpoMocoMe IS U3y4eHHBIX METaroJIMCcoOB C TIPU-
BJIEYEHUEM TIeHETUKO-IeMorpapuyeckux xapakre-
pucTuK Xxurteieil. PaspaboraH mporHo3 AMHAMUKU
reHo¢OHIa HaCceJIEHUST Merartojca 1o BO3IeiCTBUEM
MUTPALIMOHHBIX IIPOLIECCOB, KOTOPhI MOKa3bIBaeT 60-
Jiee BBIpAKEHHYIO IMHAMUKY YaCTOT TarIOrpyI Y -Xpo-
MOCOMBI B ITOKOJIEHMSIX II0 CPAaBHEHMIO C MapKepaMu
MT/IHK. HeobOxommMmo pambHelimiee pasBUTHE TaKNX
0a3 JaHHBIX 1 MOHUTOPUHI TF€HETUKO-AeMorpadu-
YeCKOM CTPYKTyphlI HacelleHus [52].

PesynbTatel, TIOJlydeHHBIE B XOAEC pealu3aiuu
IIporpammer Coro3Horo rocynapctBa “JHK-unen-
TUUKAINA”, TIO3BOJISTIOT ITOBBICUTE CKOPOCTD 1 UyB-
crBuTelibHOCTh aHann3oB JIHK. Orm arrpodbmpoBaHbl
B KPUMHWHAIMCTUYECKUX TabopaTtopusix Poccuiickoit
Denepaunu u Pecry6auku benapych 1 yxke npume-
HSTIOTCS JJISI TIOBBIIIEHUS 3(PMOEKTUBHOCTH PO3BICK-
HBIX MEPOTIPUSITUM, YCTAHOBJICHUS JINYHOCTA HEU3-
BECTHOIO WISHTUMDUIIUPYEMOTO Nulla. Pe3ymbTarhl
MpOorpaMMBI HAMIYT IIpUMEHEHUE U TS PEIICHUS Ta-
KHX aKTyaJIbHbIX TYMaHUTAPHBIX 3a1a4, KaK ObICTpast
UIEHTU(PUKALINS KEPTB IIPUPOTHBIX Y TEXHOTEHHBIX
KatacTpod, BOECHHBIX KOH(MIMKTOB, B TOM 4YHCIE
NAeHTU(MUKAIIMS OCTAHKOB TOrnommx B Bemukoit
OTtedecTBeHHOIT BoWHe. PaspaboTaHHbIe B paMKax
nporpaMMbl  pedepeHCHBIe 0a3bl JaHHBIX YacTOT
BCTpedYaeMOCT! pa3anyHbIX BapmaHToB JIHK-map-
KepoB B rpymiiax HacejaeHUs1 COI03HOTO rocyaapcTBa
U B CTpaHAX-UCTOYHUKAX TPYAOBO MUTPALINU OTpaKa-
IOT XapaKTEePUCTUKY U AUHAMUKY Fe HO(POHIOB TTOITYJIsI-
LIV KOPEHHOTO HACEICHNS I CMELIIAHHOTO HACEJICHUST
MeraroancoB. ba3bl JaHHBIX OyOyT IOIMOIHATHCS IO
Mepe MOSIBJICHUS] HOBBIX JAHHBIX U pACIIMPEHUS Ma-
geneit JIHK-MmapkepoB, TakumM o6pa3oM OHU TIper-
CTaBJISIIOT YHUKAJIBHBIN pecypcC, MO3BOJISIONINI OKa-
3aTh MOMIEPXKKY TP BBIMOMHEHUU CIIEACTBEHHBIX
MeponpudaThii. Pacimpenue crekTpa reHeTU4eCKNX
MapKepoB IO Pa3IUYHBIM HAMPaBIEHUSIM BMeECTe C
MOIIHBIM TIPOTPAaMMHBIM OOecIeYeHEeM MepCreK-
TUBHO IS TTIOCTPOCHUS TPEXMEPHBIX MOACICH JINII
JIIoAeH Mo UX TeHeTUYecKoMy MaTepuany. JlanbpHeit-
LW IpOorpecc BO3MOXEH U B YCOBEPIIIEHCTBOBAHUM
METOAMK pacinGpoOBKU U MHTEPIIPETALIUU 00Opa3-
noB gerpamupoBanHoi JIHK niam co cMechio reHeTn-
YeCKOTO MaTepuralia HEeCKOJBKHUX YeJIOBEK.

B xoHeuHOM HMTOTE, BHEAPEHUE PE3YILTATOB pea-
ym3auun rporpammbl “JIHK-nneaTndnKanms” Oy-
JIeT CITOCOOCTBOBATH MOBBIIICHUIO KaYeCTBA JKU3HU U
6e3omacHoCTH HaceneHus COI03HOIO rocyIapcTBa.

PabGora BRIMOJIHEHA B paMKax HayIHO-TEXHMUYE-
ckoi mporpamMmmbl Coro3HOro rocygapctsa “Paspa-
00TKa MHHOBAIIMOHHBIX reHOoTreorpadIecKnx u re-
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HOMHBIX TEXHOJOTUII MACHTU(PUKAIINN JIMIHOCTU U
VHIWBUIYAJIbHBIX OCOOCHHOCTE! YeloBeKa Ha OCHOBE
n3ydeHUsI TeHO(POHI0B pernoHOB COI03HOTO Tocyaap-
ctBa” (“JAHK-uneHtTudukaimsa’) ¢ 6e10pycckoi cTto-
POHBI — ITpu (PMHAHCOBOI Noanep:xkke HalmmonanbHoM
akagemuun HaykK bemapycu (I'ocymapcTBeHHBIIT KOH-
tpakT Ne 1JHK-2017/2017-28-068 ot 30.08.2017), ¢
POCCHICKOM CTOPOHBI — ITPH (PMHAHCOBOI ITOIIE PK-
Ke MuHucTepcTBa HaykKu 1 obpazoBanus PD (Tocy-
JapcTBeHHBIN KOHTpakT Ne 011-17 ot 26.09.2017).

Hacrosimas craTths He COOEPKUT KaKMX-JI100 HC-
cJIEfOBAaHUI C UCITOJIb30BAaHUEM B Ka4eCTBE OOBEKTA
KUBOTHBIX.

Hacrosiast craths He COOCPXKUT KaKuX-JI10o0 uc-
CJIEIOBAHUM C yY4aCTHMEM B KaA4€CTBE 00BeKTa JIIOJCH.

ABTODBI 3aSIBJISIIOT, YTO Y HUX HET KOH(MINKTA UH-
TEepPECOB.
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Developing the Innovative Gene Geographical and Genomic Technologies
for Identification and Revealing the Personal Features by Studying
the Gene Pools of the Regional Populations

A. V. Kilchevsky~ * and N. K. Yankovsky?” **
“4[Institute of Genetics and Cytology of the National Academy of Sciences of Belarus, Minsk, 220072 Republic of Belarus
bVavilov Institute of General Genetics, Moscow, 119991 Russia
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Global and Russian experience in using DNA technologies in investigation of crimes showed that the tech-
nologies are superior to other forensic identification methods in personal identification of an unknown indi-
vidual. The article considers the main current approaches that utilize genetic technologies in forensic studies,
including DNA identification and DNA phenotyping. Advantages and drawbacks are discussed for several
approaches. Emphasis is placed on the achievements of Russian researchers and the prospects of further mo-
lecular genetic studies in the field of forensic medicine. Main results obtained in the “DNA Identification”
research-and-technological program of the Union State of Russia and Belarus are described with the focus
on establishing the probable appearance, age, psychoemotional status, and ethnogeographic and population
origin of an unknown person by examining their DNA with the use of high-throughput sequencing tech-
niques. Work on the program additionally yielded extended version DNA identification Kits, which are adapt-
ed to the available and prospective resources and equipment used in forensic labs of the Union State.

Keywords: forensic DNA identification, DNA markers, databases, DNA phenotyping, genetic predisposi-
tion, personalized medicine, innovative reagent Kkits.
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M3ydyeHure reHeTM4eCcKOro KOHTPOJIsl MUTMEHTALMU BbIsIBUIIO MHOXecTBO JIHK-MapkepoB, BAMSIIOIIMX HA
dopMupoBaHMe LIBETA IIa3 1 BOJIOC YeIOBeKa. 3apyoexxHas maHenb MapkepoB HlrisPlex paspaborana Ha
OCHOBE I'€HEeTMYEeCKOro pasHooOpasusi HacejieHUus1 3aranHoii EBporibl 1 MMeeT HECKOJIbKO CHUKEHHYIO
TOYHOCTb B POCCUMCKUX TOITYJISIIIUSIX, TOTIAa KaK OTeYeCTBeHHAs MaHe b MapKepoB, BKiTovatotias 31 SNP,
pa3paboTaHa Ha poccuiickux BeibopKax. B naHHOM ucclienoBaHMM M3YYEHO pacIIpOCTpaHEeHNE 3TUX Map-
KepoB B oy sAnusx Poccnu u conpenenbHbIX cTpaH. Kaxknplit 13 31 MapkepoB, BXOISIINX B OTEYECTBEH-
HYIO TTaHeJ b, ObUI TCHOTUITMPOBAH Y MpencTaBUTe ek 22 MOMyJIsSILUii, OXBaThIBAIOIINX OCHOBHOE Pa3HOO0-
pasue reHoponnoB CeBepHoit EBpa3um, mo cymmapHoii BEIOopKe 1153 yenoBek. Ha ocHoBe Imomyd4eHHBIX
aJUTIeJIbHBIX 4aCTOT ObUT CO3IaH KapTorpaduuecKuii aTiaac, KOTOPbI BKIIOYMII KapThl pACIIPOCTPaHEHUST 62
ajuteliei, a TakKe KapThl YyBCTBUTEILHOCTH TIPEAUKIIMK (peHOoTHUNa no reHoTuIry. Kaprorpaduyeckuii u
CTaTUCTUYECKUIT aHAJIU3bI BBISIBUJIM TP OCHOBHBIE 3aKOHOMEPHOCTH TeHETUUECKOTO JlaHa1adTa MapKe-
pPOB MMUTMeHTAalIMU. BOo-TIepBBIX, OCHOBHBIM ITAaTTEPHOM OOJIBIIIMHCTBA KapT SABJISIETCS TPAIUEHT U3MeHe-
HUI 4acTOT B HalIpaBJIEHUU “BOCTOK—3aran”. B 00JbIIMHCTBE cilydyaeB (HO €CTh M UCKJTIOUEHMSI ) K 3araay
HapacTaeT 4acToTa ajulesisl, OMPeaesIsTIONIero CBETIIYIO MTUTMEeHTAIINIO IJ1a3 M BoJjioc. Bo-BTOpBIX, OTCYT-
CTBYET CBSI3b MEXY BeJIMUMHOM reHeTnyeckoro Bkiana JJHK-Mapkepa B mUIrMeHTALIMIO U €r0 MEXIIOITY-
JISIMOHHOM M3MEHYMBOCTBIO. B-TpeThrx, 00HapykeHO TeHeTHnYecKoe cBoeobpasue momyssiuii Kaskasa
U Ypaia, y KOTOPBIX YaCTOThI TeHETMYECKUX MapKePOB IMMUTMEHTALIMM HECBOAUMBI HU K “3aIamHoMy”, HU
K “BocToyHOMY” THITY. KapThl 4yBCTBUTEIBFHOCTH IIPEANKIINY MUTMEHTAILIMK BBISIBUJIN TakKXKe CBOeoOpa-
3U€ PYCCKUX MOMYJISILIUA.

Knwoueswie crosa: reHoreorpacdus, atiiac, nurmeHrauusi, CesepHasi Espasust, JIHK-mapkepsl, ipenukius,

1,2,3

KapThl.
DOI: 10.31857/S0016675821120031

CrenieHb MNUTMEHTALIMM, OIIpelIesisiioniasl IBeT
[J1a3 U BOJIOC YeJIOBEKa, SIBIIIETCS TPAIULIMOHHBIM 1
OIHUM U3 Hanbosiee MTHTEHCUBHO M3y4yaeMbIX (DeHO-
TUITMYECKUX MTPU3HAKOB 3a BCIO UICTOPUIO TEHETUKM.
I'eHeTMYeCcKUiT KOHTPOJIb MMUTMEHTALIMY Y YeJIoBeKa
XOPOIIIO U3y4YeH, OIpeAceHbl OCHOBHbBIE T€HbI M UX
aJIjieJid, HO TIPU 3TOM IIPOJIOJIKAIOT ITOSIBIISITBCSI BCE
HOBBIE JaHHBIE — BO-IIEPBBLIX, O HOBBLIX MapKepax,
TaK>Xe BHOCSIIMX CBOI BKjad B (DEHOTUIBI ITUTMEH-
Talli, U BO-BTOPBIX, 00 OCOOEHHOCTIX IFeHETHUYE-
CKOTO KOHTPOJISI MUTMEHTALIMU B Pa3HBIX ITOMYJISIIIN-
gax. CTeneHb CIOXHOCTYA M3Y4YEeHUsSI TeHETUYECKOIO

! Nononuurenshas uHpopManys 1Ist 9TOI CTATbH AOCTYIIHA
no doi 10.31857/S0016675821120031 myisi aBTOPpU30BAHHBIX
MOJIb30BaTeJICH.

KOHTPOJISI HapacTaeT Tpu Tepexojie OT LiBeTa a3 K
LIBETY BOJIOC, U Aajiee — K [IBETY KOXU.

IlepBoe HampaBieHue — OOHapyKeHHWE HOBBIX
MapKepOoB — ceiiuac pa3BUBAETCI B OCHOBHOM 3a CUET
HaKOTILIeHUs OOJIBbIIIMX BEIOOPOK, KOTOPhIE OMHOBpE-
MEHHO 1 (DEHOTUIIUPOBAHbI T10 LIBETY BOJIOC, Y TEHO-
TUIIMPOBAHbI 110 IIMPOKOTEHOMHbBIM TaHeasM. Ha-
npuMep, ucciegoBanue [1] ocHoBaHO Ha TaHHBIX O
oosiee yeM 350 TwIC. yestoBeK u3 buodanka Coenu-
HEHHOT'O KOPOJIEBCTBA, a padoTa [2] — Ha JaHHBIX O
OoJtee yeM 150 ThIC. UeTOBEK, U3YYEHHBIX KOMITAaHUEH
23andMe. Ecnu BaxHelIIe reHeTUIeCKe BapruaH-
Thl, BHOCSIIIME OCHOBHOI BKJad B ¢OpMUpOBaHUE
1IBeTa BOJIOC U TJ1a3, eAMHUYHBI, TO YMCJIO BapuaH-
TOB, BHOCSIIIIUX MEHbBIINI, HO 3aMETHBII BKJIaJ, UC-
qucasgeTcs JecsaTKaMu, a oomiee ynciio SNP, accorm-
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MPOBAHHBIX C IIpU3HAKAMM ITMTMCHTAIIUM, 110 HCKO-
TOPBIM JaHHBIM IMPEBLIIIACT ACCATDH ThICAY.

Bropoe HanpaBieHne — n3ydeHne pa3HOOOpa3us
YyeJI0BeYeCTBA T10 TeHETUKE MUTMEeHTAlu — ToApa-
3yMeBaeT HE TOJBKO OYEBUIHBIC PA3IMUYUS B 4aCTO-
TaX KJIIOYEBBIX T€HOB MEXIY Pa3HBIMU ITOITYISIIIASIMU
(KOTOpBIC U OIpeacsiioT pa3HOOOpa3re MOy Ly
10 IIBETY IIa3, BOJIOC 1 KOXKM), HO 1 Pa3IN4usI B TOM,
KaK/e UMEHHO I'eHeTUUECKIE MapKephbl OMPEIeISTIOT
XapakTep NMUTMEHTAllMM B JaHHOM peruoHe. Hau-
OoJplllee pa3HoOOpasue Mo (peHOoTUIaM M TeHOTHU-
naM ITMTMEHTAIIMM HabIogaeTcs y eBporreiiies. [1pn
5TOM HETeMHbIE OTTEHKH 1IBETa BOJIOC U IJ1a3 BCTpe-
YarOTCA U B HEKOTOPBIX IPYIUX MOMYIALUAX MUpPA.
ITokazaHo, 9yTo HaOOp TeHETUIYECKNX MapKepoOB, ac-
COLIMMPOBAHHLIX ¢ 1IBETOM I1a3, B EBpore, FOxHO
Asun 1 BocToyHoii A3um HeoguHakoB [3]: XOTs B
HEM y4acCTBYIOT OOBIYHO OIHU U T€ K€ I'€Hbl, OOHU U
Te Xe MeTaboJIMYeCKUe MyTHU, HO HabOphl ajuiese,
BOBJICYEHHBIX B KOHTPOJIb MUTMEHTALIUM, MOTYT pa3-
JIMYAThCS B PA3HBIX MOMYIILusaIX Mupa. OcoOeHHBIM
0OOraTCTBOM U pa3HOOOpa3reM OTJIMYAIOTCS] BapUAHTHI
T€HOB, KOHTPOJIMPYIOIINE LIBET KOXU: UX pa3HOOOpa-
31e BEJIMKO JaxKe B Ionmysimsax Adpukny roxHee Ca-
Xapbl, HECMOTpPSI Ha UX Kaxyleecs: (peHOTUMUYECKOE
eIMHOoO0Opa3ue 110 LIBETY Koxku [4]. B 11e;1oM cunTaercs,
YTO LBET KOXU (hOPMUPOBAJICS IO CHIbHBIM TaBJIC-
HUEM €CTeCTBEHHOIo OTOOpa U oIpeaesiics oaiaH-
COM 3alllUTHl OT YyJbTpaduonera U HEOOXOIUMOTO
YPOBHs CHMHTe3a BUTamMuHa D, Torma Kak B paciipo-
CTpaHEeHUU aJljielieil IBeTa I1a3 U BOJIOC CYIIeCTBEH-
HYIO POJIb UTPAJIX 1 IIOJIOBOM 0TOOD, U Apeiicd reHoB.

3HaHUSI O TEHETUYECKOM KOHTPOJIe MTUTMEeHTAluU
yXe IIUPOKO TPUMEHSIIOTCS IO MeHblleit Mepe B
IBYyX obnactsax — npu n3ydeHun npesHeil JHK u B
KpUMMHaIUCTUKe. [Ipu aHanu3e ApeBHUX IOIYJIsI-
LIMI 4acTo MO UX FeHOMaM OIIpeNesISIIoTCsS BEPOSIT-
Hble PEHOTUTIBI, U B TIEPBYIO OUepellb KaK pa3 Mpu-
3HaKW NMUrMeHTaluu. Hampumep, reHeTu4ecKoe uc-
cliefoBaHre HacejJeHus JpeBHero (MMHONHCKOTO)
Kputa noxkazano, 4yTo OHO MMEJIO TEMHbIE IJ1a3a U
TEMHBbIE BOJIOCHI, & 3HAYUT BIIOJHE COOTBETCTBOBAJIO
CBOMM M300pakeHUsIM Ha KepaMUKe U ppeckax [5],
npuyeM 3TOT PEHOTHUIT OBIJT pacIpoOCTpPaHeH Ha OCT-
poBax Dreickoro Mopsi 1o MeHbIIIe Mepe ¢ OpOH30-
Boro Beka [6]. MccmemoBanus npesHeit JJHK Taxkske
IMOMOTaIOT BbISICHUTD, B KAKOE BPEMS U B KAKWX PETU-
OHaxX MUpa PaCOpPOCTPAHSIUCH AJUIETIU, CBSI3aHHBIE C
MNUTMeHTalueil, B IEpBYyIO odepenb “eBpolleiickue”
aJJICJIV CBETJION MMUTMEHTAMN. DTH aJijIeld oOHapy-
KUBawTCcsl y HacesleHUss CKaHIMHABUM, HauMHasl C
MEe30JIMTa, HO 151 Oosiee IOXKHBIX objacTeil (kak 3a-
nagHoM, Tak u BocrouHoit EBpomnbl) B Mme30JiuTe Xa-
pakTepHa TeMHasl MUTMEHTALIMsI, B TOM YUCJie KOXU
[7—9]. TloBblllleHUE 4YaCTOTHI “CBETJIbIX” ajuienei
Hayajaoch C HEOJUTA U MPOJOIKAIOCh B MOCENyIO-
e nepuoab! uctopuu [10]. IMpu 3TOM B IpenKoBoi
JUJTsl HEOJIUTUYeCcKoi EBpornbl momnyisiuuy aHaTOIM -
CKMX 3eMJIENENbIIEB 3TU aJLJIeJIU XOTS U BCTPEYaIUCh
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[11], HO OBITM penkn. UH(MOpMaLINM 11O IPEBHUM MO~
MYJISLMSIM C TEpPUTOPUU HbIHelIHel LleHTpaabHOM
Poccuu kpaiiHe Majio, HO MMEIOIIMECST JaHHBIE IO
daTbIHOBCKOM KynbType [12] yKaspIBalOT, 4YTO B
OpOH30BOM BEKe OOJBIIMHCTBO HACEJIEHUS ObLIO
TEMHOIIMTMEHTUPOBAHHBIM, XOTSI OKOJIO TpeTu (a-
ThSTHOBIIEB MEJIM TOJTyObIe I71a3a ¥ CBET/IbIEC BOJIOCHI.
Bce aTu olleHKM MUIMEHTAlUX 110 TeHOTUITY OCHO-
BBIBAIOTCSI HAa MCCJIEOOBAHUSIX CBSI3W T'€HOTUII—(de-
HOTHII, IIPOBEASHHBIX IJIsi COBPEMEHHBIX €BpOIIeii-
LIEB, MIOATOMY MX IPUMEHEHME IJIsI HaceJeHUs Opy-
rMX OBII0X M OPYyTMX PEruoHOB MUpa SBJSETCS
DKCTPAITOJISILIUCHA.

Btopoe HampasiieHre, mpuMeHsIOIIee 3HAHUS O
TEHETUYECKOM KOHTPOJE IMUTMEHTAlMU, — KPUMU-
HajmcTuka. OU4eBUIHO, YTO BO3MOXKHOCTD IMpencKa-
3aHMs BHEINHOCTH YenoBeka 1o ero JIHK, B Tom ync-
Jie OOHapYKeHHOI B CJI€IOBbBIX KOJIUYECTBAX, IS 1Ie-
JIeii KpUMUHAJIMCTUKU KpaiiHe BaxkHa. IToaTomy B
paMKax UMEHHO 3TOTO HampaBJIEeHUsI OBLJIM OTOOpa-
HBl M3 BCEr0 MHOXECTBAa I'€HETMYECKUX MapKepOB,
aCCOLIMUPOBAHHBIX C TMIMEHTalueil, Te peajbHO
3HaynMble JTHK-Mapkepbl, KOTOpbI€ TTO3BOISIOT IO
TEHOTHITY OIIPEACIUTh BEPOSITHBIN (peHOTUI, U pa3-
pabGoTaHbl KOHKPETHBIE aJITOPUTMBI IPEIUKIIVMU ITUT-
MeHTauuu. VicciaemoBaTeassMU TOJIAHIACKOTO YHU-
BepcureTa uM. Dpa3ma PoTTepmaMcKoro u nx KoJjuie-
raMu ObUIM IOCJeaoBaTeIbHO pa3pabdoTaHbl TPU
TaKHe ITaHeJId MapKepOB M COOTBETCTBYIOIINE ajIro-
PUTMBI IpeIuKInK (heHOTUIIA TI0 TEHOTUILY: TaHEeIb
IrisPlex (mpenukius useta a3 [13]), manens Hlris-
Plex (mpenukiuus uBera 171a3 u Bojoc [14]) u maHens
HlIrisPlex-S (mpemuxkiius 1BeTa Ij1a3, BOJIOC 1 KOXU
[15]).

DTHU maHeaM pa3paboTaHbl IPEUMYIIIECTBEHHO Ha
oOpa3uax U3 roJUIaHICKON MOMYJIsSIMU, U, XOTSI OHU
¥ OBUIM BaJMOVMPOBAHBI HA IIPEICTABUTEISIX eIlle TPex
cTpaH 3apyoexkHoi EBpomnbl, ocTaeTcsi HeM3BECTHBIM,
HACKOJIbKO OHM MH(pOPMAaTUBHBI IS HACEICHUS IpY-
TMX PErMOHOB MMpa, IOCKOJIbKY IT€HETUYEeCKMT KOH-
TPOJIb MUTMEHTALIMX HEONUHAKOB B HACEJIEHUM Pa3HbIX
yacTeit cBeta. OTo 0COOEHHO aKTyaIbHO IJTsI TeHO(OH-
J1a HaceneHus1 Poccuu 1 corpeneabHbIX CTpaH, KOTO-
PBIii XapaKTepU3yeTCsT HAOOIBIINM MEXITOITYJISIII -
OHHBIM pa3HOOOpa3WeM MO CPAaBHEHUIO C TEHO(OH-
JIaM1 KOPEHHOTO HaceJeHMsI BCEX APYTUX PEeTMOHOB
mupa [16]: reHodOHIBI HaceIeHUS pa3HbIX PETHOHOB
Poccuu reHeTHyecKy 3HAUUTEIBHO OTAMYAIOTCSI HE
TOJILKO OT HacejieHus 3armagHoii EBponbl, HO 1 1pyr
oT apyra. OQHU U Te >X€ MPU3HAKU BHEIIIHOCTHU B Ha-
CeJICHUM Pa3HbIX PETrMOHOB MOTYT OMpenessiThCs
pa3sHBIMUA MyTallMsSIMU B OJHMX M TeX K€ T'eHaxX WU
pasHeiMu  KoMmriekcamu JIHK-mapkepos. TTostomy
MPUMEHEeHNE 3apyOEeKHBIX KPUMUHAIUCTUIECKUX Ha-
6opoB i1 HaceiaeHus Poccuy MoxkeT MMeTh pas3imd-
HyI0 MTHPOPMaTUBHOCTh B pa3HBIX perrnoHax Poccum.
OnHako TOYHOCTh OMpelefeHUs] MUTMEHTAlUUuU IO
TEHOTHITY MOXHO ITIOBBICUTD, €CJI KOPPEKTHO IIPO-
BecTH ucciienoBanus cBsa3u JJHK-mapkepos 1 mipu-
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3HAKOB BHEIITHOCTU B MOITYJISIIUSIX, OXBATHIBAIOIINX
TeHeTUYeCcKoe pa3HooOpasue HaceiaeHus: Poccuu u
COIIpeNeNbHBIX CTpaH. Takas 3amada SIBJISIETCS HE
TOJIBKO MUOHEpCKoit st Poccuu, HO akTyanbHa IS
MUPOBOM HAayKHU B 1I€JIOM, a TaKKe JUISI KpUMUHAIM-
CTUYECKOM MPAaKTUKH.

IIpoBeneHHass HaMu IIpsIMasi IIPOBEPKA TOYHOCTH
npenckazanmit cucremMbl HIrisPlex Ha mmomyssiimmsix
Poccuu [17] mokaszana, 4To TOYHOCTh B LIEJIOM YIO-
BJICTBOPUTEJIbHAS, XOTSI M HECKOJIBKO CHIKEHHASI 110
CpaBHEHUIO C TOYHOCTHIO €€ pabOThl HA 3araTHOEB-
poOIleiCKMX nonyJsiuusax (mokasaTelr KadecTBa I10
pa3HBIM IIpU3HAKaM IIBETa I71a3 U BOJIOC COCTABIISIIOT
okojio 0.9 mmst HacenmeHus: 3apyOexHoii EBpombl u
okoJjio 0.8 mis1 HaceneHus1 Poccun). DTo 0COOEHHO
BBIpaXXEHO [UISI KOpeHHOro HaceneHuss Cubupu:
HlIrisPlex mipenckaspiBaeT TeMHBIC TJTa3a IIpakKTUde-
CKU JJIsl BCEX CMOMPCKMX 00pa3lioB, TOrIa Kak y He-
KOTOPBIX M3 HMX LBET IJIa3 B NEUCTBUTEIHLHOCTU
CBETJIBIM WJIM IO MEHbIIEH Mepe cMelraHHbIi. [1o-
3TOMY MBI IIPOBEJIN MOJTHORK30MHOE CEKBEHUPOBA-
HUe (a TaKXKe CEKBEHUPOBAaHNE MHTPOHOB IT'€HOB) JIJIST
TPEXCOT 00pPa3LOB IIPEACTABUTEICH pa3IMIHbBIX ITOIY-
il Poccym 1 corpeieIbHbIX CTpaH, ISl KOTOPBIX
OBLIO TAKXKE IIPOBEICHO onpeaeieHre (DEHOTUITIOB ITUT-
MeHTaluun. Pe3ynbraThl HO3BOMMIN BEIACIUTD IIaHEIb
reHETUYECKNX MapKepOB, OINTUMAJIbHBIX IJIs IIpe-
JUKIIWU MATMEHTAIIMK a3 U BOJIOC KOPEHHOTIO Ha-
ceneHusl Poccuu; mocienHuii BapyMaHT 3TOI MaHeIn
Bkaouni 31 mapkep [18, 19]. U3 atux 31 mapkepa
IIECTh MapPKEPOB BXOAAT Takke B ITaHenb HIrisPlex
elle ceMb MapkKepoB BxondT B maHeiab HlIrisPlex-S
(T.e. OJIsT €eBPOICHUCKUX MOMYISLUNA OHU CBSI3aHBI C
NUIrMeHTalel KOXU, HO He m1a3 1 Bojoc). Ho 6oJib-
IMMHCTBO MapkepoB (octaibHble 18 SNP) panee He
CBS3BIBAJIMCH C IIpU3HAKaAMM ITUTMEHTALIUM, T.€. ObI-
JIV BBISIBJIEHBI KaK 3((eKTUBHBIC UMEHHO JJISI HAace-
nenust Poccun. OmHako nxX MpoCTpaHCTBEHHOE pac-
npeaejieHrue B IIOIYISLIMIX KOPEHHOTO HaceJIEHUs
CesepHoii EBpa3uu octaeTcss HEU3BECTHBIM.

IMosToMy 11e7b MTaHHOM PaGOTHl — M3YYMTh pac-
MMPOCTpaHEeHUE TCHETUIECKUX MapKEPOB, CBI3aHHBIX
C MUTMeHTaluel (oTeyecTBeHHAas1 naHesb u3 31 Map-
Kepa), B tonyisanusx CeBepHoit EBpaszuut 1 m1st 3T0-
TO co3maTh KapTorpaduiecKuii aTrac reHeTUIECKOTO
KOHTPOJISI TUTMEHTAllMd B KOPEHHOM HAaCeJICHUU
Poccum u conpenenbHBIX CTpaH.

Kak m3BecTHO, “aTyiac — 3TO cHCTEMaTUYECKOE
cobpaHue KapT, BBIMNOJIHEHHOE 110 €AWHOI MporpaM-
M€ KaK LI€JIOCTHOE IPOU3BENCHUE U U3IAHHOE B BUIE
KHWTY WM KOMIUIEKTA JIUCTOB. DTO HE IIPOCTO HAbOp
KapT 11011 OOIIKMM IIepPeIIeTOM, HO CHUCTEMa B3auMO-
VBSI3aHHBIX U B3aUMONOIOJHAIOIINX APyl JOpyra
KapT”’, a OMHO M3 IpeaHa3HAYeHUIi1 aTjiaca — IIpOBe-
JIeHne yrmyOJneHHBIX HayIHBIX McciaemoBaHmit [20].
ATitac mpencTaBisieT co00i KOMIUIEKC KapT B3auMO-
CBSI3AHHOTO TEMAaTUYECKOIO COIAECPXKAHWS, BBIMOJ-
HEHHBIX B €IMHOM CTWJIe, MPOEKIIMK, MaciuTabe u C

BAJTAHOBCKA{ wu np.

eIMHBIM 0XBaToM TeppuTopun. [loaToMy maHHas pabo-
Ta HalleJieHa Ha CO3JaHue aTiaca TeHETUYeCKOro KOH-
TPOJIsI IMIMTMEHTALIMM KOPEHHOIo HaceleHust Poccnu n
COIpeAeSTbHBIX CTPaH, KOTOPBIM, YIOBIETBOPSIS BCEM
TpeOGoBaHUSIM KapTorpapudyecKoil HayKW, IT03BOJIMII
OBl BBISIBUTH OCHOBHBIE TPEHABI 1 OCOOEHHOCTU TeHe-
THUYECKOTrO JIaHAmAadTa TeHOB, OTBETCTBEHHBIX 3a
nurMeHTauio HaceaeHust CeBepHoii EBpaszun.

MATEPUAJIBI U METO/bI
Obpa3sybl u eeHomunbt

ATJIac TEHEeTMYECKOIo KOHTPOJs ITMTMEHTalluU
ocHoBaH Ha JIHK-nipodusix 1153 06pa3uos 13 MHO-
XKECTBa MONYJISIIMIA, OXBAaThIBAIOIIMX OCHOBHOE TIe-
HETUYECKOE pa3HOoOOpa3ue KOPEHHOTO HacCeIeHUS
Poccuu u conpenenbsHbix ctpad. O6pasusl JJHK no-
JyaeHbl u3 bunodanka CeBepHoit EBpasuu u cobpaHbl
Ha OCHOBE TOOPOBOJBHOTO YYaCTUS M MMCHhbMEHHOTO
MH(OOPMUPOBAHHOTO COMIACUSI TIOJ KOHTpOJIEM DTU-
YeCKO KoMUCCHUU MenrKo-reHeTUIeCKOro HayqHo -
ro neHTpa. O0pas3ibl MOTyIeHBI OT HEPOICTBEHHBIX
MeXIy co0oii MmpencTaBuTesieii KOPEHHOTO Hacese-
HUSI, KOTOPbIE B TPeX ITOKOJICHUSX (BKJIIOYast 000MX
0alyllIeK U 1e10B) OTHOCUIU Ce051 K TaHHOMY 3THOCY
U TPOUCXOAST M3 ONHOM momyiasuuu (IMoapoOHO
rnomxoabl K cOopy o6pas3uoB onucaHbl B [21]). 1153
00pa310B, TeHOTUIIMPOBAHHBIX B JAHHOM HCCJIEI0-
BaHUM, He BKIo4aloT B ce0s1 301 oOpasell, CeKBEHU -
pOBaHHEINM B Hallleil Ipeabiayieii padote [18]. dasa
LieJiel TAaHHOIO MCCJIENOBAaHUSI ObLIM BbIICICHBI 22
METaIoNnyJISILMM, HAbOp KOTOPBIX OXBaThIBAET OC-
HOBHOE Ir'eHeTu4YecKoe pa3HoobOpas3ue HaceaeHus Ce-
BepHoi EBpasuu. 3areM m3 KoJuleKUuii O6mobdaHKa
OTOMpaIMCh 00pa3lbl, OTHOCSIIIMECS K KaxXIou u3
METanoMy/IsILMiA, TAKUM 00pa3oM, 4TOObl BLIOOPKa U3
KaxKIIoil MeTanoIy/sIuy cocTaBria okono 50 oopas-
11oB. I1py1 3TOM MBI CTPEMMIIMCH OXBATUTh U Pa3HOO0-
pa3ue BHYTPU METAIIONYJISIIINiA, HalIpUMep BKIIIOYUTh
0o0pa3libl HE OMHOI, a HECKOJbKMX 3THUYECKMX WU
CyO3THUYECKHUX TPYIIT B Mpeaeaax MeTaronyJIsiiui.
[IpenmouyreHure ormaBaaoch 0Opa3iaM, M0 KOTOPBIM
B OMoOaHKe MMENNCh HE TOJBKO OMOJIOTUYECKUE 00-
pa3slibl, HO U aHTponojorudyeckue dororpaduun ais
BO3MOXHOCTH oIpeneiieHnus ¢eHorura. IlepeyeHb
W3ydeHHBIX ITOIYJISILINI TTpeACTaBIeH B Ta0M. 1, mpuuem
HOMeEpa METaMNoNy/sIUi  COOTBETCTBYIOT HOMeEpaMm,
MOAIIMCaHHBIM Ha BCeX KapTax B MECTaX X PacmoJjio-
XKEHUSI.

I'eHOTMIIMpPOBaHME MPOBEACHO C UCMHOJIb30BaHU-
eM YMIla MHIMBUIyaJbHOTo nu3aitHa Infinium iSelect
HD Custom BeadChip (Illumina, CIIIA) Ha 1urat-
dopme iScan (Illumina, CIIIA). ITporpammoit Ge-
nomeStudio v2.0 cpopmupoBaHa IJIsT KaXIoro o0-
pasziia MHTerpajbHas OlleHKa KauyeCcTBa MOJy4eHHBIX
pe3yabraToB CallRate, xoTopast 11 Bcex oOpasioB
cocraBuia He MeHee 0.99. C momollblo mporpamMmm-
Horo obecneueHus: PLINK un3BiieueHbI reHOTUIIBI 110
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Ta6omuna 1. M3yyeHHbIe METAMOMYJISILIMU C yKa3aHUeM 00beMOB BEIOOPOK (N) 1 HoMepoB (N2), COOTBETCTBYIOIIMX MO/~
MUCSIM Ha KapTax

Meranonysims CocraB (3THUYECKHE
N leorpacdrueckre KoopauHaATHI METATIOIMYJISIIIUN
Ne | ycnosHoe Hazamue |M PETMOHATBHBIC IPYIIIbI)
1 Kamuarka Kopsiku, uykum 51 | CpenHue 110 JIOKQJIBLHBIM TTOMYJISILIMSM KOPSIKOB
u uykueit Kamuarku
2 Amyp Hanaiinsr 48 | CpenHue 110 JIOKaJbHBIM IOIYJISIIUIM HaHaH1IeB
IMpuamypbs
3 TyHrychH DBEHKU, 3BEHEI 54 | CpenHue 110 JOKAIBLHEIM ITONYJISIIASIM YBEHOB
¥ 3BeHKOB [lanibHero Bocroka
4 IOxHast Cubupnb TomxuHIIbI, Todazapbl 53 | KoopouHatsl Tohanapon
Anrae-CasHbl AJTaiIe 50 | CpenHue 110 JOKAIBHBIM ITONYJISIIASIM CEBEPHBIX
U I0XKHBIX aJITAllIeB
6 MoHronus MOHTOJIBI 50 | CpenHue 110 JJOKAJIBHBIM ITOMYJISIIUSM CyO3THOCOB
MOHTOJIOB
7 Vrpot XaHTbI, MAHCU 51 | CpenHue mo JOKAJIbHBIM NOMY/ISIIASIM XaHTOB U
MaHCU
8 Kazaxcran Haponsl Kazaxcrana 72 | KoopmuHatel neHTpa Ka3zaxcrana
9 Tampxukucran Haponb! Tamxukucrana 52 | KoopnuHathl mryrHaHiieB (Hapoasl [lamupa)
10 Samagusiii KaBkas AIIbITeAIIBI 61 | CpemHue 110 JIOKAJIbHBIM ITOMYJISILIUSIM afbIreiilieB
Y TPUYEPHOMOPCKUX I1ATICYTOB
11 Bocrounsiii KaBkaz | Haponws! /larecrana 50 | CpenHue 110 JOKJIBHBIM MOMNYJISILIASIM HApOIOB
JlarectaHa
12 3akaBKa3be A3zepOaitmkaHIIbl 49 | KoopnuHatel ieHTpa A3epOaiimkaHa
13 Pycckmii CeBep Pycckue ceBepHbie 51 KoopauHatse! [TnHexcKoro paitoHa ApxXaHTreJbCKOH
MOoNyJasILIun obnactu
14 Pycckue Pycckue nomymnssimmn 55 | KoopmuHats! SIpociaBis (0OCHOBHAsI 4acCTh
(LeHTpaJIbHBIC) neHtpa Poccun BBEIOOPKU)
15 3apyb6exHas EBporra | MakeToHIIBI 50 | KoopmuHathel HeHTpa MakeqoHUM
16 3amnamgHbie TBepckue Kapensl, 50 | CpenHue 110 JOKaJIbHBIM ITOMYJISILIUSIM UKOPBI
(UHHO-YTPHI mKxopa
17 BocTtounsie cnaBsgHe | benopychl M yKparHIIbI 52 | KoopnuHatsl ieHTpa benopyccumn
18 MopnoBust Honynsuuu Mopaosuu 50 | CpenHue 110 JOKaJIbHBIM MTONYJISIUSIM MOKIIIY,
LLIOKIIIW U 3P35TH
19 Tiopku [Mpuypanes | YyBamm 50 | CpemHue 110 JOKaJIbHBIM MOMYJISILIUSIM CyO3THOCOB
yyBalei
20 Mapuii D Mapuiinbt 50 | CpemHue 110 JOKaJIbHBIM MOMYJISILIUSIM TOPHBIX U
JIYTOBBIX MapUMILIEB
21 [Iepmpb Komu-tiepmsiku 50 | CpemHue 110 JTOKAJIbHBIM ITOITYJISIIIMSIM
KOMU-TIEPMSKOB
22 FOxHBI Ypan Bamkupsr 53 | CpenHue 10 JOKaJIbHBIM MOMYJISILIUSIM OallIKup

31 AHK-mapkepy, UCIOJIb3yeMOMY B OTE€YECTBEH-
HOM IIPEIMKTOpE IMUTMEeHTAlluK: 15 MapKepoB Hau-
GoJiee BaxXHBI, a 16 UMEIOT MEHBIIIWIT BeC IIPU pacye-
T€ BEPOSITHOCTH TOTO MJIM MHOTOo peHoTuIa [ 18, 19].
Ha ocHoBaHuM moJrydeHHBIX TEHOTUIIOB OBLJIM pac-

TEHETHUKA

TOM 57

Neo 12

2021

CYHMTAHBI YACTOTHI BCTPEYAEMOCTH KaXKIOTO MapKe-
pa B KaXIOM MeTaloMmyIsaIInd. DTH YaCTOTHI TIPeI-
cTaBJIeHHBI B Ta0J1. 2 (ny1st 15 Hanboiee BaXKHBIX Map-
KepoB) U B TaGa. 3 (mist 16 MeHee 3HAYMMBIX
MapKepoB).
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B Ta6:1. 2 1 3 my1g KaxXImoro ajiess IpuBeacHBI 110~
Ka3aTeJIu ero TeHeTUYeCKOro BKJIaia B MUTMEHTALINIO
a3 (Cg), Bosioc (Cy) U pbKUHBI Bojioc (Cg), Takxke
yKazaH cyMmapHbIii Bkian (C) Bo Bce Tpu MpU3HaKa
(KaxXXIpIii M3 KOTOPBIX B3SIT IO MoAyJito). [eHeTnye-
CKuii BKJaa pedepeHCHOro U aJibTepHATUBHOTO ajl-
JieJielt OMMHAKOB T10 BEJIMUMHE, HO Pa3/IMYeH I10 3Ha-
Ky. I3 nByx anneneil B Tabauiiax MpuBeaeH TOT, KO-
TOPBII KOHTPOJIMPYET CBETJIYIO MUTMEHTALIMIO TJ1a3,
CBETJIYIO TUTMEHTAIIMIO BOJIOC U PhIKUHY BoJioc. [1o-
3TOMY MOJOXUTENbHbIN 3HAK T€HETUYECKOTO BKJIaa
yKa3bIBaeT Ha KOHTPOJIb CBETIOM MUTMEHTAILIU, OT-
pMLaTeNbHBI 3HAK YKa3blBaeT, YTO 3TOT MapkKep
KOHTPOJIMPYET TEMHYIO IMUTMEHTALUIO (WId OTCYT-
CTBUE PbIKUHBI). [TOCKOJIBKY CO CBETION MUTMEHTA-
1IMeil oKa3aJIuCh CBSI3aHbI MPEUMYIIECTBEHHO ajlb-
TepHATUBHBIC aJlJIeJd, B TaOJIUIle OHM YKa3aHbI 0e3
WHJEKca, a s pehepeHCHbBIX ajljiejiell yKa3zaH BepXx-
Huii uagekc R (AR, CR, GR, T'®).

B Tabnunax Takke ykazaHo, kakue 13 u3 31 JIHK-
MapKepOB MPUCYTCTBYIOT B 3apyOeXXHbIX KPUMUHA-
Juctudyeckux naHesnsix: wects JHK-mapkepos u3
naHenu HlrisPlex yka3zanbl kak H u ceMb 13 maHenu
HIrisPlex-S ykazansl kak H-S. Ocranphbie 18 JIHK -
MapKepoB OBLIM BBISABJICHBI B HAIIUMX MPEIbIIYIIIAX
paboTax KaK BaXHbI€ IJIsI TEHETUUYECKOTO KOHTPOJIS
MUTMEHTAlIMU KOPEHHOro HaceyneHus Poccuu u co-
MpeneyibHbIX CTPaH.

Onpedenenue uyscmaumenbHOCMU NPeouKyul

Ilpy aHamu3e 4YyBCTBUTEABHOCTH IIPEAUKIINUA
MUTMEHTALUU aHAJU3UPOBAJIUCh TEHOTUITHI TOJBKO
TeX WHIWBUIIOB, IUISI KOTOPBIX MMEINCh KaUYeCTBEH-
HBIC IBeTHBIC (poTorpadun. [TosToMy B BEIOOPKY HE
BOIIIJIM IIECTh METANTOMYJISILINIA: TpY 3apyOexkHbIe (N 6,
15, 17) u Tpu poccuiickue (Ne 4, 5, 13). Hactb MeTaro-
MYJISIIWI ¢ MaJIoi BEIOOPKOIM (heHOTUIMPOBAHHBIX 00-
pa3loB OblUIa 00bEAUMHEHA C 00JIe€ MHOTOUUCIICHHBIMU
B TPpYU pervoHajbHbIE IPYIIbL: 1) HEHTpallbHBIE PYyC-
cKuye nmonyJisinuyu 1 MopaoBus; 2) nomyasiinuun, de-
HOTUMUYECKU MOTPaHUYHBIC MEXIY €BpONEeNCKUMU
n asmarckumu (yrpel, Kazaxcran, FOxubiii Ypain,
Tamxukucran); 3) Haponsl Bocrounoro Kaskaza u
3akaBkasbsi. OcTajibHbIE BOCEMb METANOMYJISIIIUA
Nel,2,3,6,10, 19,20, 21) obiaganu 60abIIMMU Pe-
HOTUIHUPOBAHHBIMM BBIOOPKAMHM M Kaxmas U3 HHUX
chopmupoBajia COOCTBEHHYIO PETMOHAIBHYIO MTOMY-
o, CyMMapHBIM 00beM BBIOOPKM ITOTYyYECHHBIX
11 permoHaIbHBIX NOMYISALUI (TPU OObETUHEHHBIX U
BOCEMb HCXOAHBIX METAIONyJIsIlil) cocTaBua 425
oOpasnoB. IlurMeHTanust olpenessiiach MO ILBET-
HBIM aHTPOIIOJOTHYECKMM (oTorpadrsiM IO CTaH-
JapTHBIM aHTPOIIOJOTUYECKUM IIKajaM (LIBET Iia3
no mkajie byHaka, nBet BoJjioc 1o mkajie Puiiepa),
a 3aTeM CBOIMJIACh K TPeM AUXOTOMUYECKUM IIpHU-
3HaKaM: 1LIBET IJ1a3 (TEeMHBII, CBETJIbIii), 1IBET BOJIOC
(TeMHBII1, CBETJIbIi1), PDKMHA BOJIOC (HAJIMYMUE, OT-
cyrctBue). I1oCKOIBKY IsT 3TUX 00pa3l0B UMEINUCh

BAJTAHOBCKA{ wu np.

W TEHOTHUIIBI, M (PEHOTHUIIBI, IJIsI HUX ObLia BO3MOX-
HOCTb CPaBHUTb (heHOTUII, IIPEACKa3aHHbIM 10 TeHO-
TUIY, 1 PEHOTUI, OIIPEACICHHBII 110 (poTorpadusim.
DTO MO3BOJUIIO PACCUUTATh UYBCTBUTEILHOCTD Mpe-
UKW 111 11 permoHajabHBIX MOMYISIUNA W TO-
CTPOUTH KapThl PETMOHAIILHOM YYyBCTBUTECIBLHOCTU
OpeIUKIIVHU [BETA IJ1a3 U BOJIOC.

Kapmoepaghuueckuii anarus

I1o yacToram ayteneil, npuBeAeHHBIM B Ta0d. 2 1
3, MocTpOeHBI 62 KapThl pacipocTpaHeHus1 62 ajie-
neit 31 JIHK-mMapkepoB, UCTIOb3yeMBbIX TSI TPEINK-
MU [IBETA I71a3 1 Bojoc. sl ymo6cTBa UTEHMS B Ta0-
JIMIIaX U B TEKCTE YaCTOThI BhIPAXKEHBI B MIPOILIEHTAX,
HO Ha KapTax TPagulIMOHHO IIPUBEACHBI B TOJISIX OT 1.
JJ1s1 Kaxkmoit MeTaIIOIyJISIIUK B Ta0IMIIax yKa3aH HO-
Mep, MO0 KOTOPOMY €€ JIETKO HalTU Ha KapTax.

KaprorpadupoBanue pacrpoctpaneHHoctu JIHK-
MapKepOB BBITIOJIHEHO CITOCOOOM MOCTOMHO OKpac-
K1 Ha OCHOBE CETOYHOII IM(ppOBOIl MOaeIN, IIpea-
CTaBJIgIONIel cCO00I MaTpUIly 3HAaUueHUII KapTorpa-
dupyeMoro Irokazartesisi (4acTOT BCTPEYaeMOCTU) B
y3/1ax peryJisipHOil KBaIpaTHON CETKU B IIPOEKIINU
KapThl. ICXOOHBIMY JaHHBIMU [IJISI CO3AaHUSI MOJIE-
JIM cayxXat reorpaduyeckue KoOOpAUHAaTHI i-Toii Me-
TanonyJjasuuu (Touka p;) 1 3HayeHue yactothbl JJHK-
Mapkepa (¢g;) B Heil. 3HaueHre YacTOThl ¢ B KaX/IOM
y3JIe PETYJISIPHOM CETKU p BBIYUCIISIETCS C UCIIOIb30-
BaHMEM MPOLEAYPHl CPEIHEB3BEIICHHON MHTEPIIO-

Jsmu [22]:
z Wid;

q(p) = ﬁ

i

) w[ = I/Sd(papi)k ’ k > 07

IIe CyMMUPOBAHUE BEIETCS TI0 BCEM OMOPHBIM TOY-
KaM p;, TIOMAaBIIUM B KpYyr paauyca R ¢ LIEHTPOM B
TOuke p, a yepe3 sd (p, p;) 0003HAYEHO PACCTOSIHUE
MEXIY TOUKaMU p U p; Ha cepe (KOOpArMHAThl TOUKU p
B IIPOEKLIMHU TTPU 3TOM TEPECUNTHIBAIOTCS B IIIUPOTY
U Joarory). I KapT atjlaca MOIeTUpOBaHUE BBI-
HoJHSIIOCH ¢ TapameTpaMu R = 3000 km m k = 3.

TemaTtuueckoe comepxkaHUE KapT BKIIOYAeT HeE-
MpepbIBHOE TM0JIE YacTOT IIpU3HaKa, IoKa3zaHHOe
CITOCOOOM ITOCTIOMHOI OKPaCKM C HAJIOXKCHUEM aHa-
JIUTUYECKON OTMBIBKM pelibeda [23]; n3obpaxkeHne
penbeda COBMEIIEHO ¢ TeMaTUYeCKUM CoAepKaHUueM
C UCIIOJIb30BaHUEM OPUTUHAJILHOTO aliroputMa [24],
MO3BOJISTIONIETO BU3YyaJbHO BOCIIPMHUMATH 1IB€Ta HA
KapTe C TAKMM CUHTE3UPOBAaHHBIM U300paKeHUEM B
COOTBETCTBMU C IIBETaMH INKajibl. ba3oBble ciou
KapTorparyeckoii OCHOBBI €IMHBI IS BCEX KapT
arjiaca M BKJIIOYAIOT B ce0sl OeperoBylo JIMHUIO, 00b-
eKThI Tuaporpadumn (KpyIHble peKH 1 03epa), Tocy-
JIapCTBEHHbIE TPAHULIBI, CTOJIUIIBI TOCYIaPCTB B BEK-
TopHOM (popMmaTte, pejbed B BUIAE CETOUYHOI MGPO-
Boii Mmomenu (ucroununk — GMTED?2010 [25]). s
BCEX KapT aTjiaca MCIIOJb30BaHAa OMHA U Ta K€ IIBETO-

TEHETHKA Ne 12

TOM 57 2021



1361

TEHOTEOTPA®UYECKUWH ATJIAC JHK-MAPKEPOB

€6 | 99 | 69 I 86 9 $6 | ve | oo | L 86 | 6 | 16 | €6 | 68 | oS 19dIA-OHHU( SMHIRLRE | 9]
8 | €L | w9 4 €6 S 66 | 0 | 6L S | ¥6 | w | 6v | 6 | 6 | 0S euodag senxoohdeg | G|
88 | 89 | 7w | 8 16 | 9 | 6 | 2| 16 | ¥ 16 | vb | €8 | 18 | €8 | ss (S19HaIrRdLHAT) JMNOK] | P
88 | ¥9 | 19 s | ool | ¢ 9 | s€ | L6 S oo | vb | 18 | 6L | 6L | IS dogaD umiookd | €1
88 | 09 | ss 0 1L 4 L6 | 05 | €L 4 1L | s¢ | 1€ | o | o | 6 sdeedRiRE | [
€8 | L9 | 6 | € |06 | T | 66 | Lz | T | ¥ | 06| v | £ | 9 | 9¢ | os EeNERY WITHROLOOG | ]
18 | €9 | 6S b 16 8 €6 | €z | 69 L 06 | 1€ | 6T | 8¢ | Lz | 19 eeNdey| YIaHIRLRE | O]
0L | 9 | s 8 69 I L6 | 8T | 19 I 89 | ss | oz | 4 | i | TS HBLOMNUXTEL | 6
99 | 69 | s 4 w I 6v | 1T | 19 I a2 < N S 2 S ) N Y HRLOXERY | 8
19 | v9 | LS b €L ¢ 0S | €z | 69 € vLo| T | Sy | 9 | 9 | IS adig | £
LS | vL | 99 v ovT | ¥ €€ | €z | 8 I w | o 9 b 9 0S BULOIHOIN | 9
L9 | 8 | ¥S ] 3 0 6v | LT | OL 0 ¢ | €€ | st | st | u | oS IHER)-JRLIY | §
6 | 09 | 9 € 61 0 w | s | 9 € 6l | ¢l S S S 39 adugu) BeHXQf |
0S | vL | 1L 0 a 0 a | oov | 9s 0 a | oel 4 4 T | s 10AIRAL | €
IS | 98 | 8 | 0 €l 4 I 1T | 89 0 €1 3 I I I 8p diny | ¢
9 | SsL | 6S I 81 0 6 6 | ¥9 | o 81 | 1z € € € IS eilehwey | ]
9 ‘eLOLOBE N BUNBIALIOLIBLIA [ N
00°0 | 000 [ 000 | 000 | SO0 | €1'0 | €00 | 000 | 000 | ICO | TOO | 000 | 000 | 000 10°0 (D) oorog Aumxiad g weiig
CI'o—| I€0 | I€0 | TEO | TE0 | €€0 | 9¢0 | 6€0 | OF0 | OVO | I¥O | ¥¥°0 | 000 | 000 1L°0 (Hp) 1900104 91911080 € wewsig
8C°0 | 0000 | 000 | OO0 | 800 | OO0 | OO0 | OO0 | OO0 | OO0 | OCO | CI'O | SY'O | 890 4! (9D) eeer aMILogd ° TRIIg
0v°0 | TE0 | 1€0 | TEO0 | SO | LP'O | 8E°0 | 6€0 | OV°0 | 190 | €9°0 | 9570 | S¥'0 | 89°0 €0°C (D) TreIid YMOOhILOHAI MITHABWNAD
¥l o | 9 4 o Nid o wo| 4L o L Az o 1z NIy
~ [\ —_ (o)) [\ ~ ) oo N —_ w N — p— —
[\"] oo N (=) [0} —_ o0 S N 0 D o0 N N -
o3 S = 3 3 S Nt = & = = < = = 3
sl gl glal Y gld|3| || &3] & 2 N
A =) % w w S w =) = > =4 3 oo
> = Y % ©
S T I O < T O~ O~ O~ O~ - I~ A R =
Y > a S Q NN ~ = - Q 3 = = =
SIS s CEIE R CTIR 2B SHIE S
3 N s N 19HA |
O
3
N

00109 1 £BILI BLILIT QUHIRTAAIIO 4 WorreLrd WKUM0219d O dodadden XUMOOhULIHAI I9LOLOBR T N-.—E—a@&rﬁ

Ne 12 2021

TOM 57

TEHETHUKA



BAJTAHOBCKA{ wu np.

1362

*S-XIIdSNI[H 9IOHEL OIANOORULOINIBHUNNAY OIAHX0AdeE g LuToxd daddenw—dHI7 — S-H X9[dSNI[H 9IOHEL OIANOOhULONIBHUIWUAN OIAHXo0AdeE a4 1rroxd dadden
SHI — H ‘BusedgooHsed 0TOHHOMTTBIATIONIMALAHE 0J0HTIOd0 qIroreseol — Sfy ‘BrcedgooHsed 0I0MOORMIOHAT OIAMIQO qIrdresesion — Lz ‘kucedgoonsed o1oHHO
-UTBIALIOIIKON qIraLesesiol — LSp ([ 910108h SMHOKeHE 9oHTado — NVAND (Iq10108h oMHOREHE 90HIIrEWNONEW — XV {[910L0Bh OMHOREHE 9OHIIrEWHHUIW — NIWNp
{(] 'IrgeL g HeeeMA gBLd0d YITHHOMITBIALION ) MUITBIALOIRLOW m¥dogiaa domeed — A7 ‘xelded eH HMIBIALIOLRLOW dOWOH — N € ‘7 "'OBL BI'I BUHOhRHEOQ() "¢() Loerad
-od1I dorrog IIHIKIAd “001r0d X19LLgD ‘gRI XI9ILadd duHegaodUWdod 4 Xx19doro rersid MIIHAdeWWAD ‘Weddew-dHI7 ¢ OL QI9HHEY I9HOTodud] | "OMHehOWNd] |

H S-H H H S-H S-H H X9[dSNI[H WIroHRH g OMRULBH
PreE0 | 9Tr'0 | 99%°0 | 8S00 | 9ST0 | LSOO | €61°0 | €8€°0 | SEE'0 | LSO'0 | 870 | 9€¥°0 | 86C°0 | ¥62°0 96C°0 SH
06€°0 | LEV'O | 8LF°0 | 090°0 | 1S#°0 | 6S0°0 | €CF'0 | S6€°0 | 89€°0 | 650°0 | IST'0 | 6S7°0 | S87°0 | S8%°0 c8y°0 g

8I1°0 | €20°0 | STO'0 | 610°0 | €EY°0 | TEO'0 | EVS°0 | 1€0°0 | 680°0 | TE0'0 | 0SP°0 | 0S0°0 | L8E0 | ¥6E°0 68€°0 18p
aueedQooHeRd QOMOIRMLIHA |

€L 89 09 € 99 € oL LT 9L € 99 9¢ ¥ |82 v NVANp
€6 | 98 | ¥L 8 | 001 | €1 66 | € | 001 | €1 | 001 | 9S 16 | €6 68 XVINp
9% 6S 9 0 4| 0 44 6 96 0 u €1 I I I NINp
I9LO0LOBh SHBHNMNMOE
€L 19 09 z 9 z €L €T €L z ¥9 9¢ 8¢ 8¢ 8¢ €S redg WI9HXO[ | 7T
SL L vL S €6 €l €6 L€ 98 €l €6 S 1L 1L 1L 0S awdor]| 1Ig
9L 09 €9 € €8 I 06 8T 98 z €8 I€ o vL YL 0S rg yudeN | 0
S8 9 S9 I LL € I8 1T €8 € LL €€ 9¢ 79 79 0S garredAudp] widoty, | 61
06 6S 99 v 9 I 66 43 88 0 96 4% 8L 8L 8L 0S sugordojn | gl
€6 9 89 8 96 9 86 Tl S6 % 001 | 9S S8 8 S8 s SHEERID JITHROLOOY | /]
u#l D | W 4 D | O o L ) V) N ) z WIrIINY
~ N p— (@)} \) 3 W o0 [\) [y (99} @)} [ —_— —_
[\ ) [eee) N () [ele) p— [ee) (] [\®] (o} i oo N [\®] —
S| B 2|8l 3|/ 8|2|&8|z|&]| 2|2 2 51
Sl 85| Y| g 2| 88| &8 8| &
byl \O > (V)] s (e} O ~ =) = e
= &~ ] %] %) Iy 9]
SIE|E|E| 8 88|88 8 8|88 8 &
= = ~ ~ P N = Go a = 5 “ a a Q
N S g @ N g N N N 19HQ

/w N Q o Al

S

N

S

SMHEBhHOM() T BIHIQR],

Ne 12 2021

TOM 57

T'EHETHUKA



1363

TEHOTEOTPA®UYECKUWH ATJIAC JHK-MAPKEPOB

L6 09 LS 81 0s 86 1€ L 66 98 61 €L 4 99 8P 09 0s 19d1A-oHHK( J1HIRLERE | 9]
€6 6% 89 194 0oy 0L 61 9 001 06 ¢ €9 (44 1C ¥9 LE 0S euodayg seHxo0Adeg | G|
16 09 19 [44 8¢ V8 €C S 96 88 Y4 ¥9 4 143 LS (44 99 (Sr9HqIrRdLHAM) OMMI0AJ | ¥]
6 €S 65 €C (43 €6 144 (4 66 88 0¢ 9L 6¢ 9¢ 9¢ oy IS dogoD nmodkd | €I
€6 9% 19 Ly 6¥ Ly 81 4 66 6 (44 L9 €C 1€ St C 6% odeeddedeg | ]
14 9 0L 133 €S 0S 9T S 66 06 6¢ | 001 61 123 9% 8 0s eeNgey] YIHhOLOOY | ]
6 or 19 8P 197 7% 81 L S6 86 97 L9 0¢C 123 65 LE 19 €exdey YI9HIRLRE | (]
88 9¢ 4 8¢ 6¢ 8¢ 81 1 6 €6 6¥ LS (44 0T [4% €e [4S HRIOWMMXKIR]L, | 6
€8 6¢ IS 61 6¢ 147 11 14 43 06 6F 6F 11 Ie [4% 8¢ L Heloxeeey[ | 8
L8 9¢ LL 6 9¢ 8¢ 8 € 9L €8 LS 89 8 Ll Ly €¢ IS [adig| £
LL 61 99 L 8¢ 143 1% 1% 174 €8 LS LT € LT 9¢ 6¢ 0S BUIFOTHOIN | 9
8L LT 143 8 33 99 [4 14 99 VL 6¥ €< [4 € 0¢ 8¢ 0S IMHEE)-9BLIY | ¢
89 91 L9 € 8¢ (4% 1% 01 144 L9 0s 6¥ 9 8y 9 IT €S 9duQu) BBHXO] | ¥
9L 61 6% 1 ¥C 4 I € 6 ¥9 €8 8¢ € LE 143 0€ 123 190AIHAL | ¢
8 91 0S 1 ¢ 0S 0 I S 8L 9L 61 0 € [43 €e 8P diny| ¢
69 {4 09 ! 8¢ SP 0 I 0C [4) YL 69 [ 114 ov LT IS BALERNEY] | |
9% ‘elOLOBH N BUNBUALIOURBLIN| N
000 | 000 | 000 | 000 | 000 | 000 | 000 | 000 | 000 | 000 | 000 | 000 | €I'0 | 000 | 00°0 00°0 (¥D) dorrog AHixIad € Teisig
10°0 { 00°0 | €00 | 000 | 000 | 900 | OI'0 | OI'0 | OI'0O | CI'0 | ¥I'0 | 000 | 90°0 | ST'0O | 9C0 LT0 (HD) 100104 219111080 € TeIsig
000 | ¢O0 | 000 | €0°0 | €00 | OO0 | OO0 | OO0 | OO0 | 000 |CO'0—| 80 | 000 | 000 | 00°0 00°0 (9D) eee1r 2191180 1 TRInIg
10°0 | 20°0 | 20°0 | €0°0 | €0°0 | 90°0 | OI'0 | OT°0 | OT°0O | CI°0 | 91°0 | 81°0 | 81°0 | €T°0 | 9C°0 LT0 (D) TeIrd PUNOOhULIOHAI UITHABWINAD
W | ol o) 4 4 D 4 o) W | WD o) L W | wl ) L ULy
—_ —_ [N _ —_ N —_ ~ —_ ) ) [o9) N w — —
Elg|*| S| |&8|eg|g|¢|@|&|z|8 & ¢ 8
W W M S PN W = m m OM m I9HI |
E ) =
3

00Ir09 1 €BIL BLILIT QUHIIRITAdIIO 4 Worrelrid WHUITIIIIOQ9H O godaxden XUMOOhULOHAI I9LOLOEBR °¢ ﬁﬁe——a@ﬁ,ﬁ

Ne 12 2021

TOM 57

TEHETHUKA



BAJTAHOBCKA{ wu np.

1364

*€°() 99HAW D0Ir0d IIHIKIId 1 001r0d XI9IILag) ‘€I XI9IILagd doeHend anHegodnwdod g Xx19dorox reirtd HITHAeWINAD ‘Wedaxiden-3H7 9] OU SQI9HHEN [MHITdnd] | "OMHRhoWNd] |

S-H S-H H S-H H S-H XJ[dSNI[H UIrQHEL 9 QUhULBRH
0€T0|0vP 0| SLY'0|68T°0|0St°0[06€0|¥ET0|LLOO| TLI'O | STTO|6TH0[9LE0]| 1#T0 | €TH0 | €87°0 80%°0 SH
SHT0| 18Y°0 | 98970 | 8TE0| L9V'0 | ¥LY 0 | ¥ST 0| 6L0°0 | 6L£°0 | 6€C0 | 16¥°0 | 09%°0 | 8ST 0| £€4°0 | L6V°0 4%l Ly
€50°0|S80°0 [Z20°0 | 8TT°0|9€0°0 |8LI'0|080°0|€20°0 |9¥S°0|090°0|STI0|E€81°0|L90°0|2T0°0 |820°0 SS0°0 159
aucedgooHerd Q0MOORULOHI |
98 | Ob | 85 | 1T | LE | 19 | SI 14 GL | 98 | €v | ¥9 | ST | TE | 9F¥ € NVANp
L6 | 09 | LL | 8 | €S | 8 | IE€ | €1 | 00T | 8 | €8 | 00T | 6T | 8 | V9 09 XVINp
89 | 91 | oF I ve | st 0 0 S ¥9 | 61 | 61 0 LT | 0€ 8 NIND
I9L0LOBh Sﬂo&wmmvmo:
L8 8¢ €¢ 1T 8¢ 19 P1 € €8 68 8¢ LS 81 8¢ 5% LT €S redg MI9HXO | TC
S8 €S 6t ST S¢ | ¥8 u z 96 6 6 | 00I | 0T 6C 143 LT 0S anda[| [T
v8 8h 1$ 0T 6C | 8 0€ €1 L6 16 | vt 8L 8¢ 43 v | w | 0S re yuden | 0t
98 96 8¢ 14 6€ 0L 4! € 16 68 9z | 09 4! 8¢C Sv | T | 0S BaredAud| widoi] | 6]
96 | ¥S 9 6C LE ¥8 I€ 0 86 8 1€ | 001 | 61 ¢ € | 9 | 0S Budondon | §[
16 | ¥S | 6S 9T IS 98 w S 66 €6 ST | LL 81 v 143 0¢ 143 SHESRILO SIIHROLOOY | /]
| ol o) 14 4 D 4 o) W | WD o) L W | wl D I U1y
= ~] S > = N > o = Nt 2 ® S = 5 ~
N (O (U Y [N o) Ne) W ) [\ 3 —_ (%) r Ne) o
N 5%} =) \e) [ = [o%} Q N %) —_ =) %) - O O SI
® & r 3 X b a K A H 2 O 3 3 3 2
,./o~ @ o % o S m A~ N=) o W ) 0 [ %
Y %) N N ~
<IN I e A N e S S| 2| 3 S
Q ) = a = = = Q Q AN Q = S A
NI 2| Q QIR RS 2 ® | = S
x N N N RN —~ =] ~ S I9H ]
N © W (N ~ = S D
~ N
Y S
)
N |

OQUHEBRHOM() *¢ BIHIQR],

2021

Neo 12

TOM 57

T'EHETHUKA



TEHOTEOTPA®UYECKUWH ATJIAC JHK-MAPKEPOB

Basd M YMCJIOBas IKajia, BXoadasa B JICTCHIY KaxXIon
KapThbl 1 co3aaromas €CAMHCTBO aTjaca.

Jlerenma KapThl BKJIIOYAET TaKK€ CTATHUCTUYEC-
CKYy10 MH(}pOpMaLMIO: KOJIUYECTBO METAIIOIYJISILIUMA
“K”, MUHAIMaJIbHOE “min”, MaKkcuMajbHOE “max” u
cpenHee “avr” 3HaYyeHWS NMPHU3HAKa, paCCUMTaHHBIE
o HudpPoBOI MOAEIN KapThl. AHAJIOTUYHEIEC CTaTU-
CTMYECKME MOKAa3aTeJIM pacCYuTaHbl 10 MHPOpMa-
yuy Tada. 2 1 3 U IpuBeIeHBbI B 3TUX TaOIULIAX: MU-
HUMAJIbHbIE N, MAKCUMAIBHBIE Gyax U CPENHUE
gmeaN YACTOTHI, TMOKa3aTelb MEXITOMYJSIIMOHHOTO
pa3zHoobOpa3usi Ggp, OOLIET0 TeHETUYECKOTOo Pa3Ho-
o0paszus Hr, cpenHero BHyTPpUIIONYJISILIMUOHHOTO pa3-
HooOpa3usi Hg. CpenHue kaprorpacdupoBaHHbIE Ya-
CTOTHI (yKa3aHHBIC B JIETEHIE KapThl) 3aKOHOMEPHO
OTJIMYAIOTCSA OT TaOJMUYHBIX (YKa3aHHBIX B TaOJIU-
11aX), MOCKOJIbKY YUYUTBHIBAIOT BasKHEHIINI mapaMeTp
MOITYJISILIMM — €€ apeajl, a apeajbl MeTalOImy IS
pPE3KO pa3in4Hbl, KaK pa3jIndHbl apeajbl 3THOCOB,
BXOOSIINX B METAOMYJISIUMA, — OT MUHUMAJILHBIX
Ha KaBka3se 1o orpomMHbIX B Cubupu. IToaTomy Kap-
TBI HEeCyT Oousblle MH(pOpPMaAIINK, YeM TaOJIUIILI, HO
IIpU MHTEPIIpEeTalluX KapT II0JIE3HO OPUECHTUPOBATh-
Csl Ha JOIIOJIHUTENIbHYI0 MH(MOPMALUIO, IIPUBEICH-
HYIO B TaOIUILIaX.

Bce nmoctpoeHHble KapThl (62 KapThl pacipocTpa-
HEHUs OTIEJBHBIX ajUlejieil U 6 KapT IoKasareseil
YyBCTBUTEJILHOCTH) MHpuBeAcHbl B IlpuioxeHuu.
Baxneiiime KapThl IpeacTaBiAeHBI TAKXKe Ha pPUCYH-
Kax B CTaThbe.

PE3VJIBTATBI U OBCYXIEHHUE

st m3ydyeHus: pacrpoCTpaHEeHUsI TeHETUYECKIUX
MapKepoB 1IBeTa I1a3 BhIOpaHbI 22 METAIIOIY/ISILINU,
OXBaTbhIBAIOIIIME OCHOBHOE pa3HOOOpa3re HapoJlIoHa-
cenenus CesepHoit EBpasnn, 1 cdopMupoBaHa BhI-
6opka u3 1153 oopasuos JHK (B cpentHem 53 o6pa3-
1a u3 MetanonyJsinuu ). x reHotunmpoBaHue 1o 31
SNP-mapkepy, BXOASIIEMY B OT€UECTBEHHYIO CUCTE-
My OpeIuKIINY 1IBeTa a3 1 BoJioc [ 18, 19], mo3Bonu-
JIO ONIPEIEeIUTD YaCTOThI KaXKI0ro MapKepa B KaxXIou
nomnyisuuu (tada. 2, 3). Ha ocHoBaHMM 3TUX 4acTOT
MOCTPOEHBI KapThl paCHPOCTPAHEHUSI KaXKI0TO Map-
Kepa, IpudeM Kak pedepeHCHOro, Tak M ajibTepHa-
TUBHOTO ajijiesist, utoro 62 kaptel. B rabnuuax JHK-
MapKephbl pacloJIOXEeHbI IO CTEIIEH! YObIBAaHUS Te-
HETUYECKOI'0 BKJIaZa XOTsI Obl B ONUH M3 TpeX IIpHu-
3HakoB. 11 Hambojiee 3HAYMMBIX MapKepoB — C
BKJIaJIOM B OIMH M3 MpU3HAKOB OoJbliie 0.4 (Tabi. 2) —
MIpUBEACHBI KapThl X pacnpocTpaHeHus (puc. 1—3).
Hnsa JHK-MapkepoB ¢ BKJIaToM B OOMH U3 IIpHU3HAa-
koB 0.3 < C < 0.4 wiu c cymmapHbIM Bkitagom C > 0.4
JaHO KpaTKOoe OMM1caHue KapT (ITOJTHBIN KOMILIEKT 62
KapT npuBeneH B [IpunoxeHnn).

TEHETUKA Ne 12

TOM 57 2021

1365

Kapmut pacnpocmpanenus JIHK-mapkepos
¢ HAQUOOABUUM BKAAOOM 8 UBem 21d3 U 8040C

PaccMoTtpeHue aTiiaca cienyeT HayaTh C KapT IBYX
JHK-MapkepoB ¢ HanOOJBIINM BKJIAAOM B T€HETH-
YeCKUI KOHTPOJIb MUrMeHTaluu (puc. 1,a, 6; T1admn. 2) —
oHu o6a otHocsaTcs K reHy HERC?2, 06a BKITIoueHbI B
KpuMuHanncTnaeckyio naHenb HlIrisPlex-S, cpen-
HUE 4acTOThl 00oux npubamxkaroTcsa K 50%, yacrora
BapbUpPyeT B MTOYTU MakCcUMaibHbIX Mpeaenax (0 < g <
< 93%) 1 MeXTIOMYJISILIMOHHOE pa3HOoOpa3re 060ux
BesiMko (Ggr = 0.39). Ho korma mbl mepexoaum K
OlLICHKE WX BKJIaJa B KOHTPOJb MUTMEHTALIMU, OOHA-
DPY>XMBaeM 3HauyUTeJIbHbIE Pa3IM4us MEXIYy HUMMU.
Cymmapnbiii Bkinang HERC2 rs1129038 T B nurmeH-
tauuio MakcumaneH (C = 2.03) u B 3 pa3sa Oosbliie,
yeM Bkiag HERC2 rs12913832 G (C = 0.68). Eme
CyIIECTBEHHEE DPa3jnyuus B TOM, KaKuhe MPU3HAKU
OHM KOHTpOJUpyoT: eciau BTopoii JTHK-mapkep ot-
BeuaeT TOJBKO 3a cBeTblit iBeT mia3 (Cg = 0.68), To
MEepBbIii HE TOJBKOB 2 pa3a MOIIHEEe KOHTPOJUPYET
cBeTbli uBeT ma3 (Cy = 1.31), HO KpaliHe BEJIUKO U
€ro BIMsIHME Ha (h)OPMUPOBAHUE CBETJIOTO 1IBETA BOJIOC
(Cy = 0.71). Xora mHorue apyrue JHK-mapkepsl
TaKXe KOHTPOJIMPYIOT ABa WJIU 1aXe BCE TPU MpU3Ha-
Ka nurMeHTauuu, Ho HERCZ2 rs1129038 yHukaneH
KpaliHe OOJBIION BEIWYMHON BKJIaga B KOHTPOJb
nurMeHTauuu (C = 2.03): oHa B 5 pa3 cujIbHee, YeEM B
cpenieM y [JHK-MapkepoB, TpencTaBieHHBIX B
Tabn. 2, u B 17 pa3 cuibHee, yeM B cpegHeM y JTHK-
MapKepoB, MMPENCTaBJICHHBIX B Ta0JI. 3.

Ho HecMOTps1 Ha CTOJIb CYLIIECTBEHHbIE PA3INYUS
B KOHTpOJIE TUTMEHTAlLIMU, KapThl OOOMX MapKepoB
MPaKTUYECKN HEOTIMYUMBI (puc. 1,a, 6) 1 MOXHO
JaTh UX o011Iee onrucaHue. MUHUMaIbHbIE 3HAYCHUS
(1 £ g £ 6%) oxBaThIBaIOT KOPEHHOE HaceJeHUe
HanpHero Boctoka, Monronuu u FOxHoit Cubupu.
Ha Anrae-Cagnax, B Kasaxcrane n TamkukncraHe
OHM HecKOIbKO BbIle (13 < g < 17%). Euie Bbiiiie ya-
cTOThl “ocBeTyieHUs1” Ha KaBka3e, B 3akaBKa3be U B
crensx KOxuoro Ypana (27 £ g £ 38%). C yacroroit
Beiie cpenHeit atu JIHK-mapkepsl oOHapyXeHBI B
CTOJIb reorpaUIeck pa3oOIIeHHBIX MOMYJISIIUSIIX,
Kak o06ckue yrpol (¢ = 46%) 1 CIaBIHOSI3BIYHBIC Ma-
kemnoHubl KOxuHoit EBponbl (¢ = 49%). Eiie Bbilie
yactota JITHK-MapkepoB, KOHTPOJIUPYIOIINX CBET-
Jiyto nmurMeHTtauuto, B [Ipuypaibe y uyBamieit, ma-
puiilieB 1 KOMU-TIepMSIKOB (62 < g < 74%). Makcu-
MaJIbHble 3HAaYeHUsI OXBaThIBAlOT apeaj OoT Mopao-
Bun (¢ = 78%) 1no 3amamHBIX (OUHHOS3BIYHBIX
MOTTYJISIUi Kapen u mxopsl (¢ = 93%). [omynsiiun
BCEX BOCTOYHBIX CJIaBSTH 3aHUMAIOT IIPOMEXYTOYHOE
ojoxkeHre (79 < g < 85%) Mexmy 3amagHBIMUA U
MpUypaIbCKUMU (PUHHO-YTPaMu.

Tpetuit JHK-Mmapkep 3TOro reHa —
HERC2 rs12916300 T — obnagaet TOJIBKO BKJIaAOM
B opMmupoBaHue cBeTbix a3 (Cg = 0.45) npu oT-
CYTCTBUHU BKJada B 1IBeT Bojoc. OQHAKoO KapTa ero
pacrpocTpaHeHus] CTOJAb HEeOTIMYMMa OT JBYX
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Puc. 1. Kaptsl pacnipoctpanenust JJHK-mapkepoB HERC2 rs1129038 T (a) v HERC2 rs12913832 G (6) B MeTanomyJIsILIUsIX
Poccun u conpenenbHbix cTpad. s puc. 1—3: Homepa MeTanomyJisILMii COOTBETCTBYIOT YKa3aHHBIM B TaOJIMLIaX YCIOBHBIM
Ha3BaHUSIM METANOMYJISILUIA; B CTAaTUCTUYECKO# JlereHne K — yncio Metanomynsiuii; min, max, ave — MUHUMaJIbHOE, MaK-
cUMaJbHOE U CpeiHee 3HaueHUsI KapTorpadupoBaHHbIX (CMOAECIUPOBAHHBIX) YACTOT MPU3HAKOB; BBICOKHUE 3HAYEHMST YACTOThI
0003Ha4YeHbl KPACHO-KOPUYHEBBIMU TOHAMM, HU3KME — 3€JIEeHbIMM, LIIKajia IEPEeX0I0B IIPUBE/IeHA B JIETeH/Ie MO/ KapToii; U3y-
YEeHHBbIE MOMYISLUA 0003HAUEHBl YePHBIMU KPY>KKaMH.

r

EHETHUKA

TOM 57 Neo 12

2021



TEHOTEOTPA®UYECKUU ATJIIAC JHK-MAPKEPOB

1367
20° 40°  60° 80°100°120°140°  160° 180°
~|0 300 600 km I?
e —
a HERC2 rs2238289 A % &
! 60°
50° s
m“‘"ﬂ*zo f BAPEHIEBO §
o . MOPE =
A JIAITEBBIX 5
- T
50°
40° & 7 | Z / / Z ‘ 5 ; ;
K=22
min = 0.56
max = 1.00
40°

avr = 0.69
30°

[ T
@ VsyucHHble nonysmn | 0.01 0.05 0.10 0.15 0.20 0.25 0.30 0.35 0.40 0.45 0.50 0.55 0.60 0.65 0.70 0.75 0.80 0.85 0.90 0.95
60° 80° 100° 120°
20° 40° 60° 80°100°120°140°  160° 180°
[0 300 600 km 2’?
e —
6 SLC45A2 rs35407_G Z &
— - p o o
R 60
= W N
o By S o ° k\o'(“o@ S
o D =
50 =l ~ %ﬂs o -
1=}
5 A\ M ors T S
& N . MOPE N
JIANTEBbBIX o
2
o~
OXOTCKOE MOPE 51 50°
AY
40° g
K=22
min = 0.12
max = 1.00
40°
avr = 0.47
l A , Mot Eonits
30° \
[ |
@  Visyuennbic nonysumm 0.01 0.05 0.10 0.15 0.20 0.25 0.30 0.35 0.40 0.45 0.50 0.55 0.60 0.65 0.70 0.75 0.80 0.85 0.90 0.95

60° 80° 100° 120°

Puc. 2. Kaprel pacnipoctpanenust IHK-mapkepoB HERC2 rs2238289 A (a) u SLC45A42_rs35407_G (6) B MeTanomyJsiLiusIX
Poccun u conpenenbHbIX CTpaH.

TEHETUKA  Ttom 57 Ne 12 2021



1368 BAJTAHOBCKAZ u np.

20° 40°  60° 80°100°120°140°  160° 180°
0 300 600 km I?
e — '
a TR63 rs6804480 T .
y 60°
&
50 g
S
BAPEHIEBO §
MOPE =
MOPE o 5
JAITEBBIX S
2
o~
OXOTCKOE MOPE 50°
Ploccusa '
40° g
min = 0.13
max = 0.56
Hpam 400
P avr = 0.30
alerepm S-Sy
o X Mo 01151
30°
[ T T T
@ Vsyucuubic nomymiumm 0.01 0.05 0.10 0.15 0.20 0.25 0.30 0.35 0.40 0.45 0.50 0.55 0.60 0.65 0.70 0.75 0.80 0.85 0.90 0.95
60° 80° 100° 120°
20° 40°  60° 80°100°120°140°  160° 180°
0 300 600 kM I?
e —
0 MCIR_rs1805007 T &
y 60°
§
50° < P 2
BANTHITCKOE L e g
Q =
Ptfa S Qg ¢ L@y MOPE :
ez A JAITEBBIX E
w5 ,’ 7 = 5 0>
Y i 1
o~
OXOTCKOE MOPE 50°
Poccus '
40° g
mo &
S
s
8 &
§
N L { max = 0.13
Hpan 39 A 40°
TypkncHi 5 4 4 avr = 0.02
30°
[ T T T
@ Visyucnmbic nomymsin 0.01 0.05 0.10 0.15 0.20 0.25 0.30 0.35 0.40 0.45 0.50 0.55 0.60 0.65 0.70 0.75 0.80 0.85 0.90 0.95

60° 80° 100° 120°

Puc. 3. Kaptsi pacripocrpanenus JJHK-mapkepoB TP63 rs6804480 T (a) u MCIR _rs1805007 T (6) B Metanonynsiuusix Poc-
CHUU U COTPEIeNIbHBIX CTPaH.

TEHETUKA Ttom 57 Ne 12 2021



TEHOTEOTPA®UYECKUWH ATJIAC JHK-MAPKEPOB

MPENbIAYIIUX, YTO Mbl €€ He TIPUBOJIUM, TEM OoJiee
YTO MOYTHU TTOJTHOE CXOJACTBO PaCIIPOCTPAHEHUS BCEX
tpex AHK-MapkepoB nonrsepxaaet Tabdi. 2.

Yereeptoiit  JIHK-mapkep rena  HERC2,
HERC?2 rs2238289 A (puc. 2,a), BOLIEOIINIA B YUCIIO
ceMU HarboJiee BaXKHBIX TeHOB ITMTMEHTAIINH, TIO PSI-
Iy TTapaMeTpoB cBoeoOpa3eH. Bkiiag ero B murMeHTa-
LU0 HECKOJIbKO MEHbIlIe, HO OH BXOAUT B nmaHenab HI-
rusPlex (Tabim. 2) 1 B OT/IMYME OT TPEX BBIIIEPACCMOT-
PEHHBIX MapKepoB 3TOro TeHa OTBeYaeT TOJbKO 3a
ocsemieHue Bosoc (Cy = 0.40). Takke B 2 paza Huxe
pa3Max UBMEHYMBOCTHU ero 4acToThI (56 <g<100%) u B
5 pa3 MeHBIIIe ero MEXITOIYJISILIMOHHOE pa3HOOOpasue
(Ggr = 0.089). Kapra ero pacnpoctpaHeHust (puc. 2,a)
oTpaxkaeT 3TU pa3INJus: B Heil HeT TaKoro OyiicTBa
IIBETa, KaK Ha puc. 1: oHa oKpalreHa B KpacHOBaThbIe
1[BeTa BBICOKMX YacTOT, yKa3bIBalolllle Ha MOBCe-
MecTHoe pacmpocTpaHeHue 3toro JIHK-mapkepa,
OTBEYAIOIIIEeTO 32 OCBETIEHUE BoJIoC. B 11e710M Ha KapTe
coXpaHsIeTCsl OOLIUi IJIsT BCEX MapKepoB, CBSI3aHHBIX
CO CBETJION MUTMEHTAIVE, TPaTUEHT YaCTOTHI YBEIH-
YeHUs ee ¢ BOCTOKa Ha 3aran. Ho B pacripocTpaHeHUN
atoro AHK-mapkepa ectb cBou ocodeHHocTr. Hampu-
Mep, MUHUMalbHast yactota HERC2 rs2238289 A xa-
pakTepHa 1J1s TYHTYCcoB (g = 56%, momynsiiyst Ne 3),
B TO BpeMsI KakK y Apyrux HaponoB JansHero Boctoka
JacToTa HeCKOJIbKO BhIIIe: Ha KamyaTtke ¢ = 64%, Ha
Amype g = 68%. XoTs1 HaOIIOgAeTCS TOT XKe TPagUueHT
YBEJIMYECHUSI 4YacCTOThl MapKepa OT IIPUYpPaTbCKHUX
duHHOB (¢ = 86%) K 3ammanHbM (¢ = 100%), HO cpenn
TTOMYJISTIIAIT BOCTOYHBIX CJIABSH HAMOOJbIAs YacTO-
Ta ipuxoautcs Ha Pycckuit CeBep (¢ = 97%, norry-
Jaums Ne 13).

Kapta pacnpoctpanenuss SLC45A42 rs35407 G
(puc. 2,0) Ha TIepBbIi B3I ITOX0Xa Ha KapThl puC. 1:
CXOJICTBO BO3HUKAET M3-3a CTOJIb XK€ BbICOKOI M3MEH-
YUBOCTH 3TOT0 Mapkepa — 1 9acToThl (12 < g < 100%), n
MEXTOMYJISIUUOHHOTO pa3dHooOpasus (Ggr = 0.45).
Arot JJHK-Mapkep oka3pIBaeT BIUSHNE HAa BCE TPH
MpU3HaKa TMUTMEHTAllMU: U Ha OCBETJIEHHE BOJIOC
(Cy = 0.40), u Ha ocBemieHue a3 (Cg = 0.20), u gaxe
HeboJIbIIoe BIMsSHUE Ha phLKUHY Bosioc (Cyr = 0.02).
Ho nipm o61mem cxoncTBe ¢ KaptamMu puc. 1 pacrpo-
crpanenue SLC45A2 rs35407 G (puc. 2,06) obHapy-
KMBaeT JIOOOMBITHBIE OTANYMsL. Bo-miepBbIX, HAOJII0-
JIaeTcs 0oJiee pe3KUii mepexon OT HU3KMX 3HaUCHUI
YacTOThI K BBLICOKUM. O61acTh MUHUMAJIBHBIX 3HAUE-
Huit (12 < ¢ £27%) npocTupaercs BIUIOTh OO0 AJiTae-
Cagn. Ilepexon K 3HaYeHUSIM BBIIIIE CPESAHETO HAYN -
HaeTcs auilb B KazaxcraHe. [ToBblllIeHHbIE YaCTOTHI
Terephb 3aXBaThIBAIOT Haxke TamkuKucTaH (¢ = 68%).
OO6JiacTh BBICOKMX 3HAYEHUM YacTOThI OXBAaTbIBAE€T
3mech He TonbKo [1puypanse (77 <g<83%), HO 1 06-
ckux yrpoB (¢ = 74%). Ho Hanboiree sipko cBoeoGpa-
3ne storo JIHK-mapkepa nmpossisieTcst Ha KaBka3ze:
€CJIM Ha KapTax puc. 1 KaBKa3CKue 4acTOThI Kojieba-
JIICh oKoJio ¢ = 30%, To Ha KapTe puc. 2,60 OHU TOCTH-
raiot ¢ = 90%. O6patnM ocoboe BHUMaHWE 1 Ha BBI-
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COKYIO 9acToTy (¢ = 93%) y KOMU-TIepMSIKOB (TIOITy-
Jsiist Ne 21): ecin Ha KapTax pyc. 1 oHa Haxoauiach
B IMAITa30HE MEXAY YaCTOTAMH y MapUMIIeB 1 dyBa-
IIeiA, TO TeTieph TTepelilia B KjacTep HaOOJbIITX 3Ha-
yenuit (91 < g < 100%), oxBaThIBAIOIIWIA TTOITYJISLII
Mopnosuu (Ne 18), 3anagHbIx (GMHHOSI3BIYHBIX TTOITY-
JIAIIAIA M BOCTOYHBIX CJIaBSH, TOCTUTas MaKCUMyMa Ha
Pycckom Ceepe (Ne 13).

OcobenHocth KapT asyx JHK-mapkepoB, pac-
MIpOCTpaHeHWe KOTOPBIX IIPEACTaBIeHO Ha pHUC. 3,
CBsI3aHa ¢ UX HU3KoM nu3aMeHuYuBOCcThIO (0.03 < Gy <
< 0.05). OnHako uX BKJIaA B TeHETUYECKUI KOHTPOJIb
MUTMeHTAUUU 3HauuTeneH (s reHa TP63 C = 0.56;
mass MCIR C = 0.61), mosToMy JeTaabHO PacCMOT-
PUM KapThl X PacIipOCTpaHEHUSI.

JOHK-mapkep TP63 rs6804480 T (puc. 3,a) oka-
3bIBaeT BIUSIHUE U Ha ocBeTieHue Bosioc (Cy = 0.44),
u Ha ocBeTiieHue a3 (Cg = 0.12). Pasmax nuameH4u-
BocTH ero yactot (13 <¢<56%), Bcero B 2 paza MeHb-
e, yeM SLC4542 rs35407 G (puc. 2,6), HO MEXITO-
MyJITIIUOHHAs U3MEHYMBOCTh Ggr HIKe ToutH B 10
pa3, 4To OTpaXkeHo Ha Kapte (puc. 3,a) B CLNIAXKEHHOM
reHeTuyeckoM penbede. Ho mpu 3TOM maTtTepHBbI
obeux KapT (puc. 3,a u 2,0) B ie10M cxoxu. Obpaiiia-
eT Ha ce0s BHUMaHME, 9TO0 KoMmu-mepmsku (Ne 21)
BHOBB BXOJISIT B KJIACTEP MOITYJISIIUIM C BBICOKMMU Ya-
CTOTaMM, TIPEBOCXOMIS IO YacCTOTEe W PYCCKUE TOIY-
JISIUWA, ¥ MOpHOBCcKMe. HesHauuTenbHBIE OTIWIMS
KapThl TeHa 7TP63 cBsI3aHbI, HAIIpUMep, C TEM, 4YTO
00J1aCTh MUHUMAJIbHBIX 3HAYEHU I TOCTUTAaeT OOCKUX
yrpoB; KaBkas u [1puypaibe BXomST B 06J1acTh Cpem-
HHUX, 2 He BBICOKUX 3HAYCHMIA 4acTOThl; a B TamKu-
KHUCTaHe, HAMPOTHB, OUYeHb BbICOKA 4YacTOTa 3TOTO
Mapkepa.

JAHK-mapkep MCIR rs1805007 _T (puc. 3,6) ne-
MOHCTpUPYET MaTTEepH KapT ¢ KpaliHe HU3KUMU 4Ya-
crotaMu U Manoit usmenunBocTthio (0 < g < 13%,
Ggr = 0.032). IIpu 3TOM ero reHeTUYeCKuii BKJIaa B
ocBeTiieHue BoJioc BenuK (Cy = 0.40), a BKJ1az B pbl-
JKUHY BOJIOC JOCTUTAeT MaKCUMAaJIbHON BEJIWYUHBI
(Cr =0.21). BunMo, UMEHHO TTO3TOMY OH BKJIIOUEH
B nmaHenb HIrusPlex-S (ta6i. 2). 'eHeTnueckuit pe-
Jbed KapThl BbIpaXKeH O4YeHb cj1a00. MOXHO JIMIIb
OTMETHTBh HEKOTOPOE TTOBBIIIICHNE YaCTOTHI MapKepa
Ha PycckoMm CeBepe, y kKapenr 1 Ha 3armagHoMm Kaska-
3e. SIBHBIM JIUAEPOM BHOBb BBICTYITAIOT KOMU-TIEP-
MSIKH, Y KOTOPBIX YaCTOTa 3TOTO MapKepa, CBI3aHHO-
IO C PBDKMHOI BOJIOC, JOCTUTaeT MaKCMMyMa M B
6 pas BhIllIE CpETHEN YACTOTHI KapThI.

PaccmotpeB cemp JITHK-mapkepoB ¢ Haubob-
IIUM BKJIAJOM B KOHTPOJb MUTMEHTALUU BOJOC U
I1a3, Mbl YBUJIEJIM BECh OCHOBHOM CMIEKTP MAaTTEPHOB
MPOCTPAHCTBEHHOM M3MeH4YMBOCTU (cM. [Tpuioxe-
Hue, puc. I1.1-I1.31): ot pe3ko BEIpa>keHHOT'O IeHe-
TUYECKOTO pebeda ¢ IPKO 0003HAUYCHHBIMHU 3aTiajl-
HBIM M BOCTOYHBLIM “HoOJjiIlocaMHu” IO KpaiiHe cIjia-
XeHHoro penbeda. I[Toatomy mist octanpHbix JJHK-
MapKepoB 13 Tab. 2 (C BKJIAAOM B OIMH U3 IIPU3HA-
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koB B uHTepBajie oT 0.3 mo 0.4) MOXHO IPUBECTU
JIMIIB KpaTKoe ONMucaHue KapT (HAaIIOMHUM, 4TO Ca-
MU KapThl IpuBeacHEI B [1puioxeHumn).

Kapmuwt pacnpocmpanenus [ HK-mapkepos
C eeHemu4ecKuM KOHmMpoaem ygema 21a3 u 6040C
om 0.4 0o 0.3

DEFS rs8051733 G (puc. I1.5), Bxondmuii B na-
Henmb HlIrisPlex-S, okaswpiBaeT BAMSTHME TOJIBKO Ha
ocsetmiieHue Bosioc (Cy = 0.39). Ilpu cpenHeii Benu-
yrHe nuana3oHa 4acTort (9 < ¢ <43%) oueHb MaJia ero
MEXITONYJIIMOHHass u3MeHYuBocTh (Ggp = 0.031).
ITosToMy Ha KapTe HeET Haxe CJIa0OBBIPAXKCHHOIO
rpagveHTa “BOCTOK—3anan’: MUHUMAJIbHbIE YacTO-
Thl TIpUXOAATCS Ha Hapoabl KamMuaTtku (KOpsiku u
YyK41) U Ha BOCTOYHBIX CJIaBsSIH (YKpauHIIEB U O6€J10-
pycoB), MakKcUMallbHble — Ha TYHIycoB JlanmbHero
Bocroka, Haponsl IOxHoit Cubupu, KOMU-TIEPMSI-
koB u Pycckmuit CeBep.

EDAR rs3827760 A (puc. I1.6) oka3sIBaeT Takoe
K€ BIMSIHME Ha ocBeTsieHue Bojioc (Cy = 0.38) u cina-
Oblit Bk1aa B pekuHy Cr = 0.02. Ho pa3Max usMeH4u-
BocTH (22 £ ¢ <£99%) 1 0COOEHHO MEXTIOMYJISIIITOHHAS
n3MeHYUBOCTD (Ggr = 0.54) orpomHbl. [TaTTepH KapThl
B 1LIEJIOM CXOX C ITpeACTaBICHHBIMU Ha puc. 1,a, 6 1 2,6.
I'pampieHT YacTOTH Ha KapTe BhIpaXkKeH YIUBUTEIBHO
sapko: Ha JampHeMm BocTtoke wyactora mMana (1< g <
< 12%), a yxxe HaunHas ¢ [Ipuypanbs u nanee Ha 3a-
nan JIHK-Mmapkep nocTuraetT MakKCMMalbHbINA 4acTO-
TH (90 < ¢ £99%). Ho He MeHee sIpKoit 0COGEHHO-
CcThIO pacnpoctpaHeHus storo JJHK-mapkepa, KkoH-
TPOJIMPYIOLIETO CBETJbIA 1IBET BOJOC, SIBISIOTCS
MakKcuMabHble YacToThl Ha KaBkase (93 < ¢ < 99%)
u B Tamxukucrtane (¢ = 97%). I1pu sTom B Kazaxcra-
He ero yactoTa B 2 pa3a Huxe (¢ = 49%), a B FOxHoit
Cubupu nagaet etie B 2 pasa (¢ = 22%).

SPATA33 rs71396951 C (puc. I1.28) cxox ¢
JHK-mapkepom MCIR rs1805007 T (puc. 3,6) He
TOJIBKO KpailHE HU3KMMMU YaCTOTaMU U MAION U3MEH-
yuBocThio (0 < g < 13%, Ggp = 0.032), HO 1 TeHeTUYe-
CKHM BKJIaJIOM Kak B ocBeTieHue Bojoc (Cy = 0.33),
TaK ¥ BTOPBIM 110 3HAYMMOCTH BKJIAJIOM B UX PBIKUHY
(Cg = 0.13). KapTbl ux pacnpocTpaHEeHUsI OUECHb MO~
XOKW: OUeHB CJTA0BIN TpaINeHT YBEIUICHUS YaCTOTHI
¢ JlanmpHero BocToka Ha 3amazn, HO caMble BBICOKHE
4acTOThbl BHOBb IMPUXOJSITCS HA KOMU-TIEPMSIKOB.

SLC45A2 rs28777 A (puc. I1.26) oGnamaetr TeM
>Ke TaTTepHoM, Kak u apyroit JIHK-mapxkep atoro re-
Ha (puc. 2,a), IpU CTOJIb XK€ BEICOKOM NU3MEHUYNBOCTU
(12 < ¢ <100%; Ggr = 0.433). XoTs ero BKJIAI B TINT-
MEHTAlMIO 3aMETHO HUKE 3a CUET MEHBIIIETO BJIMSI-
HUS Ha LIBET IJ1a3, HO U OH OKa3bIBaeT BJIUSIHUE Ha BCE
TPM aHAJIU3UPYEMbIX TPU3HAKA: Y Ha OCBETJIEHUE BO-
Joc (Cy = 0.32), u Ha ocBemieHue mia3 (Cg = 0.08), u
Ha ppiKUHY Bojioc (Cyr = 0.05). KapTel pacnpocTpa-
HEHUs 000X ajiiesieil OUeHb CXOXU: Te Xe 3aKOHO-
MEPHOCTH MPU HEOOBIIIOM Pa3IniUn YacToT.

BAJTAHOBCKA{ wu np.

RALY rs6059655 A (puc. I1.20) oka3sIBaeT Takoe
K€ BIUsiHUE Ha ocBeTyieHue BoJioc (Cy = 0.32), kak 1
MpeAbIIyIINi MapKep, HO ero TeHeTUJeCKUil pesibed
OTJINYAETCSl KapIMHAILHO: 3TU ABa MapKepa IpencTaB-
JISTIOT cO0OI1 ABa TI0JII0ca TTATTEPHOB — MaKCUMAaTLHOM
¥ MUHMMAaJIbHOU n3MeHuYuBocTU. Ho gaxe mpu cTosb
HU3Kol BapuadenbHocTu RALY rs6059655 A (0 < g <
< 8%; Ggr = 0.02) Ha ero KapTe BCe XKe €CTh IPaMeHT
Bo3pacTaHusl 4acToThl oT JanbHero BocToka K eBpo-
neiickoit yactu Poccuu. Ilpu 3TOM MakcuMaibHbIe
YacTOThl TIPUXOASATCS KakK Ha BOCTOYHBIX CJIaBSH
(pycckux, yKpauHIIeB, O€JIOpyCcoOB), TaK U Ha TamKu-
KHUCTaH.

LOC100996492 rs12915889 T (puc. I1.14) BHOBB
BJIUSIET TOJIbKO Ha ocBemieHue Bojioc (Cy = 0.31).
HecMoTpst Ha TO 4TO €ro 4acTOTHI KOJIEOIIOTCSI OKOJIO
0.6, MEXITOMYISALMOHHAS U3MEHYMBOCTh OY€Hb MaJjia
(Ggr = 0.03). CBoeobOpa3ue reHeTuYecKoro peabeda
€ro KapThl MPOSIBJISIETCS B MOBBIIIEHUN YaCTOThI HE
TonbKo Ha 3amane CeBepHoii EBpa3nu, HO 1 Ha BO-
ctoke (y TyHrycoB HanpHero Boctoka), m Ha 1ore
(MOHTOJIBI).

RUNX2 rs2820339 G (puc. I1.23) BTOpUT 110 OCHOB-
HBIM TIOKa3aTe/IsiIM MPeAbIIyIIEMY MapKepy: OH TakKe
CBSI3aH TOJIBKO ¢ ocBeTieHueM Bojioc (Cy = 0.31), ya-
CTOTHI KOJIeOMI0TCSI 0KOJI0 0.7, MEXITOIYJISIIMOHHAas
U3MEHUYUBOCTh CTOJb Xe Mana (Ggr = 0.02). Ho ero
MPOCTPAHCTBEHHOE pacnpeaeieHue pe3Ko oTanJyaeT-
cs1 oT Beex octanbHBIX JIHK-MapkepoB murMeHTalINg:
MaKCHUMaJbHbIE YaCTOThI COCPEIOTOYEHBI Ha BOCTOKE
(74 £ g £ 86%) v Ha 10Te (MOHTOJIBI, ANTANIIEl; 74 < g <
< 82%) CesepHoii EBpasun. B To Bpems kak B EBporie
HanOoJIbIINE 3HAYCHUST 0OHAPYKUBAIOTCS JIMIIb y Ma-
KeIOHLIEB ¥ KOMU-TIEPMSIKOB (72 < g < 73%). Takoe ke
HeCcTaHJIapTHOE pacIlipelieIeHUe — C MAKCUMYMOM Ha
BOCTOKE 1 MUHMMYMOM Ha 3arajie IeMOHCTPUPYET Kap-
Ta enie onHoro reHa — OCA2 152871886 C (puc. I1.18).
OH wuMmeeT HEOOJbIION TIOJOXMUTENbHBINA BKIad
(Tabn. 3) B ocBetneHue BoJioc (Cy = 0.14) u cnalwblii
BKJIaJ B TEMHbIE OTTeHKHU 1BeTa mia3 (Cp = —0.02).
OnHako, HECMOTPSI Ha BBICOKYIO YaCTOTY Ha BOCTOKE
U TMIOJIOXKUTEbHBIN BKJIaJ B CBETJIbIE OTTEHKU BOJIOC,
HU OJHOMY 13 00pa3lioB Ha BocToke EBpa3uu, obma-
nmarommx 3tumu JIHK-Mapkepamu, He Obutn mpen-
CKa3aHbl CBETJIbIE BOJIOCHI. DTO O3HAYAET, YTO HA BO-
CTOKE TPU TeHETUYECKOM OMpeaeeHU! LIBeTa BOJIOC
oompimii Bec umerot apyrue JHK-mapkepsr. Bungu-
Mo, 3tn nBa JHK-mapkepa yaydmiaioT npeauKinio
CBETJIBIX BOJIOC Ha 3amajie, Mpyu 3TOM MPaKTUYeCKU He
BJIMSISI Ha TIPEAMKIIMIO 1IBETa BOJIOC HAa BOCTOKE apealia.

GLBI1 rs72856153 T (puc. I1.8) ornunyaercst ot
oonmpmmHcTBa npyrux JHK-mapkepos anbrepHa-
TUBHBIM TE€HETHYECKUM KOHTPOJIEM ITMTMEHTAIINU
BOJIOC U I1a3: ocBeTiieHue uBeta a3 (Cg = 0.28), Ho
noteMHeHue 1Beta Bosoc (Cy = —0.12). [1pu 3TOM XO-
pOIII0 BBIpAaXXEHBI W MEXIIOMYJISIIIMOHHAS M3MEHYM-
BocTb (Ggr = 0.12), U reHeTHyecKuii pesnbed: MUHU-
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MaJIbHBIE YaCTOTBI HAa BOCTOKe M 1ore (46 < g < 66%),
MaKCHMaJIbHBIE Y BCEX BOCTOUHBIX C/IaBsH, B Mopoo-
BHH U Y 3alagHbIX (GUHHO-YTPoB (90 < ¢ <93%), npu-
4yeM 00J1aCTh BEICOKMX YaCTOT ITOJIHOCTHIO 3aXBAThHIBACT
1 Bech KaBkas (81 < ¢ < 88%).

Kapmut pacnpocmpanenus JTHK-mapkepoe
€ He0OAbUWIUM 2eHeMU1ecKUM KOHmMpoaem
usema eaa3 u eonoc (C < 0.3)

XapakTepuCTUKMU KapT pacIpoCTpaHEHUSI OCTaIb-
HbIX 16 JIHK-MapKepoB ¢ MEHBIIINM BKJIAJIOM B TeHE-
TUYECKUI KOHTPOJb MUTMEHTAIIMU AaHbl B TabO. 3.
He Bxons B onuvcaHue KaKaoi KapThl, yKaXkeM Ipu-
HaJIJIEXKHOCTD K YK€ OIMUCAHHBIM TaTTepHaM pacipo-
CTpaHeHHus B TOMyJsiiusx Poccum u comnpenenbHbIX
CTpaH U PacCMOTPUM TOJIBKO HauboJiee SIpKue OT-
KIJIOHEHUS OT 3TUX MAaTTEPHOB.

INaTTepH OrpoMHOro IMarna3oHa 4acToT, OTpakKeH-
HBII Ha pUC. 2,0, eIie sipue BhIpaskeH Ha KapTe pacIpo-
crpanenus JIHK-mapkepa SLC24A5 rs1426654 A
(puc. I1.25): npu Mmunumyme Ha HanbHeMm BocToke
(5 £¢<9%) makcumaabHbIe 9acTOTHI (95 < ¢ < 100%)
OXBaTBIBAIOT HE TONBKO BCIo Bocrtouno-EBpomeii-
CKYIO paBHMHY, HO U Bech KaBKa3, BOJTHOII BHICOKMX
YacTOT 3aXBaThIBast 0OCKUX yrpoB (¢ = 76%) Ha ceBe-
pe u TamkukucTaH Ha ore (¢ = 92%). Apyrune JHK-
Mapkepbl — SLC24A4 rs12588868 T (puc. 11.24) n
HERC?2 rs7494942 G (puc.I1.11) — neMOHCTpUDPYIOT
y>Xe HaMHOTO 06oJee CIaXeHHBIN TeHeTHIeCKUM pe-
JIbed KapThl, HO 3alladHbIiA 1 BOCTOYHBIN “mojoca”
COXpaHSIOT CBOM apeaibl. Ha ocTaqbHBIX KapTaxX C
OYeHb HU3KON MEXITOIMYISIIMOHHON W3MEHYUBO-
CThIO TaKXXe OOHapy>KMBAIOTCSI 3TU JBa IMOJIOCA, HO
apeajilbl X OYeHb Pa3MBITBI — HACTOJIBKO, YTO Ha
kapte FANCA rs75570604 C (puc. I1.7) ¢ MamsiM
nuarna3zoHoM 4JactoThl (0 < g < 13%) yxXe mpakTude-
CKHM MICYE3al0T.

MHorue uX 3TUX KapT AEMOHCTPUPYIOT JI1000-
MBITHBbIE OTKJIOHEHUSI OT 001Iero narrepHa. Hampu-
Mep, Ha Kapte TYR rs1042602 A (puc. 11.30) mipu
BBIDAKEHHOM MEXITOMYJISILIMOHHOU W3MEHYUBOCTU
(Ggr = 0.12) 1 IpU YETKOM TpagUeHTE POCTa YACTOThI
“BOoCTOK—3aman” MakKCHUMajJbHbIE 4YacTOTHI SIPKO
MPOSBIAIOTCS TOJbKO Ha KaBkase (43 <¢g<48%). Ha
kapre JIHK-Mapkepa C19rf45 rs685034 C (puc. I1.3),
OTJINYAIOIIEroCsl CaMOU HU3KOM MEXIOIMyISIIIUOH-
HOIi u3MeH4YuBOCThIO (Ggr = 0.02), “3ananHblii No-
JIToc” BHOBb HauOoJiee sSIpKo IposiBisieTcs Ha KaBkaze
(61 < g <70%). I1pr 5TOM MaKCHMMAaJTBHBIN BCIDIECK Ya-
cToThl (¢ = 77%) HEOXUIAHHO TIPUXOMWTCS Ha IIeH-
TpanbHyI0 yactb CeBepHoli EBpa3uy — Ha 0OCKUX Yr-
poB. Ha npyroii kapre (ANKRDII rs3114908 T,
puc. I1.2), HampoTUB, UMEHHO HA OOCKMX YTPOB ITPH-
XOISTCS MUHUMAaJIbHBIE 3HaueHus (¢ = 17%), a Mak-
cuMyMHI (35 < g <£48%) pazdbpocaHbl TeorpadyecKu
XaOTUYHO, MPUXOJISICh HE TOJIBKO Ha 3amaaHbIX (hUH-
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HO-YI'POB, pyCCKUE U MOPAOBCKHE MOMYJISLIMU, HO U
Ha IOxHyto Cubups, u Ha HanbHuii BocTok.

Ha xapte CACNA2D3 rs11283625 A (puc. 11.4)
00J1acTh MaKCHMMaJIbHBIX YaCTOT CBOEOOpPa3HO OXBa-
ThIBaeT 3allaJHOM Iyroil Mmomyisuuu ot Pycckoro
Cesepa no Bocrounoro Kaskaza, ocrasisst [ToBoi-
xbe u [Ipuypanbe B o0i1acTi 60jiee HU3KMX YacTOT. A
Ha Kaprte 1534191540 T (puc. I1.22), neMOHCTpUPYIO-
el 3HAaYMTEJIbHOe TE€HETHMYECKOoe pa3HooOpasue
(19< ¢ £100%; Ggr = 0.18), 30Ha BBHICOKUX YacCTOT,
nmocrturamoiias Mmakcumyma (¢ = 100%) B I1puypaibe
u Ha BocrouHom KaBkaze, 3axoouT 3a Ypajl, BKIIO-
yag B ce0sl HE TOJIBKO OOCKUX yrpoB (g = 68%), HO He-
OXMIAHHO MOABISIACH naxe Ha Kamuartke (¢ = 69%).
Tak 4TO mII MUHMMAJbHBIX 3HAYCHUIA OCTaeTCs
TOJIBKO FOTO-BOCTOUYHEII apeall — oT Amypa (¢ = 19%)
10 Mounronuu (g = 27%).

leoepaghuueckoe pacnpedeserue uyecmeumenbHOCMU
npedukyuu yeema 2aa3 u 8010¢

YyBCTBUTEIBHOCTh IIPEAUKIIMU  OIIPEIeISIeTCS
KaK OTHOIIIEHME YKrciia 00pa31ioB, KOTOPBIM I10 T€HO-
TUMY ObLT MpeacKa3aH ONpeaesieHHbI (heHOTUI (1
KOTOpbIC AECMCTBUTEIBHO UM 00JIamaloT), K OOIIeMy
YUCIIy UHAWBUAOB ¢ JaHHBIM (peHoTUnoM. ITocKoib-
Ky IJIsl 3TOTO Hago UMETh He ToJibko oopa3ibl JJHK,
HO 1 KauyeCTBEHHBIE LIBETHBIE (hoTOrpadumu IpeIcTa-
BUTEJIE KOpeHHOro HacejgeHus1 Poccum, BeIOOpKa
JUIST aHaJW3a YYBCTBUTEJILHOCTU MEHBIIE, YeM s
OCHOBHOI YaCTH aTJIaca: OHa BKJIIOYIA 11 pernoHaib-
HbIX HOMYJISILUIA, JJIs1 KaXKI0M U3 KOTOPBIX paCCUMTAHbBI
rokKasare/ii YyBCTBUTEIbHOCTU (11 OWMHAPHBIX IMPpU-
3HAKOB OHM XapaKTepHU3YIOT U CIIe(PUIHOCTD AJIbTEP-
HaTuBHOTO (heHoTumna). Illects KapT (4YyBCTBUTEIBHO-
CTU NPEIUKIIUHU IIECTU (DEHOTUIIOB) IIPEACTABICHbI B
IMpunoxenun (puc. I1.32—I1.34). Ha puc. 4 npuse-
JIEHbI ABE M3 IIEeCTU KapT — IJIs1 YyBCTBUTEIBHOCTU
MPEIUKIIMY TEMHBIX I71a3 1 TEMHBIX BOJIOC, TTOCKOIb-
Ky 3TU (peHOTUIIHI (B OTJIMYKE OT CBETJION IIMTMEHTA~
LII1) pacIpOCTpaHEHbI IIOBCEMECTHO.

YyBCTBUTEILHOCTh MPEAUKIIMA MPU3HAKA “TeM-
HBII 1BeT m1a3” (puc. 4,a) 04eHb BBICOKA, COCTABIISIS
B cpenHeM 1o 96% (mo kaprorpadupoBaHHBIM 3Ha-
yeHUsIM — 98% ). MUHMMaITbHBIC 3HAYCHUS TIPUXOISIT-
cs Ha TIONYJISALMN pycckux u Mopmosuu (p = 76%).
HemHormm BhIlIe TIOKa3aTedb y TIOPOK Ilpuypanbs
(p = 89%) u mapwmiitieB (p = 93%). B ocTaabHBIX pe-
TMOHAIBHBIX TTOMYJISIIIASIX YYBCTBUTEIBHOCTh MaK-
cUMaJibHO BbIcoKka: 98 < p < 100%.

YyBCTBUTEILHOCTD TIPEINKIINY TIpU3HAKa “TeM-
HBI 1BeT Bojioc” (puc. 4,0) HEHAMHOTO HIDKE: B
cpeaHeM 1o nomnynsuusaM 88% (o kaprorpadupo-
BaHHBIM 3HAYeHUSIM — 92%). MUHUMATbHBIE 3HaYe-
HUsI BHOBb NPUXOMATCS Ha TOIYJISIIIUA PYCCKUX M
Mopnosuu (p = 69%), HO TaKKe Y Ha KOMU-TIEPMSI -
KoB (p = 70%). Heckombko cHmkeH (82 < p < 89%)
ToKa3arejib BHOBb Y TIOPOK [lpmypanbs u y Mapuii-
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Puc. 4. KapTbl peroHaIbHON YyBCTBUTEILHOCTHU MPEAMKIIMY TTPU3HAKOB “TeMHBIN LIBET ia3” (a) U “TeMHbIiA LIBET Bojioc” (0).
TMpenukius mpoBeneHa mo Beeit coBokymHocTn JIHK-MapkepoB st Kaxknoii pernoHaIbHOM TOITYJISIIIUN C U3BECTHBIMU (e-
Hotumnamu. B craructuueckoii iereHae K — uncio peruoHajIbHbIX MOMYJISLUI ¢ U3BECTHBIMM (heHOTUITaMU; min, max, avr — My~
HUMaJIbHOE, MaKCUMaJIbHOE U CpefaHee 3HaYeHUST KapTorpadMpoBaHHBIX (CMOAEIMPOBAHHBIX) YACTOT IMTPU3HAKOB; BHICOKUE

3HAYEHMST YaCTOThI 0003HAYEHBI KpaCHO-KOPUYHEBbIMM TOHaAMU, HIKaJIa IMEPEXOA0B IPUBCIACHA B JICTCHIC 1101 Kap’roﬁ; Hn3y-
YEHHBbIC NOIMYJIALIMH 0003HaYeHbI YEPHbBIMU KPY>XKKaMM.
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LIeB, HO TaKXe y 3amamHbIX (GMHHO-YIPOB U Ha 3a-
magHoM KaBkasze. B ocTajibHBIX MeTaroOMyJIsIIHsIX
YyBCTBUTEJILHOCTH BhIcoKa: 93 < p < 100%.

YyBCTBUTENBHOCTD MPEAUKIINN “OTCYTCTBUE PhI-
JKMHBI BOJIOC” HMMEET OYe€Hb CXONHBIM IMaTTEpPH: B
cpenHeM 1o normynsinusM 84% (o kaprorpadupo-
BaHHBIM 3HaYeHUsIM — 87%). MUHUMaIbHbIE 3Ha4Ye-
HUS TIPUXOIATCS BHOBb HA KOMU-TIEPMSIKOB (p = 60%)
U Ha TIOITYJISILIMKM pyccKuX 1 Mopnosum (p = 67%). He-
ckobko cHIKeH (71 < p < 85%) nokasartesib BHOBB Y
Tiopok IIpuypanbsa, Mapwuii 91 n Ha Bcem KaBkase. B
OCTJIbHBIX METATIOMYJISILIMSX YyBCTBUTEJIbHOCTD BbI-
coka: 90 < p < 100%.

PaccMmoTpeHure KapT 4yBCTBUTEJIBHOCTU TIPEIUK-
LIMM 1LIBETa IJIa3 ¥ BOJIOC YKa3bIBaeT, MpexXae BCEro,
Ha BbICOKUI1 ypOBEHb F€HETUUECKOTO KOHTPOJIS TTUT-
MEHTalUud IMpPU MCIOJIb30BAaHWM CO3NAHHOU HaMM
nanenu 31 IHK-mapkepa. Ho Takske OH BBISIBIISIET T€
PETrUOHbI, IS KOTOPBIX XapaKTepeH cBOeoOpa3Hblit
T€HETUYECKUI KOMIUIEKC KOHTPOJISI MUTMEHTALUN —
9TO KOMU-TIEPMSIKY, Hapoabl KaBkaza u HeoXuaaH-
HO BBISIBUBILIMICSI PETMOH PYCCKUX TMOMYJISAUMA U
MopnoBuu. B oTHOILIEHHM YTPOB, K COXKaJIEHUIO, ITO-
Ka HEeT 0CTaTOYHOU MH(OopMalInH.

PaccmoTrpeHue Bceil COBOKYITHOCTHM KapT aTjaca
MO3BOJISIET BBIIEIUTD PSIT OOIINX 3aKOHOMEPHOCTE.
OCHOBHOI U3 HUX SIBJISIETCSI UBMEHEHME YaCcTOT B Ha-
MpaBJIeHUU “BOCTOK—3amaja”’. DTOT MaTTepH MOXKET
MIPOSIBIISITHCS SIpYE WJIN cllabee, HO IIPUCYTCTBYET MO~
YTH Ha Bcex KapTax. JAapom “BocToyHOro mosoca”
MMPaKTUYECKHN BCETaa BBICTYIIAIOT ITOIYJISIuuU Jaab-
Hero BocToka, K KOTOPBIM OOBIYHO MPUCOSIUHSIIOTCS
nonyassuuu LlenTpanbHoiT A3, HO B 60Jiee ocab-
JICHHOM BapuaHTe. Slgpom “3amamHoro Ioiroca”,
KaK IIpaBWJIO, BBEICTYIAIOT MOIYJISILIAM BCEX BOCTOU-
HBIX CJIaBsIH (PYCCKUX, YKpauWHIIEB, O€JI0PYyCOB), 3a-
MagHBIX (PMHHO-YITPOB YU MOPABLI. OXUIaeMO, 4YTO K
3araay Bo3pacTaioT OOBIYHO YaCTOTHI aJljIelIsl, OIpe-
JIEJISIIOIIEro CBETIIYIO TIMIMEHTAIUIO T71a3 W/UJIU BO-
JIOC, HO BBISIBJIEHBI M IBa Cjlydas, KOrga 4acToTa
“cBeTJIoro” ajuiesisi Bo3pacTajia K BOCTOKY.

BTopoii yepToii, BBISIBICHHOU B pe3yJibTaTe Kap-
TOorpadMuecKoro aHajim3a, SIBJISIETCS 0Cco00€e TTOJIOXKE-
Hue HacejieHus1 Kaskaza: no omHum JIHK-Mapkepam
OHO TTOJTHOCTBIO BXOIUT B “3amamHBbIi MOJIOC”, T10-
poii maxe npeobianas B HeM; 1o apyrum JJHK-map-
KepaM — PE3KO OTHAEJISIETCS OT “3amaaHoro” IoJoca.
Panee yxXe BbICKa3bIBaJIOCh MpeAroioxeHue [17], uyro
ts HaceneHusT KaBKa3a MOTyT OBITh XapaKTEpHBI OCO-
OeHHOCTU Habopa ajuieeil, KOHTPOJUPYIOIIUX MUT-
MEHTAaIMIo Bojoc U Ia3. K ToMy ke pa3Hble permno-
BBl KaBkaza MoryT pasmuyatbes: o omauM JHK-
Mapkepam HaceneHue KaBKaza BBICTYMAET €AMHBIM
0JIOKOM, II0 IPYIrMM — peTrMoHBI 3amagHoro, Bocrou-
Horo KaBkaza u 3akaBka3bsi 00J1a0al0T COOCTBEHHBIM
TeHETUYECKUM peJibehoM. DTO yKasbiBaeT Ha OIHO U3
BO3MOXKHBIX HaIIpaBJISHM 111 OyAYIIMX UCCIeA0Ba~
HU: U3y4eHHEe TEHETUIECKOTO KOHTPOJISI IMTMEHTa-
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oy HaceneHns KaBkasa TpebyeT He TOIBKO 0Cc000-
ro, HO 1 T depeHIIMPOBAaHHOTO aHAIMU3a.

CBoeo0Opa3Hoe MoJI0XKEeHUE Ha psifie KapT 3aHUMAaloT
TakKe JBe MOIMyIsSIuuu (UHHO-YTOPCKOro Mrupa — 00-
CKHU€ yIpbl U KOMU-TIEpMSIKU. B 11eJ10M yrpbl (XaHTBI U
MaHCH) 3aHUMAIOT YETKO BBIPAXXEHHYIO MPOMEXY-
TOUHYIO 30HY MEXIY IBYMS IMOJIOCaMU, 4YacTO €€ U
¢dopmupys. Ho Ha psine KapT OHU MPUCOEIUHSIIOTCS
K “3amagHoOMy TIOJIIOCY”, Ha APYTUX — K “BOCTOYHO-
My”, Ha TPETbUX — (POPMUPYIOT COOCTBEHHOE SIAPO
aKCTpeMaabHbIX 4acToT. [TocKoIbKY 00CKue yrpbl —
€IMHCTBEHHbIE B HaIllEM TMOMYJISLIMOHHOM MacCuBe
MPEACTaBUTENIM KOPEHHOTO HaceJeHUs1 3amnaaHou
Cubupu, BO3BMOXHO, 3TOT PETMOH 00J1a1aeT 0COObIM
COCTaBOM I'€HETMUYECKOTO KOHTPOJISI MUTMEHTALIUU U
TpedyeT oTAaeabHOro usydeHusi. Ho ecim ocoboe mo-
JIOXKEHUE YIpOB BIOJIHE 3aKOHOMEPHO, TO CBoeoOpa-
31e reHo¢oHIa KOMU-MEPMSIKOB HeoxuaaHHo. Ha
MHOTHMX KapTax OHU 3aHUMAalOT 0CO0O0€ IOJOXKEHUE
HE TOJIbKO Cpelu CBOUX reorpaduyeckux U JUHTBU-
CTMYECKUX COCEEN, HO U Cpeau BCEro MaccuBa Mo-
nynsuuit CeBepHoii EBpazuu.

Tpetweit 4depTOif, HEOXMIAHHO TIPOSIBUBIICIICS
IPY COBMECTHOM CTaTUCTUYECKOM U KapTorpaduye-
CKOM aHaJiu3e, SIBJISIETCS] OTCYTCTBYE BUAUMOM CBS3U
MEX]y YPOBHEM U3MEHUMBOCTHU aJljIejIsl U ero BKJla-
JIOM B IUTMEHTalMI0 (KO3(MOUILIMEHT KOppeasuuu
CnupmeHa p = 0.2 HEIOCTOBEPEH): CpeIU MapKEPOB,
BHOCSIIIIMX OCHOBHOI BKJ1aJ B opMUpoBaHue peHo-
TUIA, IPUCYTCTBYIOT KaK aJUIeId, YaCTOThI KOTOPBIX
PE3KO pas3anyvaloTCsl MeXAy MOMYJISUsIMU, TaK U Te,
YacTOThl KOTOPBIX paclpeaesieHbl Cper HapoloHa-
ceneHusi CeBepHoii EBpasuu 1ouyTd paBHOMEPHO.
AHajiornyHasi 3aKOHOMEPHOCTb HabII01aeTCs U Cpe-
JIM TEHOB, €J1a00 y4yacTBYIOIIMX B KOHTPOJIE TTMTMEH -
Talluu.

Mp&I Oj1arogapuM BceX JOHOPOB 00pa3oB, KOTO-
pble TIPUHUMAJIN y4acTHe B JTaHHOM MCCJIEJOBAaHUU.
Konnexkuusa ob6pasuos JJHK u aHTpomonornyeckmx
dororpaduii opu1a mpemocraBiecHa AHO “buobank
CesepHoii EBpazun”.

UccnegoBanne mnpoBeaeHO TIpu (PUHAHCOBOM
noanepxxke HayuHo-texHudeckoit rporpammbl Co-
1o3Horo rocymapcrsa “JIHK-umnenTudukanmsa” (re-
HOTMNUPOBaHUE, KapTorpadgupoBaHue, HallMcaHUe
TeKCTa CTaTbU) M lOCymapCTBEHHOIO 3adaHUs IS
Menuko-reHeTHYeCKOro HayqHoro 1HeHTpa (TomnyJisi-
LIMOHHO-TEHETUYECKUIA aHaInu3 MEXIOMyJsUOH-
HOI U3MEHYUBOCTH).

Bce nipolienypbl, BbITIOJTHEHHbBIE B UCCIEIOBAHUM
C YYaCTHUEM JIIOJIEi, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM UHCTUTYLMOHAILHOTO 1/WUJIN HALIUOHAIBHO-
ro KOMUTETa 110 UCCACA0BATEILCKOM 3TUKE U Xeb-
CUHKCKOM nexyapaiuu 1964 1. ¥ ee IOCIEayIOLIM
U3MEHEHUSIM UJIA COMTOCTABUMBIM HOPMAaM 3THKU.

OT Kaxmoro M3 BKJIIOYCHHBIX B HCCJIEIOBaHUE

YYaCTHUKOB OBIJIO IIOJIy4YeHO HH(POPMUPOBAHHOE
JTOOPOBOJIBHOE COIJIaCHE.
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ABTODBI 3aSIBJISIIOT, YTO Y HUX HET KOH(MJINKTA UH-
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Gene Geographic Atlas of DNA Markers Controlling the Color of Human Eyes and Hair
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The study of the genetic control of pigmentation has identified many DNA markers that affect the human eye
and hair color formation. The foreign panel of markers HlIrisPlex was developed based on the genetic diversity
of the population of Western Europe and had a slightly reduced accuracy in Russian populations. In contrast,
the domestic panel of markers, including 31 SNPs, was developed on Russian samples. This work studied the
distribution of these markers in the populations of Russia and neighboring countries. Each of the 31 markers
included in the national panel was genotyped in representatives of 22 populations, covering the main diversity
of the gene pools of Northern Eurasia, for a total sample of 1153 people. Based on the obtained allelic fre-
quencies, a cartographic atlas was created, which included maps of the distribution of 62 alleles, as well as
maps of the sensitivity of the phenotype prediction by genotype. Cartographic and statistical analysis revealed
three main patterns of the genetic landscape of pigmentation markers. First, the main pattern of most maps
is the frequency gradient in the east-west direction. In most cases (but there are exceptions), the allele fre-
quency that determines the light pigmentation of the eyes and hair increases to the west. Second, there is no
relationship between the value of the genetic contribution of the DNA marker to pigmentation and its inter-
population variability. Thirdly, the genetic peculiarity of the populations of the Caucasus and the Urals was
revealed, in which the frequencies of genetic markers of pigmentation are irreducible to either the “western”
or the “eastern” type. Prediction sensitivity maps of pigmentation also revealed the uniqueness of Russian
populations.

Keywords: gene geography, atlas, pigmentation, Northern Eurasia, DNA markers, prediction, maps.
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OINIPEAEJEHUNE XPOHOJIOI'MYECKOI'O BO3PACTA YEJIOBEKA
110 BUOJIOTUYECKNM OBPA3SIIAM HA OCHOBAHUUN AHAJIN3A
METNJINPOBAHUA CpG-AUHYKIIEOTUIOB
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Ha ocHoBanuu 6MonMHGOPMATUIECKOTO M CTATUCTUYEeCKOTO aHaun30B GEO-poeKToB 110 oIpeneieHUIo
noJiHoreHoMHoro npoduist metrnupoBaHus [JIHK denoBeka cpopmupoBaH nepeyeHb u3 41 CpG-auHyK-
JIEOTHU/IA C BLICOKUM MPOTHOCTUYECKUM TTOTSHIIMAIOM TS CO3MaHMs MOIeJIeH TTpeIcKa3aHus BO3pacTa uye-
JIOBEKa I10 6rosiorndyecknuM odpasiaM. OrpenesieH ypoBeHb MeTviinpoBanust st 1208 o6pa31ioB MHAVBY -
noB u3 Pecnybnuku benapych (275 — KpoBb, 466 — OyKKalbHbBII 3NIUTENNA, 467 — criepma), pacCUMTaHbI
K03 DULIMEHTHI KOppeassuuu R 1 TOCTPOEHbI MaTeMaTUYECKHE MOIEIN ONpeaeieHsI BO3pacTa YeJioBeKa.
CpenHee 3HaUCHNE TOYHOCTH IIPEICKa3aHUSI Bo3pacTa Mo oopasnaM KpoBH ¢ ucmoib3oBanueM 12 CpG-
IUHYKJICOTUIOB cOCTaBUiIO 3.4 roga (ist My>XuuH — 3.3, 1l XXeHIIUH — 3.5); 1o o0pa3iamM OyKKaJIbHOTO
SMUTENNS ¢ ucmoiab3oBanrueM 6 CpG-IrHyKIeoTUI0B — 4.6 Tofa (o1 My>X4uH — 4.5, 115 xkeH1uH — 4.7);
o o6pasiaM criepMbl ¢ ucrnojbzoBanueM 5 CpG-auHykineornnoB — 3.0 roma. [ToayyeHHbIE pe3yabTaThl
OyIyT MOJIOXKEHBI B OCHOBY TTpU pa3paboTKe KaTbKYISTOPOB Mpeacka3zaHus Bo3pacTa MHAMBHIA IO OMOJIO-
TMYECKUM CJIeaM JJIsl 9KCIePTOB-KPUMUHAIUCTOB.

Karouegoie cro6a: KpUMUHAIMCTYKA, ONpeeJIeHUE BO3pacTa, KpPOBb, OYKKAJIbHBII SMUTENUI, criepMa, Me-
tunupoBanue JJHK, human methylation 450K BeadChip.

B. A. Jlemem *, B. H. Kunenn" **, M. B. Bornanosa!, A. A. Bypakosa!, A. I. Byirak?,

DOI: 10.31857/S0016675821120092

OnpeneneHue Bo3pacTa yeJioBeKa 1o obpasluam
OGUOJIOTMYECKHX XKUAKOCTEM M (hparMeHTaM TKaHeil
WUTPAET BaXKHYIO POJIb B KPUMUHAIMCTUYECKOM TTpaK-
THKE: CIIOCOOCTBYET OrpaHUYEHMIO TTOMCKOB MpU
UIEHTU(PUKALIMN OCTAHKOB, CYXKEHUIO Kpyra Ioao-
3peBaeMbIX, TEM CaMbIM ITO3BOJISISI CAKOHOMUTH BpeMsl,
KOTOPOE 3a4acTyio SIBJISIETCS JUMUTUPYIOIIUM (aK-
TOPOM B TIpoliecce pacciiemoBaHus. B cBg3u co 3Ha-
YUMOCTBIO MPOOJIeMbl obecredeHnsT 0e30MacHOCTH
rpaxknaH Coro3Horo rocygapctsa (Pecnyonuka be-
nmapych u Poccuiickas Menepanus) pa3paboTka Me-
TOIUK OTIpeieJICHUSI BO3pacTa HECOMHEHHO aKTyallb-
Ha U BOoCcTpeboBaHa.

B HacTosiiiee BpeMsi B cyneOHO-MeAUIIMHCKOM
9KCHEPTHU3E IJIsI OLIEHKU BO3pacTa 4YejIoBeKa IIpruMe-
HSII0TCS MOP(OJIOrMUeCcKuit (xapaKTepucTuKa BHEII -
HMX OCOOCHHOCTEll 3y0OB MJIM 4YacTeil cCKejeTa) U
GUOXMMUYECKHI (BO3pacTaHUe paleMU3alluy acra-
pParMHOBOM KHUCJIOTHI B ACHTUHE IIPU CTAPSHUM) Me-

Toabl. OgHAKO OLIMOKA MPU HCIIOJb30BAHUU 3THUX
METOIOB N0BoIbHA BEIcoKa (3—10 yet). KpoMme Toro,
MMPYM MUHUMAJIBLHOM KOJIMYECTBE OHMOJOTMIECKOTO
MaTepuaia WJId BBICOKOW CTEeNeHU ero aerpagaiuu
WX TIpUMEHEHHE SIBISETCS 3aTPYTHUTEIBHBIM WIIN
HEBO3MOXHBIM. B Takux ciayJyasx He3aMeHMMBIMHU
CTaHOBSTCS METOJbl, B KOTOPBIX MaTpulleit 1jis1 uc-
CJIeIOBAaHUS BBICTYIIAeT HACIEICTBEHHBIN MaTepuas
KJIETKU.

CpaBHeHUE XapaKTEPUCTUK OCHOBHBIX MOJIEKY-
JIIPHO-T€HETUYECKUX TMOAXOHAOB IJIsI OTIpeaeaeHUs
BO3pacTa MUHAMBUIA MpeacTaBieHo Boo3ope A.Jl. 30-
JotapeHko u ap. [1]. Jdasg pemmeans KpUMUHAINCTH-
YeCKOM 3aauM MO OIpPeaeSICHUIO XPOHOJIOTMYECKOTO
BO3pacTa yejloBeKa Haubojiee BOCIPOM3BOAUMBIM,
JIMHEHO-3aBUCHUMBbIM, YYBCTBUTEJIbHBIM U CIIELIU-
(UIHBIM SIBJISIETCSI MOAXOM, OCHOBAHHbIII Ha BBISIB-
JieHuH ypoBHs MeTunrpoBaHus JJHK B KOHKpeTHBIX
CpG-nmunykiieorugax [2—4].
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CaMbIMHM paclpOCTpaHEHHBIMU OWOJIOTMYSCKU-
MU oOpas3liaMM KPUMUHAJIMCTUYECKOIO XapakTepa
SIBJISIIOTCS CIeABl KPOBU, OYKKAJIbHOIO SITUTEIUS U
cnepMbl. B Mupe npemioxkeHo 3HaYMTEIbHOE KO-
YeCTBO METOIMK OTNpelesIeHUsI Bo3pacTa MHIUBUIA
10 YPOBHIO IIPVKMU3HEHHON XUMWYECKOM MO~
kaumu JHK [5—19]. OmHako 3¢ deKTUBHOCTD IIpr-
MEHEHUsI yKa3aHHBbIX METOMWK [Jis OIpeAciacHUs
BO3pacTa IpeAcTaBuTeNIeii HaceaeHUsI peruoHoB Co-
I0O3HOTO TOCYyIapCcTBa He YCTAHOBIIEHA U TpeOyeT mpo-
paboOTKM, ITOCKOJIbKY OBIJIO MPOIEMOHCTPUPOBAHO,
4yTO YypoBeHb MeTunpoBanus CpG-IuHYKICOTUIOB
MOXET pa3indaThbCs B 3aBUCUMOCTH OT 3THOreorpa-
GHUUIECKOTO MPOUCXOXACHUS WHIMBUIOB M (paKToO-
poB okpyxkamwlieit cpensl [20, 21].

Lens naHHOI pabOTHI — OLIECHUTh TOYHOCTH IIpe/-
CcKa3aHMs BO3pacTa 4yeJIoBeKa C UCII0Ib30BaHNEeM Ma-
TeMaTUYECKMX MOJIeIel Ha OCHOBAaHMHU aHAJIM3a Me-
TunupoBaHusi CpG-aIUMHYKIIEOTUIOB B oOOpaslax
KpOBU, OYKKaJIbHOIO 3IUTEINS U CIIEPMbl MHINBU-
noB u3 Pecniyonmku bemapyce.

MATEPHAJIbI 1 METO/bI

buonoeuueckue obpaszysl. Matepuaaom IS UCCIIE-
JoBaHusl cayxwian ob6pasubsl JHK wHmuBugoB us
Pecnyonuku bemapycb. 3a60p BeHO3HOIT KpOBH B
npooupku BD Vacutainer K2E ocymectBiaen y 275
UHIUBUAOB (MYy:KYMHBI — 119, xeHIIUHBI — 156).
CpegHuii Bo3pacT J0OpOBOIbIIEB cocTaBua 57.3 *
+ 16.9 net (ot My>XXuuH — 58.4 £ 16.8 neT, 1151 KeH-
IMH — 56.4 + 17.0 1eT), mnana3oH — oT 18 10 93 moaHbIX
JeT. 3a00p OYKKaJIbHOTO 3MUTEIMS HA BaTHBIN TaM-
MOH-30H OCYILIECTBIEeH Yy 466 MHAUBUIOB (MYyXK-
gyuHBI — 262, XeHIUHB — 204). CpegHuii Bo3pacT
J06poBoJbleB cocTaBwia 45.9 * 18.1 net (misd Myx-
yiH — 46.7 £ 18.1 nert, ms xkeHIIuH — 44.8 & 18.2 nner),
Iurara3oH — oT 9 1o 93 monHbixX Jet. O6pa3ubl CIiep-
MBI OT 382 MYXXYMH OBIJIM MOJY4EeHBI HA OCHOBAaHUM
3amnpoca B Pecnyonmukanckuit 6ank JJHK (MuacTutyt
reHeTuku U nutojiorun HAH Benapycu). lonoaHu-
TeabHO 85 00pa3loB CIIEPMBI ITOJIYYEHBI OT JOOPO-
BOJIBLIEB, CPEIHMIA BO3paCT KOTOPHIX cocTaBuI 34.2 =
+ 5.2 net, nnama3oH — OT 22 0 53 MOJHBIX JeT.

3a00p OMOJIOTMYECKOTO MaTepuana ObUI OCy-
IIECTBJIEH C WCMOJb30BaHUEM IPOLIEAYp, ONOOpPEeH-
HBIX KoMuTeTOM o 6nmostnke npu MHCTUTYTE TeHe-
tuku ¥ uutoaorun HAH benapycu. buonornyeckuii
MaTepuai XpaHuJu Iipu temneparype —20°C B Teue-
Hue 1—2 Mec., 6o npu —80°C mpu 10JroBpeMeH-
HoM xpaHeHuu. JJIHK skcTparupoBaiu ¢ UCIOIb30-
BaHueM Habopa MagMAX™ DNA Multi-Sample Kit
(ThermoFisher, CIIIA) B COOTBETCTBUM C MHCTPYK-
nusiMu nipousBoautens. BeiomeneHnyro JIHK konm-
YEeCTBEHHO OLIEHUBAJIM C WCIIOJIb30BaHWEM Nano-
Photometer N50 (IMPLEN, CIIA).
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st Toro 4toOBI lieJeHaIpaBIeHHO I10100paTh
CpG-auHYKIICOTUIbI IS MOCJIEAYIOIIETO MOJIEKY-
JIIPHO-TEHETUUYECKOTO MccaenoBaHnst oopasuon JJHK
nHouBKUIOoB u3 Pecnyonukm bemapych, IIpoBeIeHBI
O6ronH(OPMATUYECKMN ¥ CTATUCTUYECKUIA aHAJIN3BI
nmaHHbIX 18 GEO-npoexToB. MHMOpMalnsa o0 ypoB-
ae MetusmmpoBanusa JJHK ¢ ncnoms3oBannem IHM
450K BeadChip (Illumina) npeacrtaBieHa B OTKPbI-
TOoM Joctyne Ha iatrdpopme Gene Expression Omni-
bus NCBI: mrs obpasuoB kpoBu — GSE40279,
GSE42861, GSES51032, GSE50660, GSES55763,
GSE77696, GSE106648, GSE125105 (5935 yenosex,
Irara3oH Bo3pacTta — ot 17 mo 93 neT); nj1s oopa3noB
oykkanwHoro snurenus — GSE39560, GSES59505,
GSE72120, GSE72556, GSE78874, GSE92767,
GSE99029, GSE110128, GSE111223 (690 uenoBex,
JIrara3oH Bo3pacTta — oT 1 mec. mo 91 roga); st 06-
pasuos criepmbl — GSE114753 (141 yenoBek, nuarna-
30H Bo3pacTa — oT 19 mo 57 jer).

Ha ocHoBaHUM MpOBeIeHHOTO aHAIN3a OTOOpaH
41 CpG-guHYKIEOTUI, YPOBEHb METWINPOBAHUS
KOTOPOTO KOPPEITMPOBAT C XPOHOJOTUISCKUM BO3-
pacToM yeJsioBeka: 1jist 00pasoB Kposu 27 CpG-au-
HykJeotunoB — ¢g00481951 (SST), c¢g02872426
(DDO), cg05213896 (IL411), cg06784991 (ZYG11A),
cg06874016 (NKIRAS2), cg07547549 (SLCI2A45),
cg07553761 (TRIM59), cg08128734 (RASSFY),
cg08468401, ¢cg08928145 (TSSK6), cgl0501210
(MIR29B2CHG), cgl1807280 (MEISI), cgl2757011
(SLC4A10), cgld361627 (LOCI105375508), cgl6054275
(F5), cgl6867657 (ELOVL2), cgl8384097 (PTPN7),
cgl8473521 (HOXC4), cgl9283806 (CCDCI02B),
cgl9671120 (CNGA3), cg22454769 (FHL2), cg24079702
(FHL2), cg25410668 (RPA2), Chr.3:2.51707136 (GRM?2),
Chr.4:2.16573797 (LDB2), Chr.7:2.130734357 (KLF14) n
Chr.20:2.63980491 (SAMD10) |6, 22]; nyist o6pasLoB
oykkanpHOro srmrenus 7 CpG-IMHYKIEOTHUOAOB —
cg00481951 (SST), cg07547549 (SLCI1245), cg08928145
(TSSK6), cgl2757011  (SLC4410), cgl4361627
(LOC105375508), cgl8384097 (PTPN7), cg19671120
(CNGA3) [23, 24]; nna obpasuos crnepmbl 14 CpG-
JIWHYKJICOTUIOB — cg00881487 (MXRAS),
cg03762081, cg04123357 (COLI18AI), cg06304190
(TTC7B), cg06979108 (NOX4), cg10836509, cg12837463,
cgl13014709 (CDK4), cgl3030797, cgl3837679 (ALX4),
cgld750551 (PARPI14), ¢g21843517 (SNRNP35),
cg23488376 (LINC01595), cg24958325 (ANKMY) [15].

Bucyavpumnoe cexeenuposanue ¢ UCnOAb308AHUEM
S'NaPshot. Ipaitmepsl mis1 aHanu3a CpG-IMHYKIEO-
™maoB  ¢g02872426, cg06784991, cg06874016,
cg07553761, cgl1807280, cgl6054275, cgl6867657,
cgl8473521, cg25410668, Chr.3:2.51707136,
Chr.4:2.16573797, Chr.7:2.130734357, Chr.20:2.63980491
npuBeneHbl B padore J. Naue ¢ coaBT. [6]. [IpaiiMepnl
mrst  aHaims3a  CpG-nunykineorunoB  ¢g00481951,
cg07547549, cg08928145, cgl2757011, cgl4361627,
cg18384097, cgl9671120 mpencraBlieHbl B paboTe
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S.R. Hong et al. [24]. IIpaitmepsr w11 anammu3a CpG-
nuHykieotraoB cg06304190, cg06979108, cgl12837463,
cg00881487, cgl3030797, cgld750551, cg23488376
npencrasieHbI B padote H.Y. Lee et al. [15]. ITpaitmepsr
n SBE-omuronykiieorunsl mist aHam3a CpG-auHyK-

meotnnoB  ¢g03762081, ¢g04123357, ¢g05213896,
cg08128734, cg08468401, ¢gl0501210, cgl0836509,
cgl3014709, cgl3837679, ¢gl19283806, c¢g21843517,

€g22454769, cg24079702 n cg24958325 cmonenupo-
BaHBI C WCIIOJIb30BaHMEM TIiporpaMMbl BiSearch
(http://bisearch.enzim.hu/) — ta6. 1.

bucyneputHag xonBepcusg JAHK mpoBommirace
st 200—500 Hr ¢ ucnonb3oBaHueM MethylEdge®
Bisulfite Conversion System Kit (Promega, CIIIA).
IIIIP mpoBomunu B oobeme 20 MKII, comepzKallem
10—15 ur xouseptupoBanHoii IHK, 1 en. ArtStart
AHK-nmonumepassl (ArtBiolech, bemapych), 2 MK
10x oydepa mag IILP (B cocTaB KOTOPOTO BXOMMII
XJIOpUI MarHus B KoHUeHTpauuu 3.0 MM), 200 HM
Kaxgoro tHT® u 0.4—1.0 MxM kaxmoro npaiimepa.
IIporokon amrmdpukanmy Ha TepMonnkiiepe ProFlex
PCR System (ThermoFisher, CIIIA) Bkirouan cieay-
forue atamnsl: 95°C — 4 muH, ganee 34 unkina (94°C —
20 ¢, 56°C — 30 ¢, 72°C — 45 ¢), (pnHanbHAas 3JI0HTA-
s npu 72°C B TeyeHue 7 MUH. B panbHeiilem
5 MKJI aMIiddurKaTa oyuIlaid C HUCIOJb30BaHUEM
Exo-CIP™ Rapid PCR Cleanup Kit (NEB, CIIIA).
Peaxiiuio MmukpocekBeHupoBaHus (SBE, Single-base
extension) mpoBoAWJIM ¢ UcTiojb3oBaHueM SNaPshot
Kit (Applied Biosystems, CIIIA) cortacHO IpOTOKOIY
MPOU3BOAUTENS, Kax/ash peaklivs BKJIoyaia Takxke
3 MKJI OYMIIEHHOTO Ha MpeAblaylleii cTanuy aMILIv -
¢ukara u 0.2—0.4 MkM cootBercTByIomero SBE-
onuroHykieoruaa. B mampHeiimem 10 Mk amruiigm-
KaTa oyuIaiIu ¢ ucroiab3oBanueM 1 en. FastAP Ther-
mosensitive Alkaline Phosphatase (ThermoFisher).

OnektpodopeTndeckas AETEKIUS MPOALYKTOB pe-
aKIIMM MUKPOCEKBEHUPOBAHUS MPOBOAMUIACH C UC-
MOJIb30BaHUEM TeHeThuueckoro aHaiausatopa ABI
PRISM 3500 u nporpammHoro obecrieueHust Gene-
Mapper® 5.0 (Applied Biosystems).

IMpoueHT metrnuposanus (0—100%) mist Kaxkoo-
ro CpG-muHyKJIeoTHuaIa pacCUMTHIBAJIM COINIACHO
¢dopmysie: MHTEHCUBHOCTb (hJIyOPECIIEHTHOTO CUT-
Haja Wit G (METUJIMpPOBAaHHBIE, T.€. HEKOHBEPTUPO-
BaHHBIE IIMTO3MHEI, COJIACHO MPaBUJTy KOMILJIEMEH-
tapHocTu C-G) pa3aeauTb Ha CYMMY (DJIyOpeCLeHT-
HbIX curHajioB G u A (HEeMETUJIMPOBAHHLIC, T.C.
KOHBEpPTUPOBaHHBIE B T-IIMTO3MHEI, COIJIACHO IIpa-
BWJIy KOMILJIeMeHTapHOCTU T-A).

Cmamucmuueckuii anaauz oanubix. B xone 6MouH-
dOopMaTUIECKOTO M CTATUCTUIESCKOTO aHAITN30B ObI-
JIU paccuuTaHbl: KoadduimeHTrl Koppeasiuuu R no
CnupMaHy; Ko3(hdUIIMEHTH AeTepMUHaAIUU (R"2),
a TaKKe CKOppeKTHUpoBaHHbIe R*2, paBHble 1 — (1 —
— R*2)(n— 1)/(n — k), tne k — 41CIIO HE3aBUCUMBIX
MEepEeMEHHbBIX U # — 00BbEeM BLIOOPKU; 3HAUEHUSI Cpe/l-
Hero abcoJIIoTHOro oTKiioHeHus (Mean Absolute De-

JIEMEILI u np.

viation, MAD) oT MCTMHHOIrO BO3pacTa M CpeaHe-
KBagpatuyeckas ommbka wMonmenu (Root Mean
Square Error, RMSE). JlanHble ypOBHS METWJINPO-
BaHusa CpG-IMHYKI€OTUIOB ObLJIM HOPMaJIN30BaHbI
¢ ucnosb3oBaHueM ajroputma Batch normalization
(n = 30). CraTucTyecKuii aHaJIU3 IMIPOBOAMIIU C UC-
MOJB30BaHUEM NporpaMMHOTO obecriedyeHrust SPSS
v20.0.

PE3VJIBTATbI 1 OBCYXJIEHUE
Kosgpgpuuuenmor xoppensyuu R

Koadpduumentsr R miss CpG-AUHYKIEOTUIOB,
paccuMTaHHBIE TI0 pe3yJibTaTaM MOJICKYISIPHO-TeHe-
TUYECKOIO aHaJIM3a IJIsI 00pa31i0B KPOBU U OYKKaIb-
HOTO 3TUTEIMS C yKa3aHUEM T10JIOBOM MpUHAaIIEX-
HOCTHU, TIpelcTaBlieHbl B TaOJ. 2, sl ClIepMbl — B
Ta6a. 3. HaunGonpiune pacyeTHBIe 3HaYeHUS R moKa-
3aHbl L1 cneayomux CpG-IuHYKIeOTUIOB (B I10-
psiaKe yMeHbIIEeHUsI aOCOTIOTHOrO 3HAYeHUSs): IS
oGpasuoB KpoBu — ¢gl9283806, c¢gl4361627,
cg08128734, cgl6867657, cg22454769, cg07553761,
cg08468401 1 cg11807280; n1st 06pa3L0B OYKKATBLHO-
ro anurennst — cg07547549, cg14361627, cg00481951,
cgl2757011 u cg08928145; nnst oO6pa3LoOB CIEPMbBI —
cg13014709, cgl12837463, cg06304190, cg00881487 u
cg23488376. MN3-3a cnaboil WM CTaTUCTUYECKU He-
3HAYMMOI accollMallMU C XpPOHOJOTMYEeCKM BO3pac-
TOM M3 AaJbHEUIIEero MOIeJUPOBaHUSI UCKIIOUEHBI
CpG-nunykneotunbl cg08928145, cg18384097 (Tab. 2)
u cgl13837679 (Tabu. 3).

Peepeccuonnas modenv npedckazarnus 6o3pacma

B Mopenu mpenckasaHusi Bo3pacTa Mo OMOJIOru-
yeckuM obpasuam orodopaHbl CpG-IUHYKICOTUIEI C
HUCMOJIb30BaHUEM TIpoLenyphl Stepwise, peaiu3o-
BaHHOI B SPSS, okaspIBaronne 10CTOBEpHOE U 3HA-
YUTEIbHOE BIMSHUE HAa M3MEHEHUE MPOLIEHTa 00b-
sicHeHHoU nucnepcun R*2: 12 CpG-IuHYKJICOTUIOB
st kpoBu — ¢g19283806, cgl4361627, cg22454769,
cgl1807280, cg08468401, cg05213896, cgl6867657,
cg07547549, cg25410668, cg08128734, cgl10501210 u
Chr.4:2.16573797; 6 CpG-IuMHYKJICOTHAOB I OYK-
kanpHoro snutenus — c¢g00481951, cg07547549,
cg08928145, cgl2757011, cgld361627 n cgl9671120;
5 CpG-muHyKiIeoTuaoB mist coepMbl — ¢gl13014709,
cg06304190, cg04123357, cg12837463, cg06979108.

I1pu ncroap30BaHUM MHOXKECTBECHHOM TUHEHHOM
perpeccum B KayecTBE MOJIENIM MpeacKa3aHusl BO3-
pacra 1o o0pa3sliaM Kpogu B O0IIIeil rpynne NHINBU-
noB (0e3 pasmelleHUsI 1O mojly) 3HadyeHne MAD
cocraBwio 3.4 rona, RSME — 2.4 rona. IIpu pa3nene-
HUM 1o noay mist My>kauH MAD — 3.3 rona, RSME —
2.3 ropa; nns xenmuH MAD — 3.5 rona, RSME —
2.4 roma. CKOppeKTUPOBaHHBII MPOILIEHT OOBICHEH-
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Ne

CpG- Ten XpoMocoMHast

MHYKITEOTHT TO3MIIST HyKJ'IeOTI/l)lHaH I10CJIEA0BATCIbHOCTD

cg03762081 - Chr.19:¢2.51020309 ACTCTGTGGC[CG]TGAGTGAGCT

F-nipaiimep (5' > 3'): GAGGTTAAGAGAAATAGAAATAAG
R-mipaiimep (5' > 3'): AATATAAAACAAAACCACAACCC
SBE-onuronykieoruz (5' > 3'): (T),~AACACACACAAAACTCACTCAC

cg04123357‘ COL18A1 ‘ Chr.21:2.45509586 ‘ ACAGCCACCG[CGJACTTCCAGCC

F-npaiimep (5' > 3'): AGATGATATTTTGGTTAGTT
R-npaiimep (5' > 3'): AAACTAAACCCTCTTCTACTA
SBE-omuronykieotua (5' > 3"): (T),-CACTCACCACCRACTAAAAATC

cg05213896‘ IL4I1 \ Chr.19:2.49890396 \ TGCGCTTCAC[CG]CCGGTCCGCT

F-npaitmep (5' > 3'): AACTTAAAAACACCTTAATA
R-mpaiimep (5' > 3'): AATTTGAAGGTGTTGAAGGT
SBE-onuronykineorun (5' > 3'): (T),~ACAACAACAACAAAAAAATAATAC

cg08128734‘ RASSF5 ‘ Chr.1:2.206512090 ‘ GATTTAGCCCI[CG]TGTTTGGCTT

F-npaiimep (5' > 3'): TTTATTTTGGGTATTTGGAAGGT
R-mpaiimep (5' > 3'): CCATTTCTATACTTCATTTTCT
SBE-onuronyxieorus (5' > 3'): (T),-CTTAAACTCTAAAACCAAACAC

cg08468401\ _ \ Chr.3:.14261631 \ TGAGATGGTT[CG]AGGTGCCAGG

F-npaiimep (5' > 3'): TTTTAGTTGTTTGTGGTGTT
R-mpaiimep (5' > 3'): TTTTCTTTAAACTTAATCTCATTC
SBE-onuronyxieorun (5' > 3'): (T),-ATAACATAACTCCTAACACCTC

cg10501210 IMIR29BZCHG| Chr.1:2.207823675 ‘ CACCCATCGC[CG]CCTGCGCAGA

F-nipaiimep (5' > 3'): GAAAAGAAATTAAAGTGGGAA
R-nipaiimep (5' > 3'): ACCAAATTCTAAAACATTCRAAAC
SBE-onuronykieoruz (5' > 3'): (T),-CCAAAATTTAAATCTACRCAAAC

cg10836509| - | Chr.1:2.226111902 ] CTCCCATGGC[CG]CAGGCAGCAG

F-nipaiimep (5' > 3'): GTTAGGTTTGGTGATGTAGT
R-mipaiimep (5' > 3'): CAAAAACTTAAACCTCCAAA
SBE-onuronykieotuz (5' > 3'): (T),~AAACRCRTCTCCTACTACCTAC

cg13014709‘ CDK4 ‘ Chr.12:2.57754606 ‘ TCAGACAATC[CG]JATTCCATTCC

F-nipaiimep (5' > 3'): TTATATATTATAATTATAGG
R-nipaiimep (5' > 3'): ACTCAAACAATATACACTTTAC
SBE-onuronykieotuz (5' > 3): (T),-CAAATTTCAAAATTTCC

cg13837679‘ ALX4 ‘ Chr.11:2.44308365 ‘ AGGCCTCCGC[CG]TGTCCCAGCC

F-npaitmep (5' > 3'): GTTTGTGAAAGAAGGAATTT
R-mpaiimep (5' > 3'): AATCCAAACTAATAAAAAAACAC
SBE-onuronyxineorus (5' > 3'): (T),~ACCTAAAAACAAAAACTAAAACAC

10

cg19283806‘ CCDC102B ‘ Chr.18:2.68722183 ‘TGTTTGCACTCATCC[CG]CATCCTTTTTTGGCT

F-nipaiimep (5' > 3'): GGGGAATGTTTGTATTTATTT
R-nipaiimep (5' > 3'): TAAAAAAATTACCCTTCTCT

SBE-onuronyxieorus (5' > 3'): (T),~ACAAAAATAACAACCAAAAAAAAATAC
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Ta6mma 1. OkoHuaHue

JIEMEILI u np.

CpG-
IMHYKJICOTHUT

XpoMocoMHas

Ne
no3unus*®

I'en

Hymeonmﬂaﬂ I10CJIEA0BATCIbHOCTD

11 cg21843517 SNRNP35 Chr.12:2.123465627

CACACGACCG[CG]CGGTCTGGAG

F-nipaiimep (5' > 3'): AAGGAGTATGATTTATTTAAAGT
R-mipaiimep (5' > 3'): AMAAAAATCTCCTATAACACC
SBE-onuronykieoruz (5' > 3'): (T),-CAACATTACCCTCCAAACRAC

12 cg22454769‘ FHL2 ‘Chr.2:g.105399310

‘ TCCGGCGTGGGCTCT[CG]GGCGCGAGTTTCGG

F-npaiimep (5' > 3'): TGTTAGGGTTTTTTTTTTYGTGT
R-mpaiimep (5' > 3'): TAAAACTTCTCCAATCTCCC
SBE-onuronykneorun (5' > 3'): (T),-CAAACCTCRTCCRAAACTC

13 cg24079702‘ FHL2 ‘Chr.2:g.105399314

‘ CGTGGGCTCTCGGG[CG]CGAGTTTCGGACG

F-npaiimep (5' > 3'): TGTTAGGGTTTTTTTTTTYGTGT
R-mpaiimep (5' > 3'): TAAAACTTCTCCAATCTCCC
SBE-onuronyxieorus (5' > 3'): (T),-CAAACCTCRTCCRAAACTC

14 cg24958325‘ ANKMY1 ‘Chr.Z:g.240558804

‘ TGCCTCCACA[CG]CCAGTGCCTG

F-nipaiimep (5' > 3'): TAAGGTTGGGTTAGGATTTT
R-nipaiimep (5' > 3'): CAATTCTATAAATCATAATCAAC
SBE-onuronykieotus (5' > 3'): (T),-~ATAAACTCAACAAACAAACACTAAC

* GRCh38.p13 (GCF_000001405.39).

HOIl mucnepcuu R*2 coctaBun He MeHee 91.8%
(puc. 1,a). Bo3pacTt ¢ TOUHOCTHIO 10 3 JIET KOPPEKTHO
npenckasza st 42.9% UHAUBUIOB, C TOYHOCTBIO 10
5 net — ma 72.0%, ¢ TOYHOCTBIO OO 7 JeT — s
86.9%, mia 13.1% ommbKa mpeacka3aHus Bo3pacTa
cocTaBuia boJjee 7 JeT.

3HaueHue MAD (6e3 pazaesieHUs TI0 TIOJy) ISt
MoAEIU IIpenacKa3aHMs Bo3pacTa mo obpasnam OyK-
KaavHo2o snumenus coctaBwio 4.6 roga, RSME —
3.4roma. Ilpu pasgeneHUM MO TIONY IJIST MYXKIUH
MAD — 4.5 rona, RSME — 3.4 rona; JJis1 >KeHIIUH
MAD — 4.7 rona, RSME — 3.5 roga. CKoppeKTupo-
BaAHHBIN IIPOIIEHT OOBSICHEHHOM nucnepcun R*2 co-
craBua He MeHee 83.6% (puc. 1,6). Bo3pact ¢ TouHO-
CTBIO JO TPeX JIET KOPPEKTHO npenckasad 11 33.9%
WHIUBUIOB, C TOYHOCTBIO 10 MATH JieT — 11t 54.1%,
C TOYHOCTBIO 00 ceMu JjeT — aiud 70.5%, nius 29.5%
OIMOKa TpencKa3aHWsI BO3pacTa coCTaBMIa Oojee
CEMM JIET.

3naueHue MAD mis Monenu rpeacka3aHusl BO3-
pacta 1o obGpasuam cuepmbl coctaBuiio 3.0 roma,
RSME — 2.3 roma. CKoppeKTUpOBaHHBII IIPOLICHT
OOBSICHEHHOI mucriepcur R”2 cocTaBWJI HE MEHee
46.6% (puc. 1,6). Bo3pacT ¢ TOYHOCTBIO IO TPEX JIET
KOPPEKTHO MpeackasaH mist 58.7% WHIWUBUAOB, C
TOYHOCTBIO 10 I1ATH JieT — 11 80.5%, mirst 19.5% nH-
JUBUIOB OIIMOKA MpeacKa3aHKWs BO3pacTa COCTaBU-
J1a 60s1ee MsITU JIET.

Takum o6pa3om, HauIydlllasi TOUHOCTh TIpeacKa-
3aHUS Bo3pacTa MHIMBUIA (0e3 yKa3aHUs IOJIOBOM
TMPUHAIJISKHOCTH ) XapaKTepHa JIJIsi 00pa31ioB KPOBU —
npu a"Hamm3e 12 CpG-IMHYKIIEOTHIOB OIMMOKA CO-
craBWiIa He Oosee 3.4 roma (mIst MyXXYMH He Ooee
3.3 rona). IlonydeHHbIe HAaMU Pe3YIbTaThl 110 BCEM
TpeM TUIIaM OMOJIOTMYECKUX 00pa3LIOB COMOCTABUMBI C
aHAJIOTUYHBIMU UccaeaoBaHusIMu [5—19]. s oto-
OpaHHBIX HAMU B TIPOLIECCE CTATUCTUYECKOTO aHaI3a
CpG-IUHYKJIEOTHIOB TTOKAa3aHbl BBICOKME 3HAYECHUS
KOPPEJSILUN C XPOHOJIOTMYECKUM BO3PACTOM.

Beposmnocme omuecenus obpazua
K 803pacmHoii epynne

JIas1 KpUMUHAIUCTOB B CyIeOHOM MpaKTUKe MpU
BBISICHEHUHU TIPEANOJI0XUTEILHOTO BO3pacTa HEU3-
BECTHOTO WHIMBUIA MOXET OBITh BaxkHa MHGOpMa-
LIS HE TOJIBKO O KOHKPETHOM BO3pacTe, HO U 00 OT-
HECEeHUM JAHHOIOo CyObeKTa K ONpeleICHHONM BO3-
pacTHO rpymnmne, Hanpumep: “moiioxe 40 ner” unu
“crapuie 40 net” u T.1m. TOYHOCTH OTHECEHUST HEU3-
BECTHOIO MHIWBHUAA K KOHKPETHOI TpyIme 1o pe-
3ynbTataM aHanu3a MetuiaupoBaHus CpG-IUHYK-
JIEOTUIOB OyIeT BHIIIE, YeM IPU OTBETE Ha BOIIPOC O
MIPUOIKEHHOM K UCTUHHOMY 3HA4YEHUIO XPOHOJIO-
TMYeCKOM BO3pacTe, TaK KaK YMCJIO TPYII B aHAJIU3e
C WCIIOJIb30BaHUEM, HAIIpUMep, JIOTUCTUUECKOM pe-
rpeccuu OyIeT paBHSATLCS IBYM.
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Taomuna 2. Koaduuments koppensiumu (R) ¢ BospactoM it CpG-IMHYKIEOTUIO0B (KPOBb U OYKKAJIbHbBIN STTUTETNIN)

Kposb
MYX4UHEI (n = 119) JKEHIIUHBI (1 = 156)
CpG-IUHYKIEOTH,

HT 95% R BI'95% |p-ypoBenn| HI 95% R BI'95% |p-ypoBeHn
cg00481951 —0.010 0.182 0.344 |4.80E-02 0.013 0.161 0.316 |4.51E-02
cg02872426 —0.287 —0.423 —0.558 | 1.42E-06 —0.318 —0.485 —0.596 |1.12E-06
cg05213896 0.355 0.515 0.636 |2.12E-09 0.452 0.572 0.673 |6.29E-15
cg06784991 0.157 0.334 0.495 |2.03E-04 0.312 0.454 0.583 [2.60E-09
cg06874016 —0.551 —0.383 —0.192 | 1.74E-05 —0.510 —0.375 —0.223 | 1.40E-06
cg07547549 0.267 0.441 0.579 |5.33E-07 0.384 0.508 0.632 | 1.35E-11
cg07553761 0.488 0.629 0.732 |191E-14 0.571 0.675 0.764 |4.28E-22
cg08128734 —0.775 —0.682 —0.555 |1.27E-17 —0.799 —0.730 —0.642 |2.90E-27
cg08468401 —0.663 —0.530 —0.349 |5.51E-10 —0.795 —0.713 —0.610 |1.48E-25
cg08928145* —0.111 0.078 0.251 0.398 —0.127 0.046 0.216  [0.568
cgl0501210 —0.568 —0.430 —0.269 |1.09E-06 —0.608 —0.496 —0.366 |4.64E-11
cgl11807280 —0.715 —0.605 —0.458 |3.15E-13 —0.718 —0.619 —0.501 |7.51E-18
cgl2757011 0.149 0.336 0.486 |1.88E-04 0.203 0.363 0.506 |3.25E-06
cgl4361627 0.679 0.776 0.845 |3.55E-25 0.665 0.751 0.813 1.56E-29
cg16054275 —0.574 —0.417 —0.245 |2.37E-06 —0.496 —0.370 —0.225 |2.05E-06
cgl16867657 0.456 0.610 0.724 | 1.72E-13 0.628 0.716 0.791 |7.70E-26
cg18384097 —0.486 —0.308 —0.114 |6.47E-04 —0.426 —0.300 —0.143 | 1.42E-04
cgl18473521 0.344 0.503 0.626 |5.62E-09 0.300 0.450 0.574 |3.88E-09
cg19283806 —0.858 —0.789 —0.676 | 1.65E-26 —0.871 —0.820 —0.751 |3.23E-39
cg19671120 0.275 0.431 0.576 |1.01E-06 0.076 0.243 0.388 [2.21E-03
€g22454769 0.410 0.571 0.690 |1.19E-11 0.653 0.734 0.794 | 1.29E-27
cg24079702 —0.087 0.106 0.299 ]0.252 0.078 0.238 0.386 |2.73E-03
cg25410668 0.314 0.484 0.620 |2.40E-08 0.579 0.686 0.767 |4.88E-23
Chr.3:2.51707136 0.031 0.234 0.422 | 1.04E-02 0.337 0.465 0.590 |[9.58E-10
Chr.4:2.16573797 —0.627 —0.508 —0.354 |3.55E-09 —0.600 —0.482 —0.334 | 1.92E-10
Chr.7:2.130734357 0.300 0.470 0.608 |6.81E-08 0.322 0.466 0.584 |8.98E-10
Chr.20:2.63980491 —0.599 —0.466 —0.308 |9.48E-08 —0.703 —0.608 —0.493 |3.99E-17

ByKKaabHBIN anUTE U]

CpG-IuHYKIeOTHULL MYXYUHEI (n = 262) XKeHIIuHEI (n = 204)
cg00481951 0.654 0.722 0.779 | 1.89E-43 0.638 0.717 0.778 |1.58E-33
cg07547549 0.714 0.770 0.819 |1.23E-52 0.710 0.780 0.833 |5.43E-43
cg08928145 0.467 0.555 0.634 |1.56E-22 0.579 0.671 0.743 |5.04E-28
cgl2757011 0.551 0.633 0.702 | 8.56E-31 0.519 0.613 0.687 |1.89E-22
cgl4361627 0.694 0.753 0.796 |3.68E-49 0.700 0.770 0.826 [2.30E-41
cgl18384097* —0.230 —0.112 —0.001 |0.071 —0.310 —0.184 —0.058 |0.009
cgl19671120 0.139 0.254 0.359 |3.13E-05 0.080 0.210 0.328 [0.003

TIpumeuanvie. HT 95% — HykHsist rpanumiia 95%-Horo noBeputeibHOro nHtepsaia; BI' 95% — BepxHsist rpaHuiia 95%-HOro 10BepUTETbHO-
ro MHTEPBAIA; * MCKIII0YEeHHbIE 13 MoaerpoBaHus CpG-IUHYKIEOTUIbL; p-yPOBEHb — YPOBEHD CTATUCTUYECKON 3HAYMMOCTH.
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Hanpnmep, ipn pa3dmeHN BCEro MaccuBa 00-
pa3loB Ha ABe KaTeropuu (6e3 pa3aesieHusI Mo oY)
U UCTIOJIb30BAHMU JIOTUCTUYECKOI perpeccuy Ha oc-
HOBAaHUU MOJICKYJISIpPHO-TEHETUYECKOro aHaiau3a 12
CpG-IuMHYKIIEOTHIOB B 00pa3liax KPOBHM C BEPOSITHO-
cThio 92.0% nMeeTcsT BOBMOXHOCTD CAENIaTh 3aKII0Ue-
HHE, YTO BO3pACT HEM3BECTHOTO MHAWBUAA COCTABIISIET
MeHblre 40 J1eT, ¢ BeposSITHOCThIO 98.2% — GoJblile
40 net, ¢ BepoSITHOCTBIO 89.7% — MeHbIe 50 JeT, ¢
BePOSITHOCTHIO 99.0% — 6ogblire 50 JieT; ¢ BEpOsSITHO-
ctoio 88.2% — MeHbie 60 JIET, C BEPOSITHOCTBHIO
89.9% — 6ombie 60 net. Takke Ipu aHAINU3€e YPOBHS
MetuianpoBaHusg 6 CpG-IUHYKIIEOTUIOB B 0Opa3iiax
OYKKAaJILHOTO SIIUTEIIUS C BEPOSITHOCTHIO 93.8% 1Me-
€TCI BO3MOXHOCTh CHEIaTh 3aK/IIOYEHUE, YTO BO3-
pacT HEM3BECTHOIO MHIMBHUIA COCTABJISICT MEHbIIIE
40 neT, ¢ BepossTHOCTEHIO 89.8% — Gonbiue 40 jet. Ha
ocHoBaHUM aHamm3a 5 CpG-aIuHYKICOTHIOB B 00-
pasliax CiepMbI C BEpOSITHOCTEIO 84.4% MOXHO clenaTh
3aKJIIOYEHUE, YTO BO3PACT HEM3BECTHOIO UHIMBUIA
COCTaBJIIeT MeHbIe 35 JIeT.

Takum o6pa3om, ISl MOJTYYEHHBIX HAMU PE3YJib-
TaTOB XapakKTepeH OajJlaHC TOYHOCTHU TIpencKasaHus
BO3pacTa C UCIOJIb30BaHWEM HEOOJIBIIIOTO KOJIMYeCTBa
CpG-IUHYKIJICOTUIOB — OT 5 IsT CIiepMbI O0 12 1
KpOBU. MyJIbTUIUIEKCUPOBAHUE TPU MOJIEKYJISIPHO-
T€HETUYECKOM TECTUPOBAHWM MO3BOJISIET MPOBOJAUTH
aHaJIN3 B TEHETMYECKOM aHaJIu3aTope 3a 1—2 peakiiuu.
s TexHonornm MuKpocekBeHHpoBaHMsT SNaPshot
XapaKTepHbl BbICOKME 3HAYEHUSI TOUHOCTU U BOC-
Mpou3BOAMMOCTHU. TeM He MeHee aKcnepTaM-KpUMU-
HaJIUCTaM MPU MCIOJb30BAaHUM MOJOOHOTO MOAXONa
JUTIST TIpeNicKa3aHusl Bo3pacTa Mo OMOJIOTMYEeCKUM Clie-
J1aM HeoOXOoauMO OyIeT YYUTHIBATh Pl (aKTOpOB,
KOTOpPbIE MO3BOJISIT MOJIYYUTh JOCTOBEPHBIN pe3yib-
TaT: moJjlydaTh Ha aTarne kousepcuu JIHK nmocratou-
Hoe kKoauvyecTBo Matepuaia s TP, Tak kak mo-
BTOpHAasl KOHBEPCUS MOXET OKa3aTh CYyIIIECTBEHHOE
BJIMSIHME Ha BOCIIPOU3BOAMMOCTb; MPOBOAUTH MC-
cnenoBaHve MetTuinpoBaHusi CpG-IUMHYKIEOTUIOB
He MeHee YyeM B JBYX NMPOBOPHOCTSIX, UTOOBI yCcpel-
HUTbH pe3yabTaT. BeilloiHeHUMEe MaHHBIX peKOMEHIa-
1M TTO3BOJIMT MaKCUMAaJIbHO HUBEJIUPOBATh METO-
JINYECKUE OITUOKU.

IMonydeHHblE HAMUM JAaHHBIE OYIYT IMOJOXEHBI B
OCHOBY IIpM pa3pabOTKe KaJIbKYJISATOPOB IpeacKas3a-
HUS BO3pacTa Mo OMOJIOTUYECKUM CcieaaM ISt DKC-
MEPTOB-KPUMHUHAJIVICTOB.

Ha ocHoBaHUM maHHBIX, MPEACTABICHHBIX B OT-
KpeiToM goctyne Ha mratrdpopme GEO NCBI gng
IIPOEKTOB TT0 OIPEACICHNIO TIOJIHOTEHOMHOTO ITpO1-
a1 metunupoBaHus JTHK, chopmMupoBaH mnepedyeHb
CpG-aMHYKIEOTUIOB C BHICOKUMU 3HAYCHUSIMU JIU -
HEWHOI 3aBUCUMOCTH MEXIYy YPOBHEM METUJIMPOBA-
HUS U XPOHOJIOTMYECKMM BO3pacToM. [J1s1 MoJIeKyIsip-
HO-TeHeTn4YecKoro aHanm3a oroopaH 41 CpG-nuHyK-

JIEMEILI u np.

Taomuna 3. Koadduumentsr koppensinuu (R) ¢ Bo3pac-
ToM Wis1 CpG-IMHYKJIEOTHUIOB (criepMa)

,E[I/IHY?(.ES)TI/IH]:I HI95% R BI'95% yp(f)BeHb
cg00881487 —0.301 | —0.389 | —0.222 |2.93E-11
cg03762081 —0.261 | —0.348 | —0.181 |9.84E-09
cg04123357 0.361 0.276 0.439 | 7.88E-16
cg06304190 —0.369 | —0.446 | —0.282 | 1.50E-16
cg06979108 0.326 0.242 0.402 | 5.07E-13
cg10836509 —0.266 | —0.351 | —0.175 |5.16E-09
cg12837463 —0.373 | —0.452 | —0.289 |6.81E-17
cgl13014709 —0.422 | —0.497 | —0.331 | 1.28E-21
cgl13030797 —0.199 | —0.287 | —0.113 | 1.48E-05
cgl3837679* —0.071 | —0.156 0.021 [{0.124

cgl4750551 —0.256 | —0.334 | —0.176 |2.02E-08
cg21843517 0.244 0.15 0.331 |9.20E-08
cg23488376 —0.294 | —0.368 | —0.216 |9.71E-11
cg24958325 —0.181 | —0.269 | —0.091 |8.17E-05

Tpumeuanue. HI' 95% — HukHss TpaHuiia 95%-Horo noBepu-
TeJIbHOTO MHTepBasia, BI' 95% — BepxHsisa rpaHuiia 95%-Horo no-
BEPUTEIBLHOIO MHTEPBaja, * — MCKIIIOUEHHBIE U3 MOIEIMPOBa-
Hust CpG-IMHYKIICOTHIIBI, p-YyPOBEHb — YPOBEHb CTaTUCTUYE-
CKOIl 3HAUMMOCTH.

JIEOTUJ C BBICOKUM IMPOTHOCTUYECKMM ITOTeHIINATIOM
JIJII CO3MaHMST MOJIeJIel mpencKa3aHusl Bo3pacTa 4eao-
BeKa I10 OuoyiormdeckuM oOpasiaM. JIasg maHHBIX
CpG-ouHYKIICOTUIOB OIIpeaesicH YPOBEHb METUIIN-
poBaHus mist 1208 61onornyeckux oopa3loB UHIM -
BUI0B U3 Pecnnyoauku benapych, paccuuTaHbl KO3 -
dueHTH Koppeasiuuu R ¢ Bo3pactoM. C UCOb-
30BaHUEM MHOXECTBEHHOM JIMHEMHONW perpeccuu
CO3IaHbI MOJIEJIM IIJISI MpeacKa3aHus BO3pacTa I1o 00-
pasiiaM KpOBHU, OYKKaJIbHOTO SIIUTEIINS 1 CIICPMBI.

IpennoxeHHble HaMW MOJEJM TIpeacKa3aHus
BO3pacTa Ha OCHOBaHUU TIPOMUIIST METUIUPOBAHUS
CpG-auHYKJI€OTUIOB KPOBU, OYKKaJIbHOTO 3MUTEe-
JIVSI ¥ CTIEPMBI OTJIMYAIOTCSI OTHOCUTEIBLHOI TTPOCTO-
TOM, TaK KaK B aHa/IM3€ MCIIOJb3yeTCsl HEeOOJbIIOe
KOJIMYECTBO MapKepOB U METOAMKA, pa3paboTaHHas
C UX UCIIOJIb30BAaHUEM, MOXET IPUMEHSITHCS B KPUMM--
HaJTUCTUUECKUX J1abOPpaTOPUSIX MOJIEKYJISIPHO-TEHETH -
YyeCcKoi HarpaBieHHOCTH. OIIMoOKa rmpeacKa3aHus BO3-
pacra it pacCYUTAaHHBIX HAMU MOJIeeil COOTBETCTBY-
€T aHAJIOTMYHBIM UCCIen0oBaHusIM [6, 15, 24].

PaspabarbiBaemasi HaM1 METOOMKA OIIPeAeICHUS
BO3pacTa Mo OMOJOrMYeCKUM oOpasllaM Ha OCHOBE
aHanu3a npodwisa MetuauposaHust JJHK ocHoBbIBa-
€TCsI Ha pe3yJibTaTax OTeYeCTBEHHBIX HAyYHO-TEXHU -
YeCKMX McClaeaoBaHuii. B pesynbrate maHHBI momd-
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X0l 00eCeUUT UCOIb30BaHNE aKTyaJbHbIX 3HAHUI
B 00JIaCTM TMPUKJIAJIHOW TEHETUKU TPU PpelIeHUU
KPUMUWHAJMCTUYECKUX 3alady Ha Tepputopuu Pec-
nmy6auku benapych u Poccuiickoit @enepaiyu.

PaGora BBITTOTHEHA B paMKaxX MEpOIPUSTHS 2
“Pa3zpaboTka METONMKHN OMpelIeIcHUSI BEpPOSTHOIO
BO3pacTa MHAWBUAA MO xapakTtepucTtuke ero JHK”
Hay4YHO-TeXHUYECKOI mporpamMmbl COI03HOIO rocy-
nmapcTBa “Pa3paboTka MHHOBAIIMOHHBIX TeHOTeOIrpa-
¢uYecKNX M IeHOMHBIX TEXHOJIOTWI MIACHTU(UKA-
UM JUYHOCTU M WHAUBHUIAYAJIBHBIX OCOOCHHOCTEM
YyeJIoOBeKa Ha OCHOBE M3y4yeHUsI TeHO(POHIOB pPEruo-
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HoB Coro3Horo rocynapctsa” (JAHK-unenTuduka-
ous).

Bce mipouienypbl, BBIITOJTHEHHbBIE B UCCIIEIOBAHUN
C y4aCTHEM JIIOAEH, COOTBETCTBYIOT 3TUUECKUM CTaH-
JapTaM MHCTUTYLMOHAIBLHOTO U/WJIU HALIMOHATBLHO-
ro KOMUTETa 10 UCCAeA0BATEILCKOM TUKE U Xeb-
CMHKCKOM mekiapaiuu 1964 1. u ee mocieayonmm
W3MEHEHMUSIM WJIM COITOCTABUMBIM HOPMAaM 3TUKH.

OT KaxXmoro M3 BKJIIOUYCHHBIX B HCCIIETOBaHUE
YYIaCTHUKOB OBLUIO TIONYy4eHO WH(MOOPMUPOBAHHOE
JIOOPOBOJIBHOE CoIlacue.

ABTOpBI 3asIBIISIIOT 00 OTCYTCTBMU KOH(PIMKTA
MHTEPECOB.
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Determination of Human Chronological Age from Biological Samples Based
on the Analysis of CpG-Dinucleotides Methylation

V. A. Lemesh® *, V. N. Kipen® **, M. V. Bahdanava‘, A. A. Burakova?, A. G. Bulgak®,
A. V. Baydac, S. A. Bruskin‘, O. V. Zotova’, and O. 1. Dobysh*

4 [nstitute of Genetics and Cytology of the National Academy of Sciences of Belarus, Minsk, 220072 Belarus
bState Institution “Republican Scientific and Practical Centre “Cardiology”, Minsk, 220089 Belarus
“Belarusian Medical Academy of Postgraduate Education, Minsk, 220013 Belarus
Vavilov Institute of General Genetics RAS, Moscow, 119991 Russia
*e-mail: v.lemesh @igc.by
**e-mail: v.kipen @igc.by

Based on bioinformatics and statistical analysis of GEO-projects to determine the genome-wide profile of
human DNA methylation, a list of 41 CpG dinucleotides with high predictive potential was formed to create
models for predicting human age from biological samples. The methylation level was determined for 1208
samples of individuals from the Republic of Belarus (275 — blood, 466 — buccal epithelium, 467 — sperm).
The correlation coefficients R were calculated, and mathematical models for determining the age of individ-
ual were constructed. The average value of the accuracy of age prediction from blood samples using 12 CpG-
dinucleotides was 3.4 years (for men — 3.3, for women — 3.5); for buccal epithelium samples using 6 CpG-
dinucleotides — 4.6 years (for men — 4.5, for women — 4.7); for sperm samples using 5 CpG-dinucleotides —
3.0 years. The results obtained will be used as a basis for the development of calculators for predicting the age
of an individual based on traces of biological character for forensic experts.

Keywords: forensic, age determination, blood, buccal epithelium, semen, DNA methylation, human meth-
ylation 450K BeadChip.
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OUJIOTEHETUYECKNIN AHAJIN3 IO KHOCUBUPCKOM

T'AIIZIOT'PYIIIIBI Q-YP1102 ITO JAHHBIM O Y-SNP- U Y-STR-MAPKEPAX

Y TYBUHIIEB U OKPYKAIOIIUX IOMYJIAILIUN
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lamnorpynma Q Y-XpoMOCOMEBI COCTaBJIsieT OCHOBY Ir'eHO(OHIa aMepUKaHCKUX MHIeHIeB, a B EBpasuu
HauOOJIBIIIMX YaCTOT JocTuraeT B ronyisaumsx LlenrpanbHoit u FOxHoit Cubupu. [1IpoBeneHHOE TeHOTH-
MMpoBaHUe OOLIMPHOI maHean SNP-MapKepoB, BBIIEISIONINX OKOJIO 60 BETBEil B COCTaBe TariorpyIisl Q,
IMO3BOJIMJIO TIPOBECTU YIIyOJeHHbI dunoreorpaduueckuii ananus B nonyiasuusx KOxHoit Cubupu u
CMEXHBIX PETMOHOB. M3yyeHue 1IecTH MOMy/ISIUi TYBUHIIEB U TOIKUHIIEB BBISIBUJIO TPU BETBU Tarlio-
rpynisl Q, Bocxoasiue K omHoMy KopHio — YP1102. Han6Goiee yactas u3 Hux qunus YP1691 nocturaer
MaKCHMyMa B TeHO(OHIEe CeBEPO-BOCTOUHBIX TYBUHIICB-TOMKUHIIEB (51%), MMOHMXKAsICh B 4aCTOTE C BO-
cToka Ha 3aran 1o 4%. [TonoGHOMY TpeHIy ClIeayeT pacnpocTpaHeHue 1 6a3anbHoil tuHun YP1102*. Tpe-
Ths IuHUSI BZ99* penka y TyBuHIieB (2%), HO 3aMeTHa B reHodoHIe XakacoB (9%). PuaoreHeTUISCKUR
aHanu3 STR-rammoTumnoB rokasan pacrpocTpaHeHUEe OJHUX U TeX XK€ KJIACTepOB HE TOJBKO Y pa3sHbIX
IPYMIT TYBUHIIEB, HO U CPeIX OKPYKaIoIIMX Monysiiuii. CTpyKTypa OCHOBHOTO KJlacTepa CBUACTEbCTBYET
00 yBeJIMYeHUH YUCIIEHHOCTH HocuTeiel TuHuKY YP1691 B mepuon mo3mHero kejie3Horo Beka. Kapra va-
cToThl JiuHUM YP1691 oTpaxkaer IOC/IeACTBUSI aKTUBHBIX MUTPALIMOHHBIX IIPOIIECCOB B TEYEHME Halllei
apbl Ha Tepputopun FOxnoit u 3anagHoit Cuoupu. Cpenn apeBHUX nomyisauuit Cubupu BapuanT YP1102*
HaliZieH y MSITH MHIUBUIOB: YEThIpeX MpeacTaBuTeiei 6poH30Boro Beka [Ipubaiikanbst U OMHOTO MpencTa-
BUTEJISI KYJIbTYPbI CKUO-cubrpcKoro Tuma Ha rpaHuiie Monronuu u Tyssl. lannsie npeHeit JITHK u 60-
Jiee BBICOKOE TeHeThUYecKoe pa3zHoobpasue B HaceaeHuU KOxxHoit Cubupy mo3BOISIOT IMPEANOI0KUTh IIPO-
ucxoxneHue rarorpynnbl Q-YP1102 B taHHOM peruoHe u ee najbHeiiee MpOHMKHOBEHME Ha 3araj v ce-
Bep Cubupu, B TOM YHUCJI€, BO3MOXHO, C IIpeIKaMU IOITY/ISILUN €eHUCEMCKOM JIMHIBUCTUYECKOM CEMbHU.

Knrouesote caosa: FOxHass CuOUpb, TYBUHLIBI, TOIKUHIIBI, EHUCEMCKasl JMHTBUCTUUYECKASI CEMbsI, TeHO(OH/I,
Y-xpoMocoMa, raruiorpymniia Q, rarioTuil, pUIoreHeTUIeCKUil aHaInu3, KapTorpapuuecKuii aHaIn3.

DOI: 10.31857/S001667582112002X

®dunoreorpadpuyeckre McciaegoBaHUd Y-XpPOMO-
COMBI IIMPOKO UCITOJIb3YIOTCS B IIOITYJISILIMOHHOM Te-
HETUKE U B CMEXHBIX TUCLUIUIMHAX (apXeOoJIOTHU,
FeHETUUYECKOI TeHeaJloTuM, KPUMHWHAIUCTUKE) IS
W3YYeHUs] MUTpALlMM JPEBHEro HaceJeHUs, B TOM
YHCJIe U3BECTHBIX U3 HEOMOIOTMYECKUX UCTOYHUKOB
(IMHTBUCTUKM, apXeoJIOTMU, PaHHEW HCTOpUHU), a
TaK>Ke JUISI aHaIi3a MPOMCXOXACHUS OTIEIbHBIX T'e-
Heajiormueckux nuHuii. [1pu usydyeHnu reHodoHaa
Cubupy OCHOBHOE BHUMAaHME YIC/ISIETCS IBYM Tall-
JIorpyIiaM Y-XpOMOCOMBI, KOTOPhIE OTpaxKaloT Ha-
cieaue NPEeBHETO HacelIeHUsI U CBI3U MEXOY KpYyIl-
HBIMM 9acTssMu CHOMpH: TTaTTEPH pacpoCTpaHEHUS

rarrorpynnbl N cBa3piBaeT HOxHyro m 3amamHyro
Cubups, a rartorpyniisl Q — FOxxHyto u LleHTpanbHy10
Cubups. Ocobast poib HacenaeHus FOxHoit Cubupu, u
B TIepByIO ouepenb Antae-CasgsHCKOro Haropbs, B pop-
MUPOBaHUU OOIIE CTPYKTYpbl HaceJIeHUsl, JTUHTBU-
CTUYECKOI0 1 TeHeTUYeCKOro pazHoobpasusa Cuou-
pUM XOpOIO M3BeCcTHA. B mpenpinymmx padorax MBI
n3yuynnn reHodona nonyasuuid CasiH (TyBUHIIEB U
TOMKMHIIEB) MO IaHEJIXM OCHOBHBIX TIaIlJIOrPYIIIT
Y-xpomocomsl [1—3], B TOM 4ncIte orpeneeHbl 4acTo-
ThI Taruiorpyniisl Q. IlpegMeToM JaHHOTO MCCIIEeNO-
BaHMS SIBJISIETCS YINIyOJICeHHBINA aHaIu3 (PUJIOTeHETH -
K1 1 puitoreorpadmu rariorpynnsl Q y TYBUHIECB U
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npyrux rmomyirsiimit FOxHoit Cudonpn m cMEKHBIX pe-
TMOHOB Ha OCHOBE IIYOOKOTO CyOTUITMPOBAHUS HE-
CKOJIbKMX necsaTKoB SNP-mapkepoB, ompenensio-
IIMX OTOEIbHBIC TMHUN BHYTPH TaILUIOTPYIHIbI Q.

BBuay 3HauMTeIbHOTO BO3pacTa TarjIOrPyIMIIbI
Q-M242 (okosio 30 TeIC. JIET) U pa3HOro IaTTepHa
pacmpocTpaHeHUs ee BeTBeil B EBpazum u AMepuke
(oHa oxBaThIBaeT IMIPAKTUIECKN BeCh TeHO(OHII aMepr-
KaHCKWX UHACHIIEB U SIBJISIETCS MapKepOM MEPBUYHOTO
3acesieHusT yenoBekoM Hosoro Csera) coxpaHsieTcs
LIUPOKMI MHTEpPEC UCCceaoBaTesieit U K MICTOPUU 3TOM
raruiorpyInibsl Ha ee “mpapomuHe” — B Cubupu. B
CBSI3U C 3TUM IIPOAOJIKAIOTCSI PaOOTHI M IOMNBITKU
n3ydeHns ¢umioreorpadm raruiorpyrmrsl Q-M242
Ha COBPEMEHHOM YPOBHE — C MCITOJIb30BAaHUEM JaHHBIX
NGS-aHanm3a B COBpeMEHHbIX 1 JPEBHUX ITOMYJISIIIA~
sax. HarmpmMmep, pabdota [4] stBasieTcs TIpaKTUIecKH UC-
YepIbIBAIOIIE MO OXBaTy BeTBeu raruiorpyrmbl Q B
nomnyiasuusax EBpasum u AMepuku, He (pOKyCcUpysICh
Ha Kakoi-1160 n3 Hux. OCHOBHas 3ama4a UCCIea0-
BaHUSI COCTOSIJIa B U3YYEHUM JTOUCTOPUYECKUX MU-
rpaumii Mexay KOHTUHEHTaMU Ha OCHOBE ITOIPO0-
HOTO (DMJIOTE€HETUYECKOTO AepeBa Taluiorpyriibl Q.
ITpu 3TOM BOTIPOCHI pacIpOCTpaHEHUSI KOHKPETHBIX
BETBeil BHYTPU OTHEIBbHBIX pErMOHOB, BKiItodass Cu-
OMpb, IIPAKTUYECKHU HE pAaCCMAaTPUBAJIUCD.

B npyrnx HegaBHUMX paboTax aHAJIM3 TaIUIOrPyIT-
bl Q He ObLIT OCHOBHBIM IIPEIMETOM MCCJIEIOBAHUS,
a SBJISIIICS YacThblo 6oJiee IMPOKOI 3a1a4u — u3yde-
ausg reHodoHma CeBepo-Bocrounoit A3un [5] unm B
uesioM BocTouHoit A3um [6] Ha OCHOBE TTOJTHOT€HOM-
HbBIX JAHHBIX O COBPEMEHHbIX U JPEBHUX TOIMYJISILIUSIX.
B pabote [5] ocHOBHEBIC BEIBOJIBI CBSI3aHBI C TMTHAMU -
Kot HaceJieHus1 B CuOMpHY B Mepyo OT MO3IHEro IMa-
JIeoJIUTa 10 HEOJIMTa Ha OCHOBE MOJTHOTEHOMHBIX MaHe-
neit SNP-MapkepoB, HO TAK:Ke BKITIOUAIOT U PE3YJIBTAThI
aHaM3a Y-XpOMOCOMBI Y HEKOTOPBIX IPEBHUX WHIM-
BUOOB (0OOHAPYKEHBI TOJILKO Tarutorpyrmsl Q wm N).
HccnenoBanue [6] oxBaTbIBaeT TeppuTOpun MOHTIO-
Juu (B TOM 4uciie npurpaHnube ¢ TyBoit), CeBepHOro
Kwuras, Ilpunamypbs 1 JAnoHuu, BKIHOYaET pe3yib-
TaThl aHajau3a oopas3nos ApeBHel JIHK 3a mocnen-
HUe 8 ThIC. JIET, CPEIU KOTOPBIX BCTpeUeHa 1 rario-
rpymnma Q-M242.

B Gonee mokanbHOM reorpaguueckoM (TEppUTOPUS
TyBbI) 1 XpoHOJIOTMYECKOM (TIOCIeqHME 2.5 THIC. JIET)
MaciuTade M3ydeHbl APEeBHUE MOMYISILIMU CKU(PCKOTO
BpeMeHU B padorte [7]. [TokazaHO, 4TO coOOIIIeCTBa CH-
OMpcKMX CKN(OB OB OPraHN30BaHbI KaK ITaTPHIIO-
KaJbHbIe U TTaTPWIMHEHBIE (B MY>KCKUX 3aXOPOHEHU -
SIX OOHapYKEeHbI OJIM3KKE POICTBEHHUKH ), II0 CTPYK-
Type TeHO(MOHIAa 3TW TPYNNbl OKa3aJduch OoJjee
0JIM3KM K HaceJleHU1o A3UM, YeM K 3aIlaiHbIM IpyM-
naM ckugoB. B naHHOI1 paboTe y msITi UHAMBUAOB 3a-
XOpOHeHMs ApxKaH (paHHECKM(CKOro BpeMeH1) 0OHa-
pyxeHa raruiorpymnma Y-xpomocoMbl Q-1.330 (Ha ¢u-
JIOTEHETUYECKOM JIepeBe — OOIIMil KOpeHb JMHUMA
YP1102 u YP771), onHako cpaBHEHHE MOJTYISHHBIX
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JaHHBIX ITPOBEACHO NMPECUMYIIICCTBEHHO B Maciraoe
JPEBHEIO HACCJIICHUA OPYTUX PETMOHOB U 3I10X.

IMoxanyit, eTMHCTBEHHBIM MPUMEPOM MU3YYEHUS
JIMHU BBICOKOTO pa3pellieH!sI BHYTPU raruioTpyIibl
Q-M242 B FOxHoi1 Cubupu siBiaseTcs padoTa uccie-
noBareneit m3 Tomckoro HUMI, nipencrasieHHast
Ha ogHOM u3 KoHpepeHumii [8]. B.H. XapbkoBbIM 1
KoJuleraMMu OBbLIO M3YyYeHO pacIlpocTpaHeHUe IBYX
OTHOCUTeNbHO HenaBHUX TuHUM (Q-B31 1 Q-B33) B
3ananHoii u FOxHoit Cubupu. UccnenoBatenu mnpu-
IIJIM K 3aKJIOYEHUIO, YTO TeppuTopusi TyBbI SIBJISI-
JIaChb MCTOUHUKOM TIPOUCXOXIAEHUS MaHHBIX JTUHUIA
Y-XpOMOCOMBI, TIpUYEM 3TOT OO T€HETUYECKUI
KOMITOHEHT HaxXOAUT Tapajulejid U B paclipocTpaHe-
HUU ayTOCOMHBIX MapKepOB.

Mpb1 noaaepxXuBaeM TUIIOTE3Y I0KHOCUOUPCKOTO
MPOMCXOXIEHUS T€X BETBEI rariorpyrmsl Q, KOTo-
pble pacnpocTpaHeHbl OMHOBpeMeHHO U B KOXHOI4, 1
B llentpanpHoii, n B 3anagHoit Cubupu. st 6oiee
ITyOOKOTO M3Yy4YeHHUsI 3TOro BOMNpoca HEOOXOAUMO
MoJApOOHOE U3yUYeHUE PACIPOCTPAHEHUSI PA3IMYHbBIX
BeTBeil rarorpynnbl Q B momynsiuusix KOxuoit Cu-
oupu. o HacTosero BpeMeH! NaHHbIX TeHOTUITU-
poBaHus1 nonyysiuuii FOxHoit Cubupu 1o maHenu
MapKepoB, OCHOBAaHHOI Ha MoApoOHOI (ujioreHUuun
rarrorpynnbel Q-M242, B HaydHOM JaHUTEepaType He
npeacrasieHo. [1oaToMy 1e/bl0 TaHHOTO MCCISHAO-
BaHUS ObLIO U3yYyeHUe (PUIOTEHETUUECKO CTPYKTY-
pbl U usoreorpadpuuecKkoro naTrepHa pacnpocrpa-
HEHUSI pas3fMYHbIX JUHUU rarmorpynnsl Q-M242 B
nonynsaiuax FOxHoit Cubupu U CMEXHBIX peruo-
HOB, a CPENCTBOM JOCTUXKEHUS ITOM 1LIeJU CTAJIO Te-
HOTUNIMpoOBaHUue 6oJjiee mojycotHu SNP-mapkepos,
OTpaxKalolrX ITyOOoKYyI0 (DUIOTeHETUYECKYIO CTPYK-
TYpY raruiorpyIibl, B CONOCTABIEHUU C TaHHBIMU T10
STR-mapkepam.

MATEPHAJIBI 1 METO/bI

M3ayuennr 545 oopasnoB JHK u3 nsaru nmomyssiinmii
CastHCKOro Haropbsi, NPEICTaBISIONINX pa3HbIE I'€O-
rpadruyecKue rpyniibl: 3alaaHbIX, HEHTPATbHbBIX, FOXK-
HBIX U I0TO-BOCTOYHBIX TYBUHIIEB, a TAKXKE TOIKIHIIEB,
BBIOOPKM OXapaKTepru30BaHbI B Ta01. 1. OOpa31ibl ObLTH
cobpannl JI.JI. Jamba non pykoBoactBoM E.B. bana-
HOBCKOI coracHo mpaBwiaM buobanka CeBepHoii
EBpazun [9] B 3KCOEAUIIMOHHBIX OOCIEHOBAaHUSIX
2015—2017 rr. kak onucaHo panee [1-3, 10, 11]. B
BBIOOPKM BKJIIOUEHBI TOJILKO HEPOJACTBEHHBIE MEXIY
c000if UHAWUBUIBI, BCE MPEIKN KOTOPHIX Ha IIPOTSIKE-
HUM HE MEHee TpeX ITOKOJIEHMI OTHOCWIIM ce0s K
JIAaHHOMY 3THOCY U POAWJIMCH Ha TaHHOI TEPPUTOPUM.
C60p 00pa3LOB COMPOBOXAAICS IMMCBbMEHHBIM WH-
¢hopMUpPOBaHHBIM COIIACKEM OOCJIETyeMbIX IO KOH-
TposeM Dtudeckoii komuccuu ®I'BHY “MTI'HIL”.

YacToThl OCHOBHBIX TaIIOTPYIII Y-XPOMOCOMBI B
MOIYJISILUSX TYBUHIIEB OBUIM IIPENCTaBICHBI paHee
[2], B TOM 9mcie OBIIIO MOKAa3aHO, YTO TaIrjIorpyIia
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ATTI2KOAH u np.

Taomuna 1. Yacrots! raruiorpyniisl Q-M242 u Tpex IMHUI, 0OHAPYXXKEHHBIX B MOTYJISILIMSIX TYBUHIIEB

YP1102
[Monysiiust N Q-M242 e
rarIorpyIibl
YP1102*
TyBUHLBI 3amamHebe 89 0.06 0.00 0.94
(BapyH-XeMUYMKCKMIi K.)
TyBUHLIBI }OjKHbIe 92 0.12 0.04 0.88
(Dp3UHCKUIL K.)
TyBUHILIB HCHquaJ'[LHLIe 90 0.04 0.00 0.96
(TangbIHCKMIL K.)
TyBuHLBI ueHTPaanbIe 94 0.20 0.02 0.80
(Yaa-XonbCcKuii K.)
TyBUHIIBI }OFO—BUOCTO‘{H])IC 90 0.26 0.08 0.74
(Tepe-Xombckuii K.)
TyBI/IHubI—To;:UDKMHuH 90 0.51 0.00 0.49
(TomxkuHcKUii K.)
CpenHsis yacToTa 0.20 0.02 0.80
Hroro 545

ITpumeuanue. ITo nanusiM Beepoccuiickoii nepenucu HaceneHust 2010 r. yucaeHHOCTh TyBUHILIEB B PecriyOiuke ThiBa cocTaBisieT
0KOJ10 247 ThIC. YeJIOBEK, U3 HUX TYBUHLEB-TOIKUHLEB — OKOJIO 1.9 ThIC. yesoBeK.

Q-M242 cocTaBiseT 3aMETHYIO YaCTh TeHO(OHIA ca-
STHCKMX momnyisinuii. B manHoi pabore mpoBemneHO
yOIyOJIeHHOE U3yYeHUe rariorpymnibl Q y TYBUHIIEB
M OKpyXatolux nomnyasinuit Cubupu Ha OCHOBE Te-
HotunupoBaHus 58 SNP-mapkepoB, MapKUPYIOIINX
pasHble duwioreHeTHYecKUe JMHUU BHYTPU Taruio-
rpynisl Q-M242. Jlns cyorarutorpymmbsl YP1102, BbI-
SIBJICHHOM Y TYBHHIIEB, TTPOBENEHO TeHOTUITMPOBAHNE
TOI1 Xe MaHeJu 58 MapKepOB Y OKPYKAIOIIMX TOIYJIsI-
Mii, cyMMapHasi TIpoaHaJIM3UpPOBaHHAsl BBIOOPKA
Hocuteneit Q-YP1102 cocraBuna 394 o6Gpasuma. U3
HUX 136 00pa31oB ObUIU TOTOIHUTEIBHO T€ HOTUITH -
poBaHbI o maHeau STR-Mapkepos.

MarepuanaoM IIsI MCCAeIOBaHMUsS MOCTYyXWIa Ie-
HoMHasg JIHK, BeimeneHHass u3 o6pa3loB BEHO3HOM
KpOBU MeToIoM (EeHOI-XJTOpO(POPMHOI 3KCTpaK-
LU U C TIOMOIIBIO aBTOMAaTU3MPOBAHHOMN CHUCTEMBI
QiaSymphony.

I[MpunamnexHocts obOpaszuoB JHK x aumHMSIM
BHYTpPH Tarutorpymmbl Q-M242 Y-xpoMocOMBI ofpee-
Jisijach MO JaHHbBIM aHanu3a 58 SNP-mapkepos:
B143, B280, B31, BZ1000, BZ1030, BZ1499, BZ1520,
BZ3140, BZ321, BZ3908, BZ427, BZ431, BZ664,
BZ99, F1893, L275, L330, L332, L53, L54, L712,
L713, L804, L940, M25, M3, M378, SK1995, Y1230,
Y12452, Y18091, Y2137, Y2200, Y2211, Y2659, Y2677,
Y2990, Y5186, Y521, Y558, Y661, YP1095, YP1102,
YP1226, YP1669, YP1690, YP1691, YP3952, YP4000,
YP4004, YP4055, YP4385, YP4387, YP745, YP771,
YP812, 7235990, Z36048. 'eHOTMITMPOBaHKE IPOBE-

JIEHO C MOMOIIIbI0 TexHoJioruu OpenArray Ha mpuoo-
pe QuantStudio 12KFlex, mo3Bosstionieii IpoBOINTH
reHoturnupoBaHue MetonoM IILIP B peanbHOM Bpe-
MEHU JIJIST OOJIBIIIOTO YMcia 00pa3noB 1o BceM SNP-
mapkepam. Bece nepeunciernnsie SN P 0bu11 BKiTIOUE-
HBI B KacTOMHY10 OpenArray naHeb.

®parmentHbiii aHanu3 17 STR-1okycoB mpose-
neH Ha nipuoope ABI 3130x1 (Applied Biosystems) ¢
ucnojb3oBaHueM Habopa Y-filer PCR Amplification
Kit (Applied Biosystems). /111 cpaBHeHUS TIpUBJEYES-
HBI TAaIUTOTUIIEI FOXKHEBIX ajJITalilleB, XaKacoB, N3y4YeH-
Hble B [12], a TakKe HAIllM JaHHBIE IUISI CUOMPCKUX
TaTap U Hapoa0B MOHTOIUU.

dunoreHeTnyeckasi CeTh MOCTPOSHA B MporpamMme
Network 10.2.0.0 [13] mo manHeM 0 15 STR-Mapkepax
(DYS3891, DYS3891I, DYS390, DYS456, DYSI19,
DYS458, DYS437, DYS438, DYS448, GATAHA4,
DYS391, DYS392, DYS393, DYS439, DYS635) n o
tpeM SNP-mapkepam (YP1102, BZ99, YP1691; uc-
MOJIb30BAJIMCH ¢ OOJIee BLICOKMM 3HAaUYEHHUEM Beca),
odpopmieHa B mporpamme Network Publisher
v2.1.2.5[13].

Bospact knacrepoB Ha ocHoBe STR-mapkepon
OLIEHEH I10 YUCJIY MYTAaLMOHHBIX 1IAroB (P-CTaTH-
ctuka) [14] ¢ ucnonb3oBaHMEM AJIUHBI TTOKOJIEHUS
31 rox [15] 1 ABYX CKOpOCTE MyTUPOBaHUS: “TeHea-
Jorugeckoin” m “koMOmHUpoBaHHOI”. “I'eHeanmoru-
yeckast” ckopocTb (0.027 myTanuii Ha TJOKYC 3a ITOKO-
JIeHUE) YUUThIBAaeT HaKOIUIEHUE MyTalluii B CpeaHEM
it pa3HbIX STR-110KycoB Y-XpoMOCOMBI, €€ 3HaUe-
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BZ99(xZ35990,

TyBUHLBI HEHTPATLHBIE "y )cg))

(Yaa-XoabCcKuii K.)

1389

TyBI/IHLIBI -TOIKMHIIBI

TyB]/IHL[BI HECHTPAJTbHBIC

TyBUHIIBI 3aTIaIHBIE
(BapyH-XeMUMKCKUIi K.)

(TaHIbIHCKWIA K.)

TyBUHIIBI IOTO-BOCTOUHBIE

(Tepe-XombeKuii K.) /YP1102(XB31, Y12452,

BZ99)

TyBUHIIBLL TOXKHBIE
(Dp3UHCKMI K.)

Puc. 1. Criektp BeTBeii ramiorpynisl Q-M242 y TeppUTOpUaIbHBIX TPYITH TYBUHIIEB.

HUE ObLIO MOJYYEHO B UCCIEAOBAHUSIX MIPU TIPSIMOM
MOJCYETE MyTallii B U3BECTHBIX POJOCIOBHEIX [16].
“KombuHaupoBaHHast” ckopocTh (0.042 myrauuii Ha
JIOKYC 3a MOKOJIEHHME) IIpeACTaBJIsieT CO0O0i CyMMy
CKOpOCTEd MyTUPOBaHMS IJIsl KaxXJA0ro M3 mpoaHa-
Ju3npoBaHHbIX 15 STR-JI0KYCOB, TaHHBIE TOTYyYE€HBI
¢ pecypca YHRD.org (Available at: https://yhrd.org/
pages/resources/mutation_rates. Accessed: 25.08.2020).
Hatuposku mrg auauit YP1102, BZ99, YP1691 npu-
BOISTCS 110 maHHBIM Kommnanuu Yfull (paccumTaHbl
NP aHaJIn3e MOJIHBIX TTocea0BaTeIbHOCTE Y-Xpo-
MOCOM).

Taxxe ObUT TIpOBEIEH aHAJIM3 OMYyOJINMKOBAaHHBIX
naHHbix o apeBHeil JIHK ¢ ramtorpynmoit Q-M242.
buimn nipoananusupoBansl BAM (aiinbl n3 yeThIpex
pa6or [5, 6, 17, 18] u GbLT YyCTaHOBJIEH UTOTOBBIN Te-
HOTHIT 10 YpOBHSI Mapkepa YP1691. s nByx uHIU-
BUOOB 13 padoT [5, 6] mMpUHAMIEXHOCTh K JIMHUUA
YP1102(xB31, Y12452, BZ99) nokazaHa B [19].

KapTtel pacnpocTpaHeHUsI JTUHUIA Tanjiorpymniibl
Q-M242 mocTpoeHBI C MOMOIIBIO OPUTUHATBHOIO
Kaprorpaduueckoro makera “GeneGeo” [20] meTo-
JIOM CpeIHEB3BEIICHHO UHTEPITOJISILIAM C PATUYCOM
BaustHus 1000 KM 1 3HaYeHHEeM BeCOBOI (hyHKIINMH,
paBHbBIM 3 (IMOgpoOHOE oOIlMCaHUE TEeXHOJOTUU U
mpoliecca Co3naHus KapT IIpuBeaeHo B [21]).
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PE3YJIbTATBI U ObCYXKXIAEHHME

Pa3znoobpazue eemeell eanioepynnot
0-M242 6 nonyaayusx Casu

Pesynbrarel aHanuza 58 SNP-MapkepoB BHYTpU
ramorpynnbl Q-M242 BBISIBWIN B TeHO(MOHIE TY-
BUHIIEB M TOIXKWHIIEB TOJBKO TpPU JIMHUU —
YP1102(xB31, Y12452, BZ99), BZ99(xZ35990,
YP1691) u YP1691, Bocxonginye K OTHOMY KOPHIO —
BapuaHTty YP1102 (Ta6. 1). Bpems nnosinenust SNP-
myTauuun YP1102, onieHeHHOE IO MMOJIHOT€HOMHBIM
JaHHBIM, COCTaBJISIET OKOJIO 4.6 ThIC. J1eT Ha3azn [19].

Haubonee yactoit M3 Tpex SBISETCS JAHUS
YP1691: ona oxBaTbeiBaeT 17% reHodOHIA TYBUHILIEB
B 1IEJIOM, IIPY 3TOM JOCTUTasi MAaKCUMyMa Ha CeBEpO-
BOCTOKEe Yy TOmKMHIEB (51%), coxpaHss 4acToTy,
OJIM3KYIO K CpeIHeit, y J0T0-BOCTOYHOM 1 IEHTPAILHOM
rpyrm (Tepe-Xonbeckoro n Yaa-XoabCKOro KOXKyyHOB
TyBBI) 1 CHIZKASICh B IOT0-3araIHOM HaIlpaBJIeHUM (10
8% — y 103KHBIX TYBUHLIEB, 6% — y 3amIagHbIX U 10 4% —
y MOMYJISILMU LIEHTPATIbHBIX TYBUHLIEB TaHIBIHCKOIO
KOXyyHa; puc. 1).

HanbGonee penkoit m3 Tpex HBIIeTCS BETBb
BZ99(xZ35990, YP1691), kotopast BMecTe ¢ YP1691
BocxomuT K obmeMmy SNP-mapkepy BZ99. Jlunus
BZ99(x735990, YP1691) BcTpeueHa TOJBKO y ABYX
MpencTaBuTeNieil LEHTPaJIbHOW TPYMIbl TYBUHILIEB
Yaa-XobCcKOTo KOXyyHa (2%), OHa MOXET BKIIIO-
yaTh B ce0s1 OJUH WK JBa MOKA HEU3BECTHBIX Bapu-
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aHTa (3armch “BZ99(xZ35990, YP1691)” o603Haya-
€T TeHOTUII, OTHOCSIIIMICS K “MaTepUHCKON~’ TUMHUM
BZ99, HO uckiI0YamOmuUii MpUHAIIEXKHOCTh K “I0-
yepHuM” TuHUAM 235990 1 YP1691; nanee mo TekcTy
yroMuHaeTcs B Busie BZ99%*).

Haxkonen, Tperbsd M3 oOHapyXE€HHBIX BeTBeil —
mausa YP1102(xB31, Y12452, BZ99), nanee 1o TeKCTy
yriomuHaeTcs Kak YP1102* — BcTpeuaeTcst y Tpex 13 1i1e-
CTU TIOMYJISILWIA TYBUHILIEB: LIEHTpaTbHbIX Yaa-Xomb-
CKOTO KoxXyyHa (2%), 10XKHBIX (4%) M FOrO-BOCTOUHBIX
(8%, puc. 1). Yacrota gaHHOM JMHUU CPaBHUTEIHLHO
HEBeJIMKAa, HO NIpPU 3TOM, KaK W IS TaIuIOTPYIIIb
Q-M242 B 11e0M, IIPOCIEKMUBASTCST TIOHIDKEHUE IO
YPI1102* y TyBUHILIEB B HaIlpaBJIeHUM C BOCTOKA Ha
3amaj.

Hamuune nByx nuHuii ramorpynnbsl Q-M242 Ha
pa3HbIX KOHIIaX apeajia TyBUHIIEB MOXET YKa3bIBaTh
Ha UX HaCJIeAOBaHUE OT OMHOM MPaNoIyJ/IsSILNI, B KOTO-
poit MOI/IM OBITh MIPEICTABICHBI M MPEIKOBAsI BETBb
YP1102, u pa3Hble BapraHThI BHYTpHU Hee. B Takom ciry-
yae MPUCYTCTBUE TOJIBKO omHO# mHm YP1691 y Ty-
BUHIICB-TOIXKMHIIEB (rae rarurorpymma Q-M242 oxBa-
THIBA€T TOJIOBMHY TIeHO(OHIa) MOXHO IT0JIaratb
clieficTBUEM Npeiida reHOB B UB0JIMPOBAHHOM TTOMy-
JISILIMU, U3ApEeBJIe TIPOXUBAaOIIeil B TOpPHO-TaeKHOM
MECTHOCTHU. B I10JIb3y 3TOr0 CBUIETEIbCTBYET HAIM-
yue naByx BerBeil ramorpynnsl Q (YP1102* wu
YP1691) y 10XHBIX cocelieil TOMKUHIIEB — FOrO-BO-
CTOYHBIX U I0XKHBIX TyBUHIIEB. ITHBIMU cllOBaMH, y
JIPEBHEr0 HaceJIeHMsI BOCTOYHBIX obynacTeit TyBbl, Ha
OCHOBE KOTOPOro cC(popMHUPOBAINCH TOMKMHIIBI,
IOr0-BOCTOYHBIC U IOKHBIE TYBUHIIBI, B T€HO(OHIE
MOIJIY OBITH MpeCTaBIeHbI 00 TMHUM TaTIoTpyIIbI Q,
HO BITOCJICACTBUU Y TOIKMHIIEB B pe3yibTaTe apeiida
T€HOB COXpaHWJIACh (M 3HAYUTEIbHO YBEJIMYMIAChH B
4acToTe) TOJIBKO ofaHa — JuHus YP1691. OgHako 1mo-
JIOOHOE OTpa3wIoCh Obl Ha BHYTPEHHEI CTPYKType
qvHuy YP1691 B monyasiuy TOIKMUHIEB, HATIPUMED
MpUBEJIO Obl K CHIXKEHUIO pa3HooOpa3ust STR-ram-
JIOTUIIOB M YBEJIMYEHUIO YMCJIa HOCHUTEJIeil OOHOIo
rartoturia. Ha mpeacrasieHHoM gajiee GuiaoreHeTH -
YecKOli ceTu paccMoTpeHo padHooOpasue STR-rarm-
JIOTUIIOB Y-XpPOMOCOMEI B IIpedeiiax JuHuu YP1102
He TOJILKO y pa3HbIX I'PYIII TYBUHIIEB, HO CPEAX 1 HO-
CUTEJIEN 3TOr0 Mapkepa u3 Apyrux nonyiasguuii Cu-
oupu.

Dunoeenemuueckuii anarus Q-YP1102
no STR-mapkepam

I[MonynsIIMOHHEBIN CKPUHUHI MapKepOB BHYTPU
rarrorpynnbl Q-M242 B monynsgnusx CeBepHOit
EBpaszuu no3Bonawi oO0HapykuTh JuHUo YP1102 (1
TPU BETBU BHYTPU HEE, BCTPEUYCHHBIE Y TYBUHIICB)
cpenu npyrux HapoaoB Cubupu. Pesynbrarsl ¢puno-
TEHETUYECKOr0 aHaiu3a [JIsI HOCUTEJIEH JIMHUK
YP1102*, BZ99* m YP1691 (pmc. 2) mpencTaBmIn
BO3MOXHOCTh M3YYMTh UX pa3HOOOpa3ne Ha OCHOBE

ATJI2KOAH u np.

JIPYTOil CUCTEMBI TEHETUUECKIX MapKepOB — “OBICT-
pomytupyomux” STR Y-xpoMocoMmBl.

dunoreHeTnyeckas ceTb (puc. 2) npeacrabjieHa B
JIByX BapyaHTaX: B BepxHeM OJioke (puc. 2,a) pa3HbIMU
LIBETAaMM MOKa3aHbl raryIOTUIBLI HOCUTENIeN KaxKa0i 13
Tpex JIMHUI rariorpyrmbl Q-M242, B HIDKHEM OJIOKe
(puc. 2,06) pa3Hble 1IBETa 0003HAYAIOT MOMYJISILNN, U3
KOTOPbIX MPOUCXOAAT HocuTeau rarmaoturnoB. Ha
JaHHOM ceTu (pUcC. 2,a) BBIICISIIOTCS IBa OCHOBHBIX
KJlacTepa, COOTBETCTBYIOLIMX IBYM BETBSIM TaIljlo-
rpyrmbl Q-M242: 6omnee obmmpHbIl YP1691 n He-
OoJiblIOl 1o ynciay Hocuteeit BZ99*. IarutoTunsl
HocuTteneil Tpetbeid auHuu YP1102* paccesHbl Ha
¢duoreHeTMYECKOM CeTu U OTYETIMBOM KilacTepu3a-
LIMU U1 HUX HEe HabJtonaeTcs.

Kinacrep BZ99* BkirouaeT mpeuMyIIeCTBEHHO ra-
TJTIOTUITHI XaKaCOB-KO0aIoB, HO TaKXXe — U IBYX TY-
BUHILIEB LIEHTpabHOI Tpynnbl u3 Yaa-XoabcKoro
KOxXyyHa (puc. 2,6). Bo3Bpaiasce K paHee BEIABUHY-
TOMY BOIIPOCY, MOXKHO CAeJaTh BbIBOM: TuHUS BZ99*
y TYBUHIIEB — 3TO OHA paHee HEM3BEeCTHAS BETBb (He
IBE), U BCTpeYaeTCs OHa TakKXke y xakacoB. Bpewms
¢dbopMUpOBaHUS JAHHOTO KJacTepa COCTaBJISIET OKO-
10 1.5 ThIC. JIeT (CcpedHsisl ABYX OLICHOK, TaOj. 2), a
BpeMsl BOBHMKHOBeHMsI caMoii SNP-myTtanmu BZ99 —
okoJ10 3.9 ThIC. JIeT Ha3ajd (Ha OCHOBE MOJHOTE€HOM-
HBIX JaHHBIX Komnanuu Yfull [19]). Bo3amoxkHO, 4TO
5Ta BETBb IIPOHUKIIA B TeHOMOHIT TYBUHIIEB ITPU KOH-
TaKTax C XxakacaMM, JJUOO K¢ sIBJIIeTCSl HacjeaueM
IpeBHE MOMYJIAIINH, TIPOKUBABIIEH B apeagax 0060-
X HApOIOB.

Bonee ob6mmpHbIi kinactep YP1691 (puc. 2.,6)
KpOM€ TYBHHIIEB BKJIIOUAET rarjIoTUIbl CUOMPCKUX
TaTap, I0XKHBIX aJITalllleB, XaKacoB, HAPOHAOB CEBEPO-
3armama MoHroauu — ypsHXallleB, Xajaxa, 3axX4uH.
JlaHHBIN KiacTep 3Be3auaToit ¢OpMBI, C BhIpaXKeH-
HBIM TaIUIOTUIIOM OCHOBAaTesl (HOBOJBHO YaCTBIM:
39 HocuTene, MpeacTaBieH MOYTH y BCEX MOMYJIS-
uuii 3 kiacrepa). JdatupoBka kitacrepa YP1691,
paccuMTaHHasl Ha ocHoBe gdaHHbIX 00 STR-mapke-
pax, COCTaBJISIET B cpemHeM OKoIo 1 ThIC. JieT (cpen-
HsIsI ABYX OLIEHOK, Ta0J. 2), a JaTMPOBKA MOSIBJICHUS
SNP-myrtamuu YP1691 — okoio 2.3 ThIC. JIET Ha3an
(Ha OCHOBE IIOJTHOT€HOMHBIX ITaHHBIX KOMITAaHUW
Yfull [19https://www.yfull.com/tree/Q-YP1102/]).

Bonee 1mooBUHBI rarioTUnoB kiactepa YP1691
(14 u3 26, B TOM 4KCje — U TraluIOTUI OCHOBATEJIs)
BCTPEYEHO Yy TYBMHIIEB-TOIXUHIEB (puc. 2,0). [1pu
5TOM 3aMETHOE HaKOIUUIeHHe oOpa3lloB B IIpelnesiax
OMHOTrO TalJOTUIIA MPOCAEKUBAETCS TOJBKO ISl
JIByX Tpynil (060o3HaueHbI ngpamu 1 u 2 Ha puc. 2,0).
lNamnotun 1 (N = 9) BcTpedeH y ABYX TYBUHIIEB U3
LIEHTPaJIbHOI 1 I0TO-BOCTOUHOM T'PYIII, a Cpeau Ty-
BUHILIEB-TOIKUHIIEB — Y CEMU WHAWBUIOB, YEThIpPE
U3 KOTOPBIX TIPEICTABISIOT PO 6apaaH, Ipyrie HO-
CUTEJN — PoJia Maaosl, 4000y, ak. VIHbIMU CJIOBaMU, Ha-
KOIUIEHWE 3TOr0 TaIUIOTUIA Y TYBUHIEB-TOMKUHIIEB
CBSI3aHO MMEHHO C TIPUHAMJICKHOCTHIO OOJBIIMHCTBA
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Puc. 2. ®wioreHeTnyeckasi ceThb raruiorpymibl Q-YP1102 B HaceneHun Cubupu. @ — IpUHAIICXKHOCTh FalJIOTUIIOB K CYyOTH-
mam ramiorpynnbl Q (CommacHo JereHae cieBa); 6 — IPpUHAIIEXKHOCTh HOCUTEJIeH raryioTUIIOB K nomyasiuusaM Cubupu (co-

TJIaCHO JIETCHOC CJIGBa) .

HOCHUTeJIeH K OmHOI pomoBoii rpymire. [amiorum 2 (N =
=9) BCcTpeUueH TOJbKO Y TYBUHIIEB-TO/IXKUHIIEB, B s~
TH POAOBBIX rpynmnax: koa (N = 3), xoiyk (N = 2), ak
(N = 2), enuHU4YHBIE — Oapaar U 4o0ody. B nanHOM
cllyyae HEKOTOpOE€ YBeJIMYEeHHE 4Yuciaa HocuTelei
TakxXe HaOI01aeTcsl B mpeaesiax MmepBbIX TpeX po1o-
BBIX TPYTITI.

OTMETUM, UYTO U B JPYTUX MOMYJISIIMSIX TYBUHILIEB
n3 kiacrepa YP1691 BcTpeyaroTcss HOCUTENIM He-
CKOJIbKUX pa3HbIX rariotunoB. Hampumep, y 3anan-
HBIX TYBUHIIEB, Ile oblas yactora JuHuu YP1691
Ne 12 2021
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COCTaBJISIET JINIL 6% (IIITh HOCUTEJIEH B TIOIYJISILINN),
BCTPEUEHO YEThIPE pa3HbIX TarioTuIia (puc. 2,0); aHa-
JIOTMYHASI 3aKOHOMEPHOCTb IIPOCIICXKUBACTCS IJIsI
FOrO-BOCTOYHBIX, FOXKHBIX 1 LIEHTPATbHBIX TPYIIII.

MHpIMU clioBaMU, BO BCeX M3YYSHHBIX ITOITYJISIIIN -
sIX TYBUHLIEB COXpaHsIeTCsl 3aMeTHOe pa3zHooOpasue
raruIOTUIIOB Y OTYETIMBOTO YKa3aHMsI Ha MOCIEICTBUS
npeiiba TeHOB (KaK IPUYMHBI ITOBBIIIEHUST YaCTOTHI
JIMHUM) He HabmonaeTcs. HampoTuB, cTpyKTypa Kiia-
ctepa YP1691 (MHOTO TIpOM3BOMHBIX TaITIOTHIIOB, OT-
XOIISIINX OT OCHOBATEJISI) OTpaXaeT CKopee IMOCe -
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YP1691 TyBUHILIBI 106 26 81% 1.04 £0.35| 1191 £400 | 771 £ 260 | 2300 £ 800
BZ99* Xakacobl 13 4 85% 1.62 £ 1.10 | 1855 £ 1260| 1200 % 815 | 3900 £ 900

CTBUS JeMoTrpadrIecKoro pocTa B MPaIlONMyJISIINN,
13 KOTOPOIi JaHHAasI JIMHUS Tariorpyniibl Q mpoHuK-
Jla B TeHO(OHIBI HE TOJBKO pa3HbIX TePPUTOPHATb-
HBIX TPYIII TYBUHIIEB, HO U IPYruX HaponoB Cuoupu.
Hamnpumep, caMblii 4acThIii rarioTUIl (OH Xe — “oc-
HoBaTenb” Kiactepa YP1691) BcTpedaeTcs, KpoMme
TYBUHIIEB, Y I0OXKHBIX aJITAallleB (IBYX aiTaii-KW:Ku,
OIHOTO TeJICHTUTA) 1 ypsaHxaiineB Mouronuu (N =4,
tabauua I[punoxeHust), a HpOU3BOIHBIE OT OCHOBA-
TeJISI TAIUIOTUITBI PACIIPOCTPAaHEHBI ellle Irpe (Cpeau
XaKacoB M CUOMPCKUX TaTap).

Hocurenn muann YP1691 3 nomnynstiuii cuGup-
CKHUX TaTap U XaKacoB, HaXOJsICh B COCTaBe OMHOMMEH-
HOTO KJIacTepa, TeM HE MeHee OTIaJIeHbl OT raryioTuIia
OCHOBaTeJIsl U OmKaimx K HeMy (puc. 2,6). BoaMox-
HO, UTO TIpU YBEJMYEHUU Yrcia 0Opa3loB U3 TOMy-
nsumit 3amagHoit Cubupy Ha (HIoreHeTHYecKoit
CEeTU MOXET MPOSBUTHCS OTACIBbHBIN — crieluduy-
HbI 1151 HUX — KJ1acTep.

Dunoeceoepapuueckuii anaius
pacnpocmpanernus Q-YP1102 ¢ Cubupu

KapTel pacnpocTpaHeHUsT pacCMaTPUBAaEMbIX BET-
Beli rarutorpyrisl Q-M242 B Cubupu nipencTaBieHbI
Ha puc. 3: nuaum YP1102 B 1ie1oM (puc. 3,a) v ee BeT-
Beii (puc. 3,6—e).

Camast HemaBHSSI IO JaTUPOBKe (2.3 THIC. JIET;
TabJ1. 2) ¥ YacTas y TyBUHLIEB BeTBb YP1691 BoIsiBIIE-
Ha HAaMW U Yy MHOTUX APYTUX HApoaoB (puc. 3): Ha ce-
Bepo-3anaae MoHroauu (ypstHxaiinel, yactota 18%),
B OxHoi#t Cubupu (anrait-kKvku — 8%, TEJIEHTUTHI —
1.5%, xakacel — 2.5%) u 3anagHoit Cubupu (To6oJ10-
UPTHILICKUE U 6apaGUHCKIE CUOMPCKUE TaTaphl — 10
3.5%, xanTel — 13%).

BetBs BZ99* B Cubupu o6HapyXuBaeTCsI TOJILKO
Ha OTOEIbHBIX TEPPUTOPUSIX, He 00pa3yIoIIX Hempe-
phIBHOTO apeaja (puc. 3): ¢ HauOOJbIIECH YacTOTOM
BCTpedeHa y xakacoB (9%), y TOOOIO-UPTHIIICKHX Ta-
Tap cocraBisieT 3%, y xaHToB — 1%. HamoMHuM, 41O
BZ99* — camas penkasi TMHUS rarorpynmnsl Q y Ty-
BUHIIEB: OHa BCTpeYeHa TOJILKO B LICHTPAJILHOM 1O~
nyassury Yaa-XallbCKOTro KOXYYHa y IBYX UHIUBU-
noB (puc. 1,a).

bazanpHas BetBp YP1102* 3a nmpenmenamu apeana
TYBUHILIEB BCTPEUAETCSI C HU3KOM YaCTOTOM: y HApOJIOB
MoHronmmu (3ax4uH, YpSTHXaMUIIbI, XajIxa) — C YaCTOTOM
1—-3%, y xakacoB — 2%, y 6apaOMHCKIX CHOMPCKIX Ta-
tap — 3% (puc. 3).

HTaxk, maTTepH Tpex KapT JOCTATOYHO OJIM30K: XO-
TSI OBbI C HUBKMMM YaCTOTaMU, HO Kak1asl BETBb ITpe/l -
craBieHa u B FOxHoi1, 1 B 3ananHoit Cubupu. Apeai
BeTBeit YP1102* u BZ99* Bxogut B ob6y1acTh pacmpo-
cTpaHeHUs camoii Mojonoit BeTu YP1691, mostomy
0000IIIeHHasI KapTa pacIipoCTpaHeHUsI Bceil IMHUU
YP1102 He3HAUUTEIBHO OTINYAETCS OT TAKOBOM IS
YP1691 (puc. 3).

B HayuyHOil snuteparype o reorpaduu JIUHUU
YP1102 u ee BeTBeii mpeacTaBiaeHBI TOJILKO (hparMeH-
TapHbie gaHHble. O mpucyrctBun auHuu YP1102 B
reHoOHJIe KETOB 1 CEJbKYIIOB — KOPEHHOIo Hace-
JieHuss Mexnypeubsi O6u u EHucess — M3BECTHO U3
paboTHI [4] 110 JAaHHBIM ITOTHOTeHOMHOTO aHanu3a. O
MNpUCYTCTBUM JUHUM B33 (BeTBb BHYTpU JUHUU
YP1691 [ISOGG]) B reHodOHIIE KETOB, CEIbKYIOB 1
psoa oyl FOxHoi Cnoupu 1 ee KOppesiinmu
¢ “eHUCEeUCKNM” T€HETUYECKUM KOMITOHEHTOM W3-
JoxeHo B coobmenun B.H. XaprkoBa u coasnrt. [8].
Takum o6pa3zom, TIpeacTaBjIeHHbBIC B JAaHHOM HMCCIIe-
JIOBAaHUU KapThl U CBEICHUS U3 HAYYHOI JTUTEPATyPhl
YKa3bIBAIOT Ha pacHpocTpaHeHue u BeTBu YP1691, u
Bcei muHuu YP1102 wHa Teppuropum takxke lleH-
TpanbHOit Cubupu. [IpyHUMas BO BHUMaHUE NaTU-
poBKy BeTB1 YP1691 (okoiio 2.3 THIC. JIeT), ClIemyeT
MpennosjaraTb, YTO €€ HOCUTENU PACCETUIUCh CTOJb
mupoko (tepputopumn HOxHoii, 3amagHoii u LleH-
TpajabHOit CuOMpH) B TEYCHUE ITOCIACTHUX IBYX ThI-
cayeneTuit. MeHee OUEBUIIHO, Kakasi TEPPUTOPUS
SIBUJIACh UCTOYHMKOM PACIIPOCTPAHEHUST 3TOIl BETBH.
IMTpucyrctBue B reHodoHIEe U TYBMHIIEB, U XaKacoB
Bcex Tpex BerBeit (YP1102*, BZ99*, YP1691) moxer
ykas3biBaTh Ha FOxHy10 CrOUpH KaK NpapoarHy BCEil
JuHuu YP1102.

Hannbsie NGS-aHanmm3a Y-XpoMOCOM U3 IPEBHUX
nonynsguuii CuOMpH MO3BOJMIM OOHApPYXWUTh Oa-
3aJibHy10 BeTBb YP1102* y msITM MYXKUMH: YeThIpex
npencraBuTesieit 6poH3oBoro Beka [Ipubaiikanbs
(o6pazuer DA339, DA343, DA356 u3 pab6or [17, 18],
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~13 ThIC. J1€T ?

YP1102

~4.6 TBIC. JIET

Puc. 3. ®wioreHeTnyeckas cxema rarmiorpynibl Q-M242 ¢ ykazaHueM AaTUpoBOK (110 maHHbIM Yfull) 1 KapT pacripocTpaHe-
Husa B CuOUpU TpeX U3yYeHHBIX IMHUI. @ — KapTa CyMMapHOit yacToTel IMHUM YP1102; 6 — KapTa pacnpocTpaHeHUs JTUHUN
YP1102*; ¢ — kapTa pacripoctpaHeHust tuHuu BZ99*; e — kaprta pactipoctpaneHus iuHuu YP1691. Ha Bcex kaprax nusydeHHbIe
MOIYJISILIMY TYBMHLIEB TOKa3aHbl KPACHBIMU TOYKaMU, BCE IPYIIIbI CPAaBHEHMSI (COBPEMEHHOE HaceJeHue), 1J1s KOTOPbIX IPOo-
BEIleH CKPUHUHT TO XKe MaHeJIu MapKepoB, — YePHBIMU TOYKaMU. 3HAUEHHUE YaCTOThI TEHOTHUIIA Ha KaPTe COOTBETCTBYET LIBE-
TOBOIA 11IKaJie B BEpXHEM IoJjie Kaxaoi kaptel. Ha kapre nuHuu YP1102* 3Be3namu pasHoro 1seta 0003Hau€Hbl APeBHUE M0-
MyJISILUY, Y IpeICTaBUTeei KOTOPbIX HailleHa aHHasi BeTBb rariorpynmsl Q, paciundpoBka JaHHbIX 0003HaYeHU it IpUBe-
JleHa Ha PUCYHKE ClieBa (OATUPOBKU U MEPUONbI, Ha3BAaHUS apXEOJOTMUYECKUX KYJIBTYP U CTOSIHOK, CChUIKM Ha MCTOYHMK

IaHHBIX).

oOpa3err irk022 u3 [5]) 1 ogHOro MHAMBHUIA U3 MO-
TUJIBHUKA KynbTyphl Carjibl CKudo-cuOUpPCKOro Th-
na Ha rpanuiie Monroiauu u Tysel [6]. Ha kapre BeT-
Bu YP1102* o0o3HaYeHBI MeCTa apXeoJIOTMYEeCKUX
CTOSIHOK, TJie OBbITM OOHapy>KeHbl HOCUTEIU JaHHOMN
JIMHUMU rarutorpynibl Q-M242 (puc. 2,6), v 1aTUPOB-
KU (OKpyIJIeHHble 3HAYEHUS PaardoyIJIepOIHbIX AT,
NPUBEASHHBIX B YKa3aHHBIX MyoauKaiusax). MHeIMu
cnoBamu, JuHus YP1102* mpucyrcTBoBasia cpenu
IpeBHero HaceyeHust CuOupu pa3zHoOro reorpadude-
CKOTO MOJIOXEHUS U Pa3HbIX IEPUOJOB BPEMEHMU.

MoxxHO caenaTth BBEIBOA, YTO OOJIBIIMHCTBO M3-
BECTHBIX OPEBHUX IIpeAcTaBuTeneit BetBu YP1102*

TEHETUKA  Ttom 57 Ne 12 2021

OPOXUBAJIO XOTS U 3a IIpeAejiaMu COBPEMEHHOIO
pacrpocTpaHeHUsI TaHHOK JIMHUU Y-XPOMOCOMBI, HO
B pErMoHe, HEeIIOCPEACTBEHHO IIPUMBIKAIOIIEM K €€
apeany — Ha Tepputopum Ilpubaiikanabs, OKOJO
4 teIC. JTeT Ha3an (puc. 3,6). Tpu U3 4eThIpeX MHI-
BunoB (DA343, DA356, irk022) rmponcxoisT u3 Hacese-
HUSI IVIa3KOBCKO apXe0JIOTMYECKOM KyIbTYpHI [5, 18].

ITareiii HocuTens nuHum YP1102* — npencraBu-
TeJIb CKU(CKOTo MUPa 1 HACEJICHUSI, TPOKUBABIIIETO
MOYTH B TIpelieJiaX COBPEMEHHOIO apealia TYBUHIICB
Oosiee 2 ThIC. IeT Ha3an (puc. 2,6). O HATMYUU TUHUU
YP1102* Ha maHHOU TeppUTOPUM eIlle paHbIIe — B
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raTb.

IMpucyrcrBue B HaceneHuu KOxHoit Cubupu 6a-
3ajbHOM JMHUM YP1102* B TedeHUEe MNOCIESIHUX
4 ThIC. JIeT (IOKYMEHTUPOBAHHOI Ha 3TO TeppPUTO-
pUYH U1 OKOJIO 4 TBIC. JIET Ha3all, U OKOJIO 2 ThIC. JIET Ha-
3all, 1 B HACTOSIIIEe BpeM:), IIMPOKas IIPEACTaBIICH-
HOCTh BeTBeil BZ99* 1 YP1691 B cOBpeMEHHBIX IO-
MYJISIUSIX perioHa (IIpeuMYyIIeCTBEHHO Y TYBUHIICB)
MOTYT YKa3bIBaTh Ha BEPOSTHOE IIPOMCXOXICHUE
Bceit muHum YP1102 u3 ganHoro apeajia. B Takom
ciaydae Hanmaue JuHun YP1102 (u ee BetBu YP1691)
B TeHO(OHAE COBPEMEHHBIX IIOIYJISILIMI KETOB U
CeJILKYITOB MOXKET YKa3bIBaTh Ha IIPOUCXOXKIEHUE Ya-
CTH UX IIPEIKOB U3 ApeBHero HacejieHus MHOxHOI
Cubupu. D10 coriacyercsl ¢ JIUHTBUCTHYECKUMMU
JTaHHBIMU O TEPPUTOPUATIBHO 00Jiee I0XKHOM IPOMC-
XOXIEHUM HApOdOB €HUCEMCKON $SI3bIKOBOW CEMbU
[22], enMHCTBEHHBIM COBPEMEHHBIM IIpEICTaBUTE-
JIEM KOTOPOM SIBJISIIOTCS KETHI.

Crpykrypa kiactepa YP1691 Ha ¢uioreHeTmde-
CKOI1 CETU CBUAETEILCTBYET O POCTE YUCIEHHOCTU Ha-
cesieHust FOxxHoi CuOupHy MO3MHETO KeJIe3HOTO BeKa.
IIupoxwuit apean muanM YP1691, BeposiTHO, SIBIISIETCS
CJIENCTBUEM aKTMBHBIX MUTPALMOHHBIX MPOLIECCOB B
TeUeHME TIOCIeIHUX ABYX THICSIU JIET, KOTOPbIE MpPHU-
BeJIU K ee pacrnpocTpaHeHUo u3 KOxHoit Cudbupu Ha
ceBep U 3amaj.

ABTOpBI BbIpaXkaloT 0JIaroIapHOCTh BCEM JOHOPaM
00pa3IoB, KOTOPbIE MPUHUMAJIN yJacTHe B JaHHOM MC-
cenmoBann, a Takke AHO “bmo6ank CeepHoit
EBpasuu” 3a npenocrasnenue kosutekiuii JTHK.

HMccnenpoBaHue BBIOMHEHO IIpu (PUHAHCOBOI
nomuepxke MuHHCTEpCTBA HayKM U 0Opa3oBaHUS
P® (T'ockontpakt Ne 011-17 ot 26.09.2017) B pamkax
HayYHO-TEXHUYECKOI mmporpamMMbl COI03HOIO rocy-
nmapcrBa “JIHK-nnenTudukanusa” (paboThI 110 TEHO-
TUNUpoBaHuIo MaHesieii SNP-MapkepoB, KapTorpa-
¢uueckmii aHamms), [ocymapcTBeHHOro 3amanust Mu-
HUCTEPCTBA HAYKU W BBICIIETO oOpa3oBaHust PD s
MenuKo-reHeTUYeCKOTO HayYHOTO LIEHTPAa UM. aKaj.
H.I1. BoukoBa (paboTsl 110 reHOTUNIIMPOBaHMIO STR-
MapKepoB, duioreHeTHUYeCKii aHanmu3), locymap-
CTBEHHOTO 3a1aHus MUHUCTEPCTBA HAYKU U BBICILIETO
o6pazoBanust PD mst UIHCTUTYTA OOLLE TEHETUKY UM.
H.W. BaBunoBa PAH (uHTepnperalisi pe3yJIbTaToB,
HamnmucaHue TEKCTa CTaTbU).

Bce nipoiuieypbl, BLITOJTHEHHbBIE B UCCIIEAOBAHUN
C YYaCTHUEM JIIOJIEii, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM UHCTUTYLMOHAIBHOTO 1/WJIN HAllMOHAIBHO-
To KOMUTETA IO MCCIIENOBATENBCKOI 3TUKE U XEJIb-
CUHKCKOM nekjapanuu 1964 r. u ee mociaeayonmum
W3MEHEHMSIM WJIM COIIOCTaBUMbIM HOPMaM 3TUKMU.

OT KaXmoro M3 BKIIOUEHHBLIX B MCCIEIOBaHUE
YYACTHUKOB OBLIO MOJy4YeHO WH(MOPMHUPOBAHHOE
JI0OpOBOJIbHOE COIJIacHe.
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Phylogenetic Analysis of the South Siberian Haplogroup Q-YP1102 from Y-SNP

TEHETHUKA

and Y-STR-Data on Tuvinian and Surrounding Populations

A. T. Agdzhoyan® * *, L. D. Damba’, V. M. Gurianov*,
V. V. Zaporozhchenko® ?, and |O. P. Balanovsky[*

Vavilov Institute of General Genetics, Russian Academy of Sciences, Moscow, 119991 Russia
bResearch Centre for Medical Genetics, Moscow, 115522 Russia
¢Biobank of North Furasia, Moscow, 115201 Russia
dResearch Institute of Medical and Social Problems and Control, Kyzyl, 667003 Russia

*e-mail: aagdzhoyan @gmail.com

Haplogroup Q-M242 forms the majority of the Native American Y chromosomes, reaching its highest fre-
quency in Eurasia in the populations of Central and Southern Siberia. We performed genotyping with a panel
of 60 SNP markers within haplogroup Q and carried out an in-depth phylogeographic analysis in the popu-
lations of Southern Siberia and adjacent regions. The study of 6 populations of Tuvans and Tojins revealed
three branches of haplogroup Q emerging from a single root (YP1102). The most common of them, the lin-
eage YP1691, reaches its maximum in the northeastern Tuvans (51%) and decreases in frequency from east to
west to 4%. A similar trend is followed by the distribution of the basal lineage YP1102*. The third branch
BZ99* is rare in Tuvans (2%), but is noticeable in the Khakas people (9%). Phylogenetic analysis of STR hap-
lotypes showed the distribution of the same clusters not only in different groups of Tuvans, but also among
the surrounding populations. The structure of the main cluster indicates an increase in the number of YP1691
carriers during the Late Iron Age. The frequency map of the lineage YP1691 reflects the results of active mi-
grations in Southern and Western Siberia during the last millenia. In the ancient populations of Siberia, the
YP1102* variant was found in five individuals: four of them are inhabitants of the Bronze Age Baikal region
and one is a representative of a Scythian type culture on the border of Mongolia and Tuva. Ancient DNA data
and a higher genetic diversity in the population of Southern Siberia suggest the origin of haplogroup
Q-YP1102 in this region and its further penetration to the west and north of Siberia, including possibly the
route of the Yeniseian-speaking populations.

Keywords: Southern Siberia, Tuvans, Tojins, Yeniseian languages, gene pool, Y-chromosome, haplogroup Q,
haplotype, phylogenetic analysis, cartographic analysis.
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BriepBbie moyyeHbl FTeHETUYECKME XapaKTEePUCTUKHU 15 ToKaabHBIX MO BOCbMU HaponoB BocTou-
Ho EBpoIIbI 110 pacimpeHHOM aHeIu, BKiIoJaromeid 21 ayrocomusbiii STR-Mapkep, IpuMeHsIEMBIii B Cy-
nedHo-3KcnepTHoi nmpakTtuke it JHK-unentudukaumm u ycraHossieHus1 poactsa. [IpoBeneHa olieHKa
noJuMop@du3Ma MapKepoB B POCCUINCKUX, OEIOPYCCKUX U MOJIIABCKUX MOMYJISALIMSIX, OXapaKTepU30BaHbI
YPOBHU BHYTPH- U MEXITOMYJISLIMOHHOM TeHeTu4YecKoil nuddepeHmanum uccieqoBaHHbBIX TPYIIT Hace-
nenust. Paccunranbl napamMeTpbl THOOPMALMOHHOM 3HAYMMOCTU CUCTEMBI ayTOCOMHBIX MUKPOCATEIIN-
ToB s akcneptHoit JIHK-unenTudukaim u ycraHosiaeHus poactBa. CoznaHa 6a3a JaHHBIX YacTOT all-
neneit ayrocomHbiX STR-I0KyCOB, KOTOpast MOXET ObITh UCIOJIL30BaHA [JIsI IIPOBEACHUS BEPOSITHOCTHO-
CTaTUCTUYECKUX PACYETOB MPU OLEHKE YPOBHSI TOCTOBEPHOCTHU 3KCIEPTHOIO MCCAEIOBAHUSI B CTpaHax
Coro3Horo rocygapctBa. O6G0cHOBaHa HEOOXOOUMOCTD ydYeTa MOIYISLUOHHO-TEeHETUYECKON CTPYKTYPhI
HaceJIeHUsI IpU BEPOSITHOCTHOU OLIEHKE TOCTOBEPHOCTHU Pe3yJbTaToB cynedHo-3kcnepTHoro JHK-ana-
JIM3a.

Karouesnie croga: MI/IKpOCElTCJIJII/ITHI)Iﬁ JIOKYC, 4aCTOTbI ajmeneﬁ, ImonyJjadanud, rCHETN4YCCKad ,HI/I(I)(I)CPGHL[I/I-

anust, IHK-uaeHTudukaus, KpyMUHaJIUCTUUECKHE TapaMeTpPhI.

DOI: 10.31857/S0016675821120055

BBEJEHUWE

Kaxmp1it "HIMBUIYYM HEeCET YHUKAIbHBIN TeHOM,
KOTOPBII XapaKTepu3yeTcsl HEMOBTOPSIIOLIMMCST COYe-
TaHUEM aUleieli MHoxkecTBa momMopdHbx JTHK-
MapKepoB. OCHOBHBIM METOIOM KPHUMUHAIUCTUYE-
CKolt nneHTuguKaum Ha 6ase aHanu3a JIHK sBisercs
KCCIeIOBaHNE ayTOCOMHBIX KOPOTKMX TaHAEMHBIX I10-
BropoB (STR), obGyagaroiinx BBICOKUM YPOBHEM ajl-
JIeJIbHOTO nojimMopdusMa. [ eHoTunpoBaHue ajuielb-
HOTO coCTOSTHUS 15—20 JT0KYCOB TaKMX IIOBTOPOB 00J1a-
JIaeT 1OCTaTOYHBIM YPOBHEM MH(MOPMATUBHOCTH 151
YCTAaHOBJIEHUS WHAWBUIYaJbHOTO ToOXAecTBa. s
aHanmm3a ayTocoMHBIX STR-I0KyCcOB HCITONMB3YIOTCS
HaOOpbl peareHTOB I T€HOTUIIMPOBAaHMS, OCHOB-
HBIMU MPOU3BOAUTEISIMU KOTOPBIX SIBISIFOTCSI KOM-

! Nononuurenshas uHdopMaIUs i 3TON CTaTbM MOCTYITHA
no doi 10.31857/S0016675821120055 11 aBTOPpU30BAHHBIX
MOJIb30BaTeJICH.

nanuu Thermo Fisher Scientific (CIIIA) u Promega
Corporation (CIIIA). B ocHoBe HaOOpPOB peareHTOB
yYKa3aHHBIX IIPOU3BOAUTENICH JIEXKUT MaHeIb MapKe-
pos ctanmapta CODIS (arm1. Combined DNA Index
System), npemnoxeHHast B 2015 1. 1 yTBepKaeHHas K
WCIIOJIb30BAaHMIO 11 KpuMHUHaIucTuyeckoro JJHK-
a”Hanu3a B 2017 r. @enepansHbiM bropo PaccnenoBa-
Huii MunuctepctBa octunuu CIIIA. HecmoTtpst Ha
to yTo cuctema CODIS pa3paboraHa 1 PyHKIIMOHU-
pyet Ha Tepputopun CIIIA, MHOTHE Ipyrre cTpaHHI,
B ToM uuciie Pecrmyonuka benapych u Poccuiickas
Mdenepanys, oMparoTcs Ha CTaHAAPT JaHHOM CUCTe-
MBI TIpu nipoBedeHun JAHK-mnentndmkanymm amg-
HOCTU B cyneOHoii skcneptuze. B 2017 r. maHenb
MmapkepoB craHgapta CODIS, mo aToro BKiogaBuias
13 MuKkpocaremmmToB, OblTa pacmpeHa. B HacTosee
BpeMsI B COCTaB TaK Ha3bIBAEMOTO Sipa CUCTEMbI BXO-
gt 20 ayrocoMHbix STR-mapkepoB: CSF1PO, FGA,
THOI1, TPOX, VWA, D3S1358, D5S818, D7S820,
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D8S1179, D13S317, D16S539, DI18S51, D21S11,
D1S1656, D2S441, D2S1338, D10S1248, D12S391,
D19S433, D22S1045. 9T uaMeHeHus MpUBEIn K He-
00XOIMMOCTH OOHOBJIEHMS pehepeHCHBIX 0a3 TaHHBIX,
cojepxKamux nHGOpMalnio, HEOOXOIMMYIO IS Be-
POSITHOCTHO-CTATUCTUYECKON OLIEHKU pe3yJIbTaTOB
SKCIIEPTHOTO UCCIIETOBAHUS, a TAKXKE aKTyaIu3alun
nHOpMAIIMK 00 YpOBHE reHeTu4YecKoi nuddepeH-
UALMK JOKAJIBHBIX ITOMYJISIIUI 110 MapKepaM pac-
mmpenHoit cucrembl CODIS 1 wHGOpManmMoHHOM
3HAYMMOCTH HOBOTO sinpa cuctembl mist JIHK -unenT-
duKalu B psilie JIOKATBHBIX HOIMyJIsiuuii BocTouHoit
EBponbl. bonbImHCTBO TTyOIMKaIii, TTOCBIIIEHHBIX
5TOMY BOIPOCY, Ha HACTOSIIINI MOMEHT COAEPKAT MH-
dopmarmio Toneko 1Mo 16 STR-mapkepam [1—14].

B HacTos1eit paboTe Mbl oxapakTepu3oBaiu Yya-
CTOTHI ajlesielt, ypOBeHb reHeTuYecKoi auddepeH-
LYMalWY TTONYJSIUWA U OLIEHWUJIU UNEHTU(DUKAIIMOH -
HBII ITOTEHIIMAJI cucTeMbl u3 21 ayrocomHoro STR-
Mapkepa (D1S1656, D2S441, D2S1338, D3S1358,
D5S818, D7S820, D8S1179, D10S1248, D12S391,
D13S317, D16S539, DI18S51, D21S11, D22S1045,
CSF1PO, FGA, Penta D, Penta E, THO1, TPOX, vWA)
B TMOMYJISILIMOHHBIX BbIOOPKaX BOCBMM 3THUYECKMX
rpynn BoctouHoli EBpomnbl — y pycckux, 6€10pycoB,
MOJIJJaBaH, raray3oB, IOJIIKOB, KOMU, MapuilIeB U
YKPauHIIEB.

MATEPHAJIbI U METO/bI

Marepuan uMccliefOBaHUSI COCTaBWJIU OOpa3Iibl
AHK w3 15 pa3nauyHbIX JOKAJIbHBIX ITOMYJISIMIA
BOocbMU HapoaoB BoctouHoit EBporibl. O61ast yuc-
JIEHHOCTh BBIOOpOK coctaBmia 1093 unouBuna. O6-
pasubl JIHK 6bu11 B3THl Y HEPOJACTBEHHBIX JIULL U3
cleayloluX TMoNyJsauuid, mpoxusatoimux B Poccuu
(pycckux — 205 00pasuoB, komu — 83, MapuiilieB — 76),
MongaBuu (MonaaBaH — 117, raray3oB — 57), benapycu
(pycckux — 57, 6enopycoB — 413, monsikoB — 32, yKpa-
uHieB — 110). Marepuan u3 nony/siuuii benapycu co-
JIEPXKUT 1IECTh BHIOOPOK M3 MCTOPUKO-3THOrpadurye-
CKUX peruoHoB pecnyosiunku: BoctouHoro Ilosechst
(N =41), 3anmagsoro IMonecws (N = 56), LlenTpaib-
Horo peruoHa (N = 135), ITogHenposbst (N = 80),
IMoozeppst (N = 55), INonemanbst (N = 46). Komu
MpencTaBieHbl AByMs BbBIOOpKAMM: KOMMU-3bIPSIHE
(N =43), komu-mxeMiibl (N = 40).

3a00p MEepBUYHOIO OMOJOTMYECKOro MaTtepuaia
(BEHO3HOI KPOBU) y TOHOPOB MPOBOAMIIU C COOJIIO-
JIEHUEM TIpOLIeAypPbl MUCbMEHHOTO UH(MOPMUPOBAH-
HOTO comlacusl Ha MpoBedeHUe ucciaenoBaHusi. Ha
KaXXJIOTO IOHOpa COCTaBJIsIaCh aHKeTa C ero poJo-
CJIOBHOI, YKa3aHUEM 3THUYECKOI NMPUHAAIEXKHOCTHU
U MECT pOXAeHUs MpeaKkoB. B ucciienoBaHue BKIIIO-
yeHbI ToJbKO o0pa3ubl JIHK noHOpoB, 110 pe3ynbTa-
TaM aHKETUPOBAHUS OTPULIABIINX (haKT METUCALIUNA
C TIPEACTAaBUTEISIMU APYTMX 3THOCOB MUHUMYM B
Tpex MOoKoJeHUsx. MHaAuBUAA OTHOCUIM K JaHHOM
STHUYECKOI IpyIITie Ha OCHOBAHUHU €T0 COOCTBEHHOM
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STHUYECKOM MASHTU(MUKALINY, €r0 POAUTEIEH 1 Me-
CTa POKICHUSI.

I'eHoTUMUpOBaHUE 0OpPa3lOB II0 ayTOCOMHBIM
STR-mapkepaM IIpOBOOWIM METOIOM MYJIbTUILIEKC-
HOM NOJMMEPA3HOI LIEMTHOM peakLu C TTOCISAYIOIIUM
aHaJIM30M MPOIYKTOB aMIUTM(MUKALIMM Ha aBTOMaTHye-
CKOM I€HETMYECKOM aHAJIM3aTOpe KaK OIMCAaHO paHee
[10]. DxciepnMeHTaIbHBIC MCCIEIOBAHUS IIPOBEIC-
Hbl Ha 6a3e LleHTpa KOJJIEKTUBHOIO ITOJIb30BaHUS
Hay4YHO-MCCJIeI0BaTeIbCKUM o0opynoBaHueM “Me-
nmuuuHckag reHomuka” Tomckoro HUMIIPAH un
HIIII IocynapcTBEHHOTo KOMMTETa CYAECOHBIX IKC-
neptu3 Pecrybnuku benapyce.

OLeHKY COOTBETCTBMSI paclpeneeHuil TeHOTH-
OB paBHOBeCcHIO Xapau—BaiitHOepra, reHeTU4eCcKoMn
BapuabenbHOCTH STR-T0KYyCOB ¥ MEXIOIMYISILIAOH-
HOe CpaBHEHUE MTPOBOJWIIM C UCITOJIb30BAaHUEM MPO-
rpaMMHoro cpencta Arlequin v. 3.11 [15]. dist aHa-
JIn3a reHeTuYecko nuddepeHIanu MomyIsnii
MPUMEHSIM pacyeT MoIapHbIX 3HaUeHUi F,; u aHa-
Jn3 MoJieKyJisipHoit nucriepcuu (AMOVA), ucrons-
3yd B KQYE€CTBC MaTpULbl TCHETUYCCKUX paCCTOHHI/[ﬁ
MaTpUIly CpelHEeKBaApaTUUHBIX Pa3Iuuuii B 4YUCIe
MOBTOPOB Ry,.

AVuCKpUMUHAIIMOHHBINM MOTEHIIMAI CUCTEMBI U3
21 STR-Mmapkepa olieHUBAJIM C TIOMOIIBIO CTaHIAPT-
HBIX KPUMUHAJIMCTUYECKUX TTIOKa3aTeseli, a MUMEHHO:
BEPOSITHOCTU CJIy4YailHOTO COBMNAJIE€HUS T€HOTUIIOB
(MP, matching probability), BepoOSITHOCTH AUCKPU-
MUWHaIMU HEPOACTBEHHBIX UHAUBUIOB (PD, power of
discrimination), uckmodaromeii crmocooHoctu (PE,
power of exclusion), u nHaekca otoBcTBa (PI, pater-
nity index) [16]. YacToTa amreneit ¥ KpUMUHATUCTH -
YecKue MmapaMmeTpbl paCCUUTHIBAIU C TIOMOIIbIO TTPO-
rpamMmHoro naketa MS Excel.

PE3VJIBTATHI U OBCYXJIEHUWE
lenemuueckas eapuabeaviocmos 21 STR

Yacrots! amneneii 21 STR neMoHCTpupyIoT cylie-
CTBEHHOE pa3HOO0Opa3ue B UCCIIeIOBAHHBIX MOITYJIsI-
uusx. Haubosee yactoie ajienan Mo OOJbIIMHCTBY
JIOKYCOB BO BCEX MCCJIEIOBAHHBIX MOMYJISILIASIX COB-
nanatot. Hanboblliee cyMmMapHoOe Yuciio ajuiesieit mo
21 ayTocOMHOMY MapKepy OBIJTO 0OHapy>KeHO B 6€JI0-
pycckoii ronyJisitiau (250), 4yTh MEHbIIIee YHUCIIO ajl-
JieJIed TTIOKa3aHO B POCCUMCKOM U YKPAMHCKOM TI0ITy-
Jsuusx (228, 214 cooTBeTCTBEHHO), 204 aienst Obu1o
OoOHapyXeHOo B MOMYJISILIMM MoJigaBaH. B monynsiiu-
OHHBIX BbIOOpKax raray3oB (195), mapuiities (192) u
nosikoB (184) mokazano meHee 200 amteneit. Ham-
MEHbIlIee KOJMUYECTBO ajiesieil ObIII0 OOHApYXKEHO B
KOMH-FXeMCKOM TTomystiun (163).

IMocne mpumeHeHMsT KoppeKuuu boHbeppoHU
(p = 0.002) He HAOIIOAATIOCH CYILIECTBEHHBIX OTKJIO-
HEeHUIl OT paBHOBecusi Xapau—BaitHOepra, 3a uc-
KJTIOYEHUEM YeTHIpeX MapKepOB B TPEX IMOITYJISAIIUSIX.
Mapkep FGA mnokaszan OTKIIOHEHUSI B POCCHUUNCKON
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nonysstuuu (p = 0.00082 £ 0.00002). Mapkep Penta E
TMoKa3aJl OTKJIOHEHMUSI B 00I1eit BEIOOpKE OeJIOpyCcCOB
(p = 0.00175 = 0.00004). B nonBbi6bopke BocTouHoro
IMonechst OTKIIOHEHNE OT paBHOBECHUS OBUIO TTOKa3a-
Ho 110 JIoKycy D1S1656 (p = 0.00095 £+ 0.00003). Ha-
koHel, D16S539 (p = 0.00095 = 0.00003) mokazan
OTKJIOHEHUS B BLIOOPKE KOMU-UKEMIIEB.

AHalIn3 reHeTUYEeCKMX PACCTOSIHUU IJIST IIeCTU
BBIOOPOK OEJI0pPYCOB HE MOKa3aa MEXITy HUMU CTaTH-
CTUYECKM 3HAYMMOM TeHEeTWMYEeCKOM mucrtaHiuu. Ta-
KM 00pa3oM, ISk JAHHOI MOITYJISILIMKA HET HeOOXOmM -
MOCTH YUUTBIBATh TEPPUTOPHUAILHOE IIPOUCXOXKICHIE
WHIWBUIA BHYTPU CTpaHbl MPU MACHTU(UKAIIMOH-
HOM aHanu3e. TeM He MeHee B JaJIbHEHIIINX pacyeTax
MBI IIPUBOIMM PE3yIbTaThl KaK IS TOTAJIbHOM BbI-
OOpKM OEJIOPYyCOB, TaK U IJIsI TEPPUTOPUATIBHBIX BhI-
OOpoK.

OOparHas cuTyanus nmokaszaHa JiJIsi BBIOOPOK KO-
MU. AHAJIN3 TeHETUYECKUX paccTosiHUi mo Hero 06-
HapyXWI HaJIn4re 3HaYMMO TeHETUISCKOI TMCTaH-
MM MEXIYy KOMM-3bIpSIHAMU M KOMU-MXKEeMIaMU
(0.0054, p = 0.004). DT pe3yabTaThl JAIOT OCHOBAaHUE
I PACCMOTPEHUSI 3TUX BBIOOPOK OTIEIBHO IPYT OT
npyra npu ¢GOpMUPOBAHUM pedepeHCHBIX TTOMYJISI-
LUOHHBIX JAHHBIX IIPU IIPOBEACHUM T'€HETUYCCKOM
DKCIEPTU3EL.

Takke 3HaUYMMble TEHETUYECKUE PACCTOSIHUS TI0
21 ananmu3upyemoMy STR-Mapkepy oToesIioT momy-
JISILIMU KOMU-3BIPSIH, KOMM-MKEMIIOB, MapuMlieB,
MOJIaBaH APYT OT Apyra U OT OCTaJbHBIX aHATTU3UPY-
€MBIX TTOMyYJISIInit. HampoTuBs, MeXmy pycckumu, 6e-
Jlopycamu, TIOJITKaMM 1 YKpauHIIaMU 3HAYUTEIbHAs
reHeTU4ecKasl IMCTaHLIMS He TToKa3zaHa (Tao. 1).

CTOUT OTMETUTh, UTO MapKEPOM C HAUOOJBIINM
qucyioM ajteneid sBisietcs gokyc D12S391, mist Ko-
TOPOTO MOKAa3aHO 18 ajjIeIbHBIX BAPUAHTOB B Gello-
PYCCKOM MOMyISIIA U 15 anseneit B ITOJIbCKOM MOITy -
S, B ocTallbHBIX aHAJIUM3UPYEMbIX MOMYJISIIIASIX
HanOoJIbIIIee KOJIMYESCTBO aJljIeIeil OTMEYEHO IS JIO-
Kyca Penta E. [lanHbBIe 0 YacTOTaX ajuiejieii JOCTYITHBI
10 3a1pOCy Y aBTOPOB.

lenemuueckas ouppghepenyuayus nonyaayui

O1ueHKY reHeTudeckoi nuddepeHIaLIN UCCIIe-
JIOBAaHHBIX BBIOOPOK IO COBOKYITHOCTH Bcex STR-
MapKepOB MPOBOIUIN C TIOMOIIbIO aHAIM3a MOJIEKY-
JisipHO# aucriepcuu. [1pu cpaBHeHUM BCEro MaccruBa
BBIOOPOK pa3inuus MeXIy MOMYyJSIUsIMA COCTABU-
1w 0.35%. B cirygae o6bequHEHUSI BBIOOPOK 10 YPOB-
HSI 3THUYECKUX Tpynn nuddepeHumnaiys Ha ypoBHe
3THOCOB Bo3pocia a0 0.39%. Ilpu cpaBHEeHUU IBYX
BBIOOPOK PYCCKUX U O€JIOpYCOB pa3iuyusl TOJHO-
CTbIO OTCYyTCTBOBaJIM. CpaBHEHUE MOINYJSILIUil pyc-
CKMX C KOMM W MapuiillaMu MPOAEMOHCTPUPOBAJIO
HEOOJIbIIION OTpULIATEbHBIN YPOBEHb TEHETUYECKOM
muddepernuanum (0.03%), cCBUOCTEIBCTBYIOIINI O
HECKOJIbKO 0O0JIbIlIEM F€HETUUECKOM CXOICTBE UHAU-

XAPBKOB u np.

BUIOB M3 PA3]IMUHBLIX TTOMYJISIIAI 10 CpaBHEHUIO C
WHIWBUIAMUA U3 TOU ke nomnyasuun. duddepeHiu-
anys MoNyJISINUMA pyCCKUX, MOJIIaBaH U raray30B CO-
craswia 0.13%.

[Ipu aHanmm3e 4acTOT ajuieeit I BCeX MOITYJIs-
nuii 3 Pecniyonuku Benapych (Bcex BBIOOPOK GeJ1o-
PYCOB, PYCCKUX, ITOJISIKOB U YKPAUHILIEB) OOJIs pa3jin-
ypii Mexxay HuMmu coctasuna 0.1%. I[pu cpaBHeHNU
BBEIOOPOK O€JI0PYCOB M3 pa3HbIX UICTOPUKO-3THOTpa-
¢uYecKknX peruoHOB pecnyOJuKN YpoBeHb nudde-
peHnuanny Mexay HuMmu 6su1 0.1%. I1pu cpaBHeHNU
TPYMITbI OEJI0PYCOB C PYCCKMMM, MOJISIKAMU U yKpa-
WHIAMU pasaudue Jocturio 3HadeHus 0.8%. Dtu
pe3yabTaThl BIIOJIHE OXWAAEMBI B CUJIy MYJIbTHAI-
nenpHOCTH STR-MapkepoB M UX OTHOCUTEJILHO BBI-
COKOII CTeleHu MYTUPOBAaHMS M PEKOMOMHALIVN.
Taxke 3aKOHOMEpPHO yBEIMYEHHUE ITOKa3aTesieil Ie-
HeTudecKou nuddepeHIInaly Ipyu CpaBHEHUHN pa3-
JIMYHBIX II0 IIPOMCXOXICHUIO 3THUYECKMX TPYIII.
Pe3ynbTaThl IUCIIEPCMOHHOIO aHaIM3a MOKA3hIBAIOT
OTCYTCTBUE 3HAYMUTEbHBIX TEHETUYECKUX Pa3INInid
MEXIY PYCCKMMU U OelopycaMu, U CIaBSIHCKUMU
MOITYJISILASIMU B 1IEJIOM, a TAKXKe OUYeHb HU3KUI ypO-
BE€Hb pa3jinyuii MeXIy pyCCKUMHU, KOMU U Mapuiila-
mu 1o STR-reHoTnIzaM. D10 0O3HAYAET, YTO, HECMOTPSI
Ha MMEIONIyIocs MH(MOPMAIIMIO O 3HAYMTEIbHOM aH-
TPOIOJIOTrNUecKoi nruddepeHInalu U CyIIeCTBYIO-
III1E€ COBPEMEHHbBIC Pa3InuMs MEKIY UCCISIOBAHHbBI-
MU 3THOTEPPUTOPUATIbHBIMU I'PYIIAMU, YACTh UX I'e-
HodoHaa 1Mo ayrocoMHBIM STR-Mapkepam siBiasieTcst
OYeHb MaJIo TudGepeHINPOBAHHOII.

Tenemuueckue 83aumoomuouieHus
Mexncdy nonyASyUIMU

Buzyanuzanms MaTpuilbl T€HETMYECKUX PaCCTOsI-
HUI MEXIYy MOITYJISILIMOHHBIMIA BBIOOPKAMH METOIOM
MHOTOMEPHOTIO ILIKaJIupoBaHus (puc. 1) mokasbiBa-
€T, YTO MCCJIeIOBaHHbIE BEIOOPKU pacIipencieHbl B
COOTBETCTBUU C UX ITHUYECKOI OJIM30CTHIO U Teorpa-
dudeckoit nokanuzanueit. Haubonee reHeTuyecKu
OJIM3KUIMU JIPYT APYTY SIBIISIIOTCSI BEIOOPKM PYCCKUX U3
Poccum n benapycu. MakcuMmanbHO yaajieHbl IpyT OT
Jipyra Hau6oJjee TePPUTOPUATBEHO Pa300IeHHbBIE BbI-
OOpKU KOMU-IKEMIIEB 1 ITOJISIKOB. KoMu-3bIpsiHE 1
KOMM-VKEMIIbI IEMOHCTPUPYIOT 3HAUMTEJIbHBIE pa3-
JINYMSI TT0 TIEPBOMY U3MEPEHUIO, YTO BEPOSITHO CBSI3aHO
C OTHOCUTEJILHO CWJIBHBIM COBUIOM YacTOT aJUlejieii B
BBIOOpPKE KOMU-MKEMIIEB B CBSI3U C X OTHOCUTEIBHO
HeJaBHUM pacceJIeHMEeM Ha 3Ty TEPPUTOPUIO U HATU -
yreM 3¢p@deKTa OCHOBATeNsI B 3TOM CyO3THUYECKOM
rpytie. B cooTBeTcTBMHM € reorpadnyecKoii JoKaIn-
3aleil OJIU3KU IPYT APYTY U BBIOOPKU OEJIOPYCOB U3
Bocrounoro u 3anamHoro Ilonecks:, LlenTpanbHoit
benopyccun, IMonaenposest 1 [Tonemanbs. Beionpa-
eTcs1 TOJIBKO BhIOOpKa IToo3ephsi, KoTopasl SIBIsSIETCS
caMoOIi CEBEpHOI1, HO IPU 3TOM IPYHITUPYETCS C I0K-
HBIMHM BEIOOpKaMmu 13 Ilojtechsi. AHAIM3 MOTYEePKU-
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Hszmepenue 1

Puc. 1. ITonoxeHue uccieqoBaHHBIX MOIYJISLIMIA B IpocTpaHcTBe MDS.

BaeT reHeTUYECKYyI0 OJIM30CTh MEXIy cO00ii Mojaa-
BaH ¥ raray3os.

HoeumugpuxayuorHolii nomenuyuan
cucmemut aymocomtuvix STR-10Kycoe

7151 olleHK BO3MOXKHOCTH MCITOJIb30BaHUSI CUCTE-
MbI MapKepoB nipu JJHK-unentudukaimm B cyneOHOH
9KCIEepTU3e, PACCUUTHIBAIM CTAHAAPTHbIE KPUMUHA-
JINCTUYECKUE TTapaMeTpbl MHHOPMATUBBHOCTHU: BEPO-
SITHOCTb CJy4aliHOTro coBmageHusi reHoturnoB (MP,
matching probability), BepoSITHOCTb JUCKPUMUHALIN
HeponcTBeHHbIX nHIUBUIOB (PD, power of discrimina-
tion), nckimoyvaroias crrocooHocts (PE, power of ex-
clusion), unnekc otuoBctBa (PI, paternity index).
IMokazarenrm MP n PD mncnomw3yrorca nmpu JJHK-
UaeHTUUKAIUKU JudHocTU, a 3HaueHus1 PE u PI
pacCUMTHIBAIOTCSI TP OINpPEAeIEHUU OTIIOBCTBA.

KpuMuHanucTrueckrue napaMeTpsbl 11 Kaxa0ro
JIOKyca TPEJCTaBICHbl B JTOMOJHUTEIbHBIX MaTepua-
Jiax. HauGonpliasi uH(GpOpMaTUBHOCTb PaCcIIMPEHHOTO
Habopa mapkepos 11 JJHK -unentndukannm moxka-
3aHa i1 BBIOOPOK KOMHU (KOMM-3BIpSHE, KOMU-
vkeM1bl) (Tad1. 2). B monymsinuy pyccKux 3Ha4eHUe
BEPOSITHOCTU ATUCKPUMUHAILIMY HEPOJCTBEHHBIX UH-
auBunoB (PD) Bo3pocio mo 0.999999999994978, a
noka3zaTellb UcKmoJaroleit criocoonoctu (PE) uzme-
Hwics ot 0.99999999989 no 0.999999998679. Hanbomee

HU3Kas UIeHTU(UKAIIMOHHAsI NH(GOPMATUBHOCTh Ha-
6opa u3 21 STR noka3ana 11ij1s1 BLIOOPKM HOJISIKOB. ITo-
KazaTeau MH(pOPMaTUBHOCTHU LIS UIEHTU(DUKALIUU 1
orpeJesieH!sI OTLIOBCTBA BO BCEX IMOITYISLIMSIX Ha HE-
CKOJIbKO MOPSIAKOB MPEBBIIAIOT 3HAYEHUST, yCTAHOB-
JIEHHbIE HOPMAaTUBHBIMU aKTaMHu, JEUCTBYIOIIMMU
Ha Tepputopun Poccuiickoii @enepanuu. JJlaHHbBIE O
yacrorax ayreneii 21 STR-nokyca B momyJsimusix,
HUCCIeOBAaHHBIX B HACTOSIIEH paboTe, BKIIOUYEHbI B
pa3paboTaHHYIO aBTopaMu 0a3y gaHHBIX. [Ipencras-
JIEHHbIE YaCTOTbl MOTYT ObITh pedepeHCHBIMU (1151
COOTBETCTBYIOLUEN MOMYJSUUUA WA STHUYECKOM
IPYMIIbI) U1 BEPOSITHOCTHO-CTAaTUCTUYECKOMN OLIEHKU
pE3yJIbTAaTOB 9KCIIEPTHOTO MCCIeN0BaHUS TTPU UAEH-
TU(pUKALIMY TUYHOCTU, YCTAHOBJIEHUU POJACTBA U JIP.
Kpome Toro, taHHbIE MOTYT UCITOJIb30BAThHCS JJIsI 10—
MyJISILMOHHO-TEeHETUYECKUX CPABHUTEIbHBIX UCCIIe-
JIOBAHUI.

Taxkmm o6pa3om, ObUTH YCTAHOBICHBI YACTOTHI aJI-
JIeaeil 1 KpUMUHAJIUCTUYECKUX IapaMeTpoB 21 ayTo-
comHoro STR-nokyca mag 15 momymnsiiuii BOCBMU
HaponoB Bocrounoit EBporrsl. I[loka3zan 3HaYnMMBIi
JIUCKPUMUWHUPYIOIIWIT MNOTEHIMA MCIIOJIb3yeMOIO
Habopa mra JHK-unentudukanum u ero addex-
TUBHOCTb IIpU OIpeaesieHnu poacTBa. O1eHKa reHe-
THYecKo auddepeHInalU Pa3INYHbIX ITOITYJIsI-
Ui BEISIBMJIA HEOOXOOMMOCTh y4YeTa MOMYJISIIINOH-
HOU NPMHAIJICKHOCTU MpPU CO3JaHMU 0a3 JaHHBIX
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Tabomuna 2. neHtrudukaimonHass MHQOPMaTUBHOCTb COBOKYITHOCTH 21 ayrocomHoro STR-n1okyca B monynsuusix Bo-

crouHoit EBpornbl

[Monynsmus PD PE
Taraysbl 0.999999999954539 0.999999997608839
KoMu-3eipsiHe 1.0 0.999999999658466
KoMmu-mkeMIrbt 1.0 0.999999999137624
Mapuiiisl 0.999999999972582 0.999999998174319
MonnaBaHe 0.999999999994137 0.999999999509155
TMonsku 0.999999999789335 0.999999999974522
Pycckue 0.999999999994978 0.999999998679004
YkpauHIbI 0.999999999996165 0.999999999893009
Benopycst 0.999999999997410 0.999999999263556
Bocrounoe IMomnecbe 0.999999999952167 0.999999999989964
Huerp 0.999999999952167 0.999999999133377
LlenTpanbHast 0.999999999996428 0.999999999233081
O3sepHoe 1aTo 0.999999999969731 0.999999998645556
Heman 0.999999999961487 0.999999999765122
3amagHoe [lomecbe 0.999999999980485 0.999999999810011
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Genetic Diversity of 21 Autosomic STR-Markers of the Codis System
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For the first time, genetic characteristics of 15 local populations of 8 ethnic groups of Eastern Europe were
obtained using an expanded panel that included twenty-one autosomal STR markers used in forensic practice
for DNA identification and kinship establishment. The assessment of polymorphism of markers in the Rus-
sian, Belarusian and Moldovan populations was carried out, the levels of intra- and interpopulation genetic
differentiation of the studied population groups were characterized. The parameters of the informational sig-
nificance of the system of autosomal microsatellites for expert DNA identification and establishment of kin-
ship were estimated. A database of allele frequencies of autosomal STR loci has been developed, which can
be used to carry out probabilistic and statistical calculations when assessing the level of reliability of an expert
study in the countries of the Union State. It was shawn thet population genetic structure should been taking

into account in forensic DNA analysis.

Keywords: microsatellite locus, allele frequencies, population, genetic differentiation, DNA identification,

forensic parameters.
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PEKOHCTPYKIUA ITPOUCXOXKIAEHUA I'bIJAHCKNX HEHIIEB

HA OCHOBE 'EHETUYECKOI'O AHAJIM3A UX POIOBOU CTPYKTYPhI

C ITOMOIIbIO HOBOI'O HABOPA YSTR-MAPKEPOB
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HccnenoBaHa reHeTHUYECKasl CTPYKTYpPa HEHELIKMX POJIOB IO MapkepaM Y-XpOMOCOMBI C UCITOJIb30BaHUEM
pazpaboranHoro Habopa YSTR mist onpeneneHus monyIsIMMOHHON NPUHAIICXKHOCTH HEM3BECTHOTO MH-
nuBuaa. Pe3ynbTaTel aHaan3a 4acToT rarutorpyri 1 YSTR-rarioTUIIOB CBUAETENBCTBYIOT, UTO HEHELIKME
pona SABISIOTCS pOACTBEHHBIMU O0BEIMHEHUSIMU, B OOJTBITMHCTBE CIIydyaeB MUMEIOIIMMU OTHOTO IIPEeIKa 1o
MyXckoii tuHuU. [TokazaHo, 4TO Y-XpOMOCOMHBIN TeHOMOH HEHIIEB CTPYKTYPUPOBAH IO POJOBOMY
MpUHIUITY. JIJ1sT TOmaBIISIIoNIeTo GOJIBITMHCTBA 0OPA31IOB BEIBICHA TeCHas FTeHeTUUeCKast OIM30CTh Ipe -
CTaBUTEJICi OMHOTO POJa U OTHOCUTEIbHO HeAaBHUIT 3¢hheKT OCHOBATES 110 MYy>KCKOM TuHUM. CTpyKTypa
rarIOTUITOB TaIjIOTPYIT Y-XPOMOCOMEBI B COCTaBe HEHEIIKOTO TeHO(MOHIA TeMOHCTPUPYET TeHETUIECKYIO
0JIM30CTh HEHLIEB C XaHTAMU U BHLIAMU. BBISBIeHBI 3HAUMTEbHBIC PA3IMYMS MEXAY IBYyMsI HEHELIKUMU
dpatpusmu. OnieHKa Bo3pacTta TPOUCXOXKICHUS OTACIbHBIX CyOTUHUMN Y-XpOMOCOMBI U POIOBBIX KJIacTe-
POB TarIOTUIIOB MOJHOCTBIO COIJIACYeTCs C JaHHBIMU 3THOTrpaduu o opMUPOBAHUN POIOB U dpaTpuii B
cocTaBe ThITAHCKUX HEHIIEB. Pe3yiabTaThl CpaBHUTEIBLHOTO aHaJM3a CIIEKTpa TalUIOTUIIOB yOeaUTeIbHO
CBUIETEJIbCTBYIOT O CIEUM(PUUHOCTU CYOIUHUIA Y-XPOMOCOMBI M KJIACTEPOB TalIOTUIIOB HE TOJILKO Ha
YPOBHE 3THOCOB U MOMYJISIIINIM, HO ¥ Ha ypOBHE DdpaTpuii, poI0oB 1 OTAETbHBIX (DaMWILHBIX TPYIII. 3a eau-
HUYHBIMM UCKJTIOUSHUSIMU Kaxasi (ppaTpusi U pol UMEIOT CBOM crieliM(UYHbBIN KIacTep rarjioTUIOB, paB-
HOYIAJICHHBIX IPYT OT ApYyTa.

Karouesvie crosa: Y-xpoMocoMa, reHO(MOHI, IOITYJISILHs, TeHeTUUYeCKOoe pa3HooOpas3ue, HEHIIbI, PO,

JHK-unenTudukamnus.
DOI: 10.31857/S0016675821120067

HeHubl — Hapond, NpoXMBAIOIINiA B eBpOMeCKO
yacti Poccum 1 ceBepe 3anmamHoit Cuoupu, SIBIISTIOT-
CSI OTHOI 13 MHOTOYMCJIEHHBIX TPYIIIT KOPEHHBIX Ma-
JIOYMCJICHHBIX HapomoB. OHM paccelieHbl Ha OTPOM-
HOIi TEpPUTOPUHU, TIPOCTUPAIOLLIEIACS ¢ 3aMaaa Ha BO-
CTOK Ha HECKOJILKO ThICSY KWJIOMETPOB, U ACIISITCS
Ha €BpPONENCKUX M a3uaTcKux (cuoupckux). EBpo-
MeicKre HeHIIbI IIPOKMBaT B HeHellkoM aBTOHOM-
HOM OKpyTe ApXaHTeJIbCKOI 00J1acTH, CUOMPCKUE — B
SAmanmo-HeHenkoM aBTOHOMHOM OKpyre TroMeH-
ckoit obnmactm m B Jonrano-Henenkom TaiimMbIp-
CKOM MyHUIMIIAJbHOM paiioHe KpacHospckoro
Kpas. HeGompine rpyniibl HEHIIEB IIPOXWBAIOT B
XaHTBI-MaHCHIICKOM aBTOHOMHOM OKpyTe, B Myp-
MaHCKolt obnactu, a Takxke B Pecnybonuke Kowmu.
Hapsiny ¢ HraHacaHCKMM, HEIKUM U CeJIbKYIICKUM
SI3BIK HEHIIEB BXOAUT B CAaMOAUICKYIO I'PYIIITY Ypaib-

CKOM $3bIKOBOIT cembu. Ilo AHTPOITIOJIOTNYECCKHUM
IIprU3HaKaM HCHIIbI OTHOCATCA K MOHTOJIOMJaM.

ITo manueiM Beepoccuiickoit miepermucu 2010 1. B
cocTtaBe HaceeHus SIMano- HeHelrkoro aBTOHOMHO-
ro OKpyTa UX HaCUMThIBaiIoch 29772 yenoBeka (5.7%
OT o01eil yuciaeHHocTy HaceneHus ) [1]. Camas Bo-
CTOYHAsI YacCTh apeajia HeHIIEB PacIIoIOXeHa Ha Tep-
putopnuu Mmexny O6bio 1 Eanceem. Hennes, mpoxm-
Baolux B TazoBckoM paiioHe fAmano-HeHelkoro
aBTOHOMHOIO OKpyra, MOXHO OOBEOIWHUTH OOIINM
Ha3BaHMEM “TBITAaHCKWE HEHIIBI, TaK KakK OOJIbIIast
YacTh pailoHa pacIioyioXXeHa Ha TeppuTopuu I'bimaH-
CKOTO ITOJIyOCTPOBa, OHU OTHOCSITCSI K TPYIIIC TYHI-
poBbiX [2]. B TazoBCcKOM pailoHe HaXOISITCSI HAIIUO-
HaJIbHBbIC TTIocenKU — I'biga, AHTumnaroTa, Haxonka u
paioHHBIN 1IeHTp Ta30BCKMIt.
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Kak 1 n1s1 6oapIIMHCTBA IOXXKHOCMOMPCKUX U 3a-
MagHOCUOMPCKUX HAPOIOB, OTIMUUTEIBHON YEPTOM
HEHIIEB SBISCTCS HaJW4ue pOJOB, INEe CYET POACTBA
BeIEeTCS 10 MYXCKOM TuHuM. PomoBas opraHu3anus
HEHIIEB JOCTaTOYHO XOPOIIIO U3yYyeHa aHTPOIIoJIora-
MU 1 3THorpadamu [1]. bpaku y HeHIIeB Bcerna Obutr
CTPOIO 3K30TaMHBIMU. Y ThITAHCKUX, SIMAIbCKUX U Ta-
30BCKMX HEHIIEB pojia OOBEAMHSIINCH B JBE 2K30raM-
HbIe (DpaTprH, OoHA U3 KOTOPBIX — Xaproun (“HacTosi-
mue HeHIbI”). OHa coCcTosIa U3 POIOB CAMOIUIICKOTO
MpOUCXOXAeHUs, BTopas (BanyiiTo, “mHOMNIEeMEH-
HUKN”’) — U3 POAOB, BOCXOASIINX K aOOpUTCHHOMY
TeHETUYECKOMY CyOCTpaTy, a TaKxKe SHEIIKOTO 1 XaH-
THIICKOTO TpoucxoxnaeHus [3]. HMHO3THUYHBIC
TPYMIILI POJIOB BKJIIOUEHBI HEHIIAMU B CBOIO JyaIbHO-
¢dparpranbHyIO OpraHM3alrIo U UX IIPEICTaBUTEIN 3a-
KJTI0YaloT Opakul B COOTBETCTBUM C WX 3K30TaMHBIMU
Hopmamu. Co BTopoii mojsoBuHbI XVIII B. HEHIIbI cTamu
HapalyBaTh IIOTOJIOBbE TOMAIIIHUX OJIEHEH, YTO IIpH1-
BEJIO K MOCTEIIEHHOMY YBEJIMYECHUIO YHCIEHHOCTU
HaceJeHUs U IpOoOJIeHUIO OOJIBIINX HaTprUapXaIbHBIX
pomoOB Ha Maiible poma-niatpoHuMnn [4]. I'elmaHckas
rpyniia HEHILEB SBJSETCS MOIyJsiueii, Haubomee
COXpaHMBIIEH TPAAUIIMOHHYIO COLMAIBHYIO CTPYK-
TYpy, TaK Kak OblIa HaMeHee IToABepKeHa N3MEHE-
HUSM B COLMAIbHO-3KOHOMUYECKOM U KYJbTYpPHOM

cdhepax.

B XX B. B cocTaB IrbIJaHCKMX HEHIIEB BIMJIMCH OT-
JIeJIbHbIE TPEICTaBUTEIN JICCHBIX W E€BPOMNEMCKUX
HEHIIEB, a TaKXe HEeCKOJIbLKO pyccKux M Tatap. Ha
2001 rom Ha TeppuTopruu TazoBCKOro paitoHa Mpo-
>KMBaJIM IIPEACTaBUTENN 43 HEHELIKMX POIOB X BOCBMU
oHeHeuuBIIuxcs Gamuuii. Ha I'vsimaHe mpoxkuBaioT
npeacraBurein ooenx parpuii. K pomam dpartpun
Xaproun otHocaTca Anep, Esaii, Jlaricyit, Hensnr,
Hsapyii, OxoratTro, Cycoii, Caporatto, Ciorueii, To-
roii, Tacuaa, Xabato, Xapouu, XopoJsi, Xyau, X3HO,
Anne, Aano, AnrtyHait. Bo dparputo Banyiito Bxoosar
pona Banyiito, Banro, Jlamno, Ilyiiko, Caobwi, Ap,
Sntuk, Aynrag. OCHOBY T'bIIAHCKOTO 3THUYECKOTO
MaccHBa COCTaBWJIN HEHIILI podoB Xaprouun, Ap, Cro-
rHei, AiiBacena, Anep.

B ¢dopmMupoBaHuUM BOCTOYHBIX HEHILIEB MPUHSIIN
yJacTue TaKxKe DHELKME M XaHTBIMCKME MO IIPOMC-
XOXKIIEHUIO POJia, KOTOPbhIE BOIIUIA B COCTaB (hpaTpuu
Banyiito. K sHenikuM pogam npuHaaiexat Mapbuk,
Acena, ITapoBeix, T€p, OkoBaii. K XaHTBIIICKM OT-
HocsaTcst Tuowum, Baxo, Hepkwixel, Haganru, Ily-
pyHryii, Caaungep [5].

PonoByto npuHaaieXXHOCTb y HEHLIEB B OOJILIIINH-
CTBE CJIy4aeB BO3MOXKHO YCTaHOBUTbD IO (haMIJIUSIM,
TaK KaK NPakKTUYECKN BCE COBPEMEHHBbIE HEHEIIKNE
¢daMmIMKM TTOBTOPSIOT Ha3BaHUE pojlia JMOO TOJHO-
CTBIO B UCXOOHOI (hopme, MO0 ¢ HEOOIbIIUMU M3~
MEHEHUSIMHU. TakuM oOpa3oM, MOApOOHbBIC TAaHHBIC
00 sTHOTpaduU U POIOBOI CTPYKTYpE ThIIAHCKUX
HEHIIEB Jal0T Oorarblii MaTepHall IjIs UCCIIeIOBaAHUS
TeHEeTUIECKOM CTPYKTYPHI pOIOB 1 DpaTpHii.

XAPBKOB u np.

bonpmoe ynciao mapopmatuBabix SNP m STR-
MapKepoB Y-XpOMOCOMBI, UCITOJIb3yeMbIX B HACTOSIIIIEe
BpeMsl ISl U3Y4YEeHUs TIOMyJISIHIMOHHO-TEeHETUYeCKOM
CTPYKTYPHI pa3IUIHbIX STHOCOB, ITO3BOJISIOT IIPOBE-
pUTh, SIBJASICTCS JIU TOT WJIM WHOM POI KPOBHOPOI-
CTBEHHBIM OOBbEAMHEHUEM , UMCIOIIIMM OTHOIO POJIO-
HavyaJbHUKA 110 MYXKCKOM JIMHMU, WJIM OCO3HaHWE
TakKoi OOIIHOCTHU JIUIb YCJIOBHOE U POI SIBJISIETCS
OOIIIHOCTHIO JIIONEH, IIPOXMBAIOLIMX Ha OJHOI Tep-
pUTOPUM, HO HE CBSI3aHHBIX T€HETUYECKMM pOI-
CTBOM IIO OTLIOBCKMM TI'€HEAJIOTMYE€CKUM JIMHUSIM.
Panee mo MapkepaM Y-XpOMOCOMBI yXXe ObLIa OXa-
pakTepru30BaHa rTeHETUYECKasl CTPYKTypa pOIOB Y Ka-
3axoB [6, 7], 6amkup [8], xakacoB u 1mopies [9].

B xone BBITTIOTHEHUS TIPOEKTA IO pa3padoTKe pas3-
JMYHBIX TecT-cucteM st JHK-uapentudukanum u
ornpeaeaeHrs TOMYJISILMOHHON TPUHALIEXKHOCTU
HEM3BECTHOIo MHAMBUAA 10 06pa3siy ero JJHK onu10
MOKa3aHO, YTO TalUIOTUIIbI, TTOCTPOEHHbIE C TTOMO-
1IbIO TEHOTUMHUPOBAHUS CIIELMATIbHO OTOOPaHHBIX
MO YPOBHIO UX UHMOPMATUBHOCTU U TEMITY MYTUPO-
BaHus1 STR-MapkepoB Y-XpOMOCOMBI, 00J1aaloT 3Ha-
YUTEIBHOM 3THUYECKOU U TEPPUTOPUAIBHOM CIIELN-
¢uyHOCThIO. bBBITa ycTaHoBIeHAa OYeHb BBICOKAas
MEXTIOMYJISIIMOHHAsI nUddepeHInalms MoTy4eHHbIX
YSTR-rarutorunos [10], 94To IMO3BOIMIO CO30aTh 3D -
¢dexTruBHO padoraromuit Habop YSTR-mapkepoB mist
neneit JHK-unpenTudukaumm.

Ilenp ucciienoBaHusI — OXapaKTepu30BaTh T'eHe-
TUYECKYIO CTPYKTYPY POAOB I'bIAAHCKUX HEHIIEB C MC-
MOJIb30BAHUEM MapKepoB Y-XPOMOCOMBI, Ompee-
JIUTh UX TEHETUYECKOE POJICTBO MO MYXKCKOU JIUHUU
U YCTAaHOBUTb MEXATHUYECKOE T€HEeTHMYECKOe POJi-
CTBO OT/EJIbHBIX POJIOB, BXOMASIIIMX B COCTAaB pa3any-
HbIX (hpaTpuii. B KauecTBe MHCTpyMEHTAa UCCIEa0Ba-
HUS Mbl UCTIOJIb30BaJIU pa3paboTaHHbIN HAMU HAOOP
YSTR misa onpenencHus MOIMYISIIMOHHONM TTpUHAI-
JISXKHOCTU MHAMBUIOB 10 obpasiy ux JJHK, perras
napajjieabHO 3a1ayy TECTUPOBaHUS BO3MOXHOCTEH
Habopa 1151 yTOUHEHUSI CTENEHU TOYHOCTU U IeTalu-
3allMU NPUBSI3KY WHIWBUIOB HE TOJIBKO K 3THOCAM U
MOMYJISILIMSIM, HO U K KOHKPETHOMY POy U (haMUJIMH.

MATEPHAJIBI U METOJbI

Martepuan wucciaeqoBaHUsS COCTaBUJIM OOpa3iibl
JHK MyXuuH u3 pa3anyHBIX JOKAJbHBIX ITOITYJISI-
1 ThiIaHCKUX HEHLEB (N = 322). BIOOPKY IblIaH-
CKMX HEHIIEB IpeNcTaBlisieT HaceJeHue Tocenka Ta-
30BCKMI1, cella AHTHIIAIoTa, cena Ibima, TazoBckoro
paiioHa fmanmo-HeHellkoro aBTOHOMHOIO OKpyTa
Poccwuiickoit @enepanvn. MaTepual ITOJTy4YeH B X0Oe
COBMECTHBIX HAyYHO-TIPAKTUUYECKUX MEIMIIMHCKUX
akcnieauuuii B 2019 r. 1 ;enmoHUpoBaH B Ouopecypc-
HyI0 Kouteknuio “buobdaHk HaceneHuss CeBepHOI
EBpazun”. 3a60p nepBUYHOIO OMOJIOTMYECKOTO Ma-
Tepuaja (BEeHO3HOI KpOBU) Y JOHOPOB IMPOBOIWIY C
COOJII0IeHUEM MPOLienypbl MUCbMEHHOTO UH(POPMU-
POBAHHOTO COIJIacusl Ha MPOBEAEHNE UCCIEN0BaAHMSI.
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Ha xaxmoro noHopa cocTaBlIsIJlach aHKETa C €ro po-
JIOCJIOBHOI, yKa3aHUEM 3THUYECKOM ITPUHAIJIEXXHO-
CTM U MECT POXISHMsS IIpenkoB. B mcciaemoBaHume
BKJIIOYeHBI TOabKO oOpasusl JHK moHopoB-myx-
YUH, 10 pe3yJibTaTaM aHKETUPOBAHUSI OTPULIABIINX
¢daKkT MeTHCALIUM IO OTLIOBCKOI JIMHUU C IPEACTaB1-
TEJISIMU APYTUX STHOCOB MUHUMYM B TPEX ITOKOJICHUSIX.
WNHunuBuaa oTHOCUIN K JTAaHHOW 3THUYECKOM TpyIIIe
Ha OCHOBAaHUM €r0 COOCTBEHHOI 3THUYECKOM UICH-
TU(PUKALIMA, €ro pPOIMTENIei, MecTa POXICHUS U
MPUHAIJIEKHOCTU K ONPEACICHHOMY POLY.

Cpenu Bcex MyXYMH, BKJIIOUCHHBIX B HACTOSIIIIEE
HccleloBaHue, OKa3aJnCh MPEACTaBICHBI ClIEeoyIO-
mue pozaa (B aipaBUTHOM Nopsiake): Anep, Banyiito,
Boamio, Banro, Esait, Jlancyii, Jlap, Mapeuk, He-
HsHT, Hsu, OkoBaii, Okotartro, Ilyiiko, ITypyHryi,
Camunapnep, Cycoii, Tép, Tubuun, Toroii, Tacuna,
Xymu, SAnne, AAnano, Antuk, Anrtynait, dAp, SyHrar.

st u3yyeHusi coctaBa M CTPYKTYPbI rariorpyIn
Y-XpoMOCOMBI B MCCIEA0OBaHUE ObLIM BKIIOUEHBI 1B
CUCTEMBbl TEHETUUYECKHUX MapKepoB: IuasjelbHble
JIOKychl, npenctaBieHHble SNP, u nonvamienbHbie
BbIcOKOBapuaodenbpHbie MukpocateiuTel (YSTR). C
nomoibio 103 SNP-mMapkepoB onpeneasiiivu npruHa-
JIEXXHOCTb 00pa3lioB K TOW WM MHON raruiorpyrre.
Knaccudnkaliys rariorpyIni 1aHa B COOTBETCTBUH C
npeaioxeHHoit KoHcopiimyMoM 10 McciiefoOBaHUIO
Y-xpomocomsl [11], ¢ mociaeayommuMyu U3MEHEHU S -
mu [12]. Agaimm3 STR-ramioTuiioB BHYTpH Tarmio-
IPYII TIPOBOJAMIM C UCITOJIb30BaHUEM 45 MUKpOca-
TEJUIMTHBIX MapKepoB HEpeKOMOMHUPYIOIIEel YacTu
Y-xpomocombl (YSTR) (DYS19, 385a, 385b, 388,
3891, 38911, 390, 391, 392, 393, 426, 434, 435, 436, 437,
438, 439, 442, 444, 445, 448, 449, 456, 458, 460, 461,
481, 504, 505, 518, 525, 531, 533, 537, 552, 570, 576, 635,
643, YCAIlla, YCAIIb, GATA H4.1, Y-GATA-AI10,
GGAAT1B07). I'enotunmmpoBanue SNP-mapkeposn
nposoawian ¢ momonibio [T P 1 mocnenyomniero ana-
ym3a pparmeHToB JHK ¢ npumenenuem ITJIP® kak
onucaHo paHee [10]. STR-Mapkepbl reHOTUIIMPOBAINA
C MIOMOIIIbIO KaTMJUISIPHOTO 3JIeKTpodope3a Ha reHe-
tyeckoM aHaim3arope ABI Prism 3730 u mporpamMm-
Horo obecnieueHus1 GeneMapper Kak OIucaHo paHee
[10]. DxcmepnMeHTaIbHBIC MCCIIETOBAHUS TTPOBEIC-
Hbl Ha 6a3e LleHTpa KOJJIEKTUBHOIO MOJIb30BaHUS
Hay4YHO-MCCJIeI0BaTeIbCKIM 000opynoBaHueM “Me-
muumHckass reHomuka” Tomckoro HUMIL PAH).
ITocTpoeHue MenuaHHBIX CeTei ralIoTUIIOB Y-XpO-
MOCOMBI TIPOBOAMJIM C UCITOJIb30BAHUEM TIpOrpam-
Mmbl Network v 10.0.0.0 (Fluxus Technology Ltd.;
www.fluxus-engineering.com) Mmo MeTogy MeIWaH-
HEIX ceTeir bannmensra [13]. OueHKYy Bo3pacTa reHe-
pany HaOIIOJAaeMOro pa3HOOOpa3ns TrarIOTUIIOB B
rariorpynrax npopoauau merogoM ASD [14], Ha
OCHOBAHUM CPEAHUX KBaAPAaTUYHBIX OTJIMYMI B UUC-
Jie TIOBTOPOB MEX]y BCeMU MapkepaMu. yinHa mo-
KOJIEHUsI MpUHUMaiachk paBHoit 30 rogam, TeMn My-
tupoBaHusa 0.0021 Ha nokyc Ha nokojeHue. Ilpu
pacyeTe BO3pacTa poJOB M0 OTAEIbHBIM Tarjiorpym-
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maM WCKITIOYINCh eMMHUYIHBIE 00pasiibl, KOTOPhIe
3HAYUTEJbHO BHIOMBAIUCH U3 OOIIEro KjlacTepa rar-
JIOTUNOB. PacdeTsl MpOBOAMIN UIST POAOBBIX TPYIIII
YUCIIEHHOCTBIO HE MEeHee TISITH 00pasIioB.

PE3YJIbTATbBI U ObCYXKIAEHHME

B pesynbprarte aHanmM3a 4acTOThl BCTPEUYAEMOCTHU
UCITONB30BaHHBIX SNP-MapkepoB B McclieqyeMoit
BBIOOPKE IbIAAHCKUX HEHIIEB OBbLIO BBISIBJICHO 1IECTh
raruiorpynr Y-XpoMocoMbl. 3a UCKJIIOUEHUEM €ay-
HUYHBIX 00pa3loB, MPAKTUYECKU BCE UCCIEIOBAHHbIE
0o0pas3ibl OTHOCSATCS K Y-XPOMOCOMHOM MaKpo-
rpynmne N. Bce 1mectb ocTaBIIMXCSI 00pa3LioB OTHOCST-
cs K pa3jiMuyHbIM 3araiHO-eBpPa3uiicKuM Mo Mpouc-
XOXIIEHUIO TaIuIorpyIiraM, 4To, BO3MOXHO, CBUJIE-
TEJILCTBYET O EeIMHUYHBLIX (haKkTaXx HemaBHel
METUCAIlMM WIU BKJIIOYEHUS B COCTAB POAOB OTAEJb-
HBIX TIpeCTaBUTEIEH MPUIIIOro HacejaeHus (Tao. 1)

(puc. 1).

Dpampus Xaprouu

B dopmMupoBaHUM HEHIIEB NPUHSJIM ydyacTHE B
OCHOBHOM JIBa KOMITOHEHTA: IOXXHOCHUOUPCKUIA ca-
MOIMMNCKUN M MECTHBIN a0opuUreHHbIN. B pe3ynbrare
UX B3auMoaeicTBusl, Mo MHeHuto b. Jdonrux [15],
chopMUpoBaIUCh aBe ¢paTpuu HeHleB. OmHa BOC-
XOIUT K camoauiiiiaM — Xaploodu, a Ipyras K abopu-
reHaM — Banyiita (uau Banyiito).

[IpakTnyeckn Bce NPOTCHOTUIIMPOBAHHBLIE 00-
pasiibl, OTHOCAIIMECS K (ppaTpuur Xaprodu, OTHOCST-
cd (3a eIMHUYHBIMY UCKITIOUEHUSIMU ) K TaIJIOTPYIIIe
N1a2blbl1-B170,B171,Z235101(xB172). DTo mpencra-
Butenu ponoB Anep, Eaii (AIBait), Jlancyit, Hensnr,
Oxkoratro, Cycoit, Toroit, Tacuna, Xyou, SAnne, -
Ho U fAnTtyHaii. Bce npencraButenu pona Bamio, Ko-
TOPBIIA OTHOCUTCS K JIECHBIM HEHIIaM, TakKKe IpU-
HaJJjIeXaT K 3TOM raIlIOrpyIIie, XOTs OH HEe BXOJIUT B
cocTaB (ppaTpuu Xapiouu (puc. 1).

MenuanHas cetb YSTR-ranmoTuIrioB neMoHCTpH-
PYET SIPKO BBIPAKEHHYIO 3BE31000pa3HyIo (uiore-
Hu1o rarrorpynnsl N1a2blb1-B170, cBumeTenbCcTBY-
JOIIYI0O O CUJIBHOM 3(@deKTe OCHOBATENSI M OOIIEM
MpenKe st BCeX POAOB Mo MyKcKoit tuHuu. Mckio-
YyeHueM SIBJISIIOTCS Bce IpencTaBuTean pona EBaii,
KOTOpbIe (hOPMUPYIOT OTACIbHBIN KJIaCTep TalIOTH-
MOB. DTOMY BO3MOXKHO JBa OOBSICHEHUSI: BO-TIEPBBIX,
pon EBaii MoxeT mMeTh Oojiee OPEBHEro OOILIEro
MIpenKa ¢ OCTaIbHBIMU pogaMu dpaTpun Xapiouyd U
SIBJISITBCSI TTIOTOMKaMU MapaJlyIeJIbHO CYyIIECTBOBAaB-
LI C Heil TPYIIILI MY>XKYWH; BO-BTOPbBIX, BO3MOXHO,
YTO pa3jInydusl 110 YMCIy TaHAEMHBIX IIOBTOPOB Cpas3y
B HECKOJIbLKUX MapKepax SIBJISIIOTCS] pe3yJbTaTOM He-
CKOJIbKMX OITHOBPEMEHHBIX MyTallMii IIpY raMeTore-
He3e¢ KOHKPETHOIO MHIMBUIA, KOTOPHIN U ObLIT POI0-
HavyaJbHUKOM 3Toro pona. CyliecTBOBaHME TaKUX
BBIOMBAIOILIMXCS U3 OOIICH CeTU TaIUIOTUIIOB OTIEIIb-
HBIX CyOBEeTBEil B pa3IMYHBIX Trariorpymmax ObLIO
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XAPBKOB u np.

Tabomuna 1. YacToThl BCTpeyaeMOCTH Tarjiorpyrn Y-XpOMOCOMBI Y ThITAHCKUX HEHIIEB

NIa2blbl- |\ ooibib-|  Nia2p | N1201 1 Napatal
B170,B171, B478, Nialal CymmapHoe
Pon B172, 2a-E- alalc- Hpyrue
735101 233108 Va1ss 735080 viagso  |a1a2-Z1936 qHCIO
(xB172) (xVL65)
Alle 3 — — - - — - 3
P (100%)
. 46
Banyiito - (100%) — - — — - 46
Bamno 6 — — — — — — 6
(100%)
BoaHro 1 — 4 — — — 2 7
(14.29%) (57.14%) (28.57%)
i} . 9
EBaii (ABait) (100%) - - — - - — 9
B 37 2
TMancyi (94.87%) - - - (5.13%) - - 39
2
Map - - - - (100%) - - 2
3
Mapbuk - - - (100%) B B - 3
Hensiur 4 — — - — — - 4
(100%)
6
Hs - - - (100%) - - - 6
. 1
OkoBait - - - (100%) - N - 1
OKOTA3TTO 2 1 — — — — — 3
(66.67%) | (33.33%)
B 2
ITyiiko - (100%) — - — — - 2
IypyHryit — 2 - — — 1 — 3
YPYHIY (66.67%) (33.33%)
34 4
Camannep B - - B (89.47%) - (10.53%) 38
. 7
Cycoit (100%) — — - — — - 7
. 1
Tep - - - (100%) - - - !
2 6
Tubouun (25%) — — — (75%) — — 8
. 4 2
Toroid (66.67%) - - - (33.33%) - - 6
11
Tacuna (100%) — — — — — — 11
3
Xy (100%) B - - - - - 3
35 2 3
Anue 875%) | %) - - (7.5%) - - 40
14
w0 (100%) — _ - — _ - 14
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NI1a2b161- b ibib-|  N1a2b | NM3251 ) Gatatal
B170,B171, B478, Nlalal CyMmMmapHoe
Pon B172, 2a-E- alalc- Hpyrue
735101 735108 V3185 735080 V13850 ala2-71936 YUCJIO
(xB172) (XVL65)
1 3
Antuk (25%) — — (75%) — — — 4
. 20
Anrynait (100%) — — — — — — 20
7 1 11 2 14
sip — — 35
(20%) (2.86%) (31.43%) (5.71%) (40%)
1
AyHrar — (100%) - — - - — 1
166 55 15 14 51 15 6 322

MOKa3aHOo U paHee, IIPY aHaIru3e OOJIbIIIOr0 MacCUBa
JMaHHBIX MO PA3JINYHBIM MOITYJSLUSAM U TaruIorpym-
naMm [16]. C ydeTroM HeOOJBIIONM AUCIIEPCUU YKCIA
MOBTOPOB B 3TOM KJIacTepe rarjioTUnoB y poaa EBaii
HaunboJiee BEpOSITeH UMEHHO BTOpoil BapuaHT. Co-
DIacHO JaHHBIM 3THorpadoB pon EBaii Beimeamics
u3 pomxa Anmep B IIepBoif momoBrHE XX B. [2, 5]. BeTBB
raruioTurioB ponaa EBaif Ha MennaHHOM ceT Haubo-
Jlee OJMM3Ka MMEHHO K KJIACTEpPy, COCTOSIIEMY M3
npencrapuTeiieii pomos Anep, Cycoii, Bsaro m He-
HSIHT.

MonaabHBIH TaIlJIOTUIT 3TOH TaIIOTPYIIITEl 0OHA-
PYXXeH y TpencTaBUTeNIel CeMHM HEHEIKUX POMIOB.
ITpu a3TOM BCce MoAabHbIE TarIOTUIBI BCEX KPYITHBIX

POIOB OTJAMYAIOTCS OT MOIAJIBbHOIO raluioTUIIA Tall-
Jgorpynnbl N1a2blb1-B170 xkak MUHUMYM Ha OIUH
MyTalMOHHLIHM 11ar. ToJIbKO IIeCTh rarjIOTUIIOB KPO-
Me OOIIIeTo MOJAILHOTO ITOBTOPSIIOTCS Oojiee 4yeM y
ogHoro poga. Bce oHU oTyiMyaloTcss OT MOAAbHOTO
Ha OIMH MYTAllMOHHBII II1aT, ¥ B CWJIY €r0 OOJIBbILION 10~
JI OT OOIIIETO YKMCJIA FaIIOTUIIOB MOTYT OBITh PE3yJIbTa-
TOM MOBTOPHBIX TapajuIeJIbHbIX WJIM OOpaTHBIX MyTa-
it otnenbHbIX STR. 3a eIMHMYHBIMU NCKTIOYEHUSIMU
KaKIObIA PO XapaKTepU3yeTcs COOCTBEHHBIM CIICK-
TPOM TamJIOTUIIOB, B CPEIHEM pPaBHOYHAJICHHBIX OT
MopajibHOro. Kasknplit OTOeIbHBIN pod TaKKe UMEET
SIPKO BBIPAXKCHHYIO T€HETUYECKYIO OJIM30CTh IIpU-
HaJJIeXalluX K HEeMY MHAMBUIOB 1 3B€31000pa3HYyIO

Puc. 1. MeauanHas ceTb ramiorpyniisl N1a2b1b1-B170,B171,Z35101 (xB172). XKenteim 11BeToM 0603Ha4YeH pon Jlaricyit, Kpac-
HBIM — SI1HE, CBETJIO-TOJYyObIM — fSIp, TEMHO-TOYObIM — ANTUK, cMHUM — Tacuaa, TeMHO-CUHUM — SIHI0, (proieToBbIM — AI1-
TYHaii, CBETJI0-3eJIeHBIM — AJlep, TeMHO-3eJIeHbIM — HeHsIHT, 60710THBIM — Toroii, 6enbiM — OKOTATTO, CepbIM — XyIIH, CBET-
JIO-p030BbIM — Basno, pozoBbiM — Cycoit, kopuaHeBbIM — EBaii, opaHkeBbIM — BaHTO.
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Puc. 2. MenuanHas cetb rarutorpymmsl N1a2blb1-B170.
Pon Jlancyii.

O —0

Puc. 4. Menuannas cetb rarutorpymisl N1a2blb1-B170.
Pon Anne.

(GUIOreHNIO TAIUIOTUIIOB Ha MEAUAHHOM CETH, YTO
MONTBEPXKIAET OMOJIOTMYECKOE POICTBO MYKYNH
JIAHHOTO PpoJia MO OTLOBCKOM TUHUM (puc. 2—5).

Takum o06pa3zom, TOAABISIONICE YUCIO MYXKIUH
ponoB dpatpuu Xaprouu MpUHALICXKUT K OTHOI rar-
JIOTPYIIIEe U SIBJISICTCS ITOTOMKAMM ODHOIO OOIIEro
Mnpeaka, 4To MOATBEPKIAeT NaHHbIE 3THOTpadhuu o
POICTBE Pa3IMYHBIX POJAOB U BBIAEICHUUN UX U3 OOIINX
IpenKoBBIX Ipyril. Poma 3Toii ppaTpum SIBIISIIOTCS IaT-
PWJIMHEWHO PONCTBEHHBIMM APYT APYTY, U B XOIE YBe-
JIMYCHUSI YMCJICHHOCTU M PacCeICHUS TI0 HOBBIM Tep-
PUTOPUSIM, 32 €eIMHUYHBIMMA UCKITIOUEHUSIMU, HE aCCH-
MUJIMPOBAJIN 1 HE BKJTIOYAJIU B CBOM COCTaB MY>KUMH U3
Ipyrux ponoB. ITomyyeHHbIe pe3yabTaThl MOJTHOCTHIO
COOTBETCTBYIOT IAHHBIM O IOMUHUPOBAHUM CAMOIMIi-
CKOT'0 MCXOTHOT0 KOMIIOHEHTa BO (ppaTpum Xaployun
W TaHHBIM 3THOrpadru O TeHEAJIOTUYECKO O30~
CTH BCEX BXOISIIMX B HEE POIIOB.

OO61uMit BO3pacT IJjis1 BCero MacCHUBa ralIOTUIIOB
ocHOBHOIT rarutorpyrisl N1a2blb1-B170 cocraBmn

XAPBKOB u np.

Puc. 3. MenuanHas cetb rarutorpynmbl N1a2blb1-B170.
Pon Anno.

Puc. 5. Menuannas cetb rarutorpynibl N1a2blb1-B170.
Pon AntyHaii.

724 rona (SD = 167 ner), nnst pona Jlancyit — 395 ner
(SD = 202 roma), mis poma Bamio — 805 et (SD =
= 313 ner), g pona EBait — 814 net (SD = 266 1eT).

JI1s1 MHOTHUX POAOB, BXOASILMX BO (hpaTtpuio Xa-
pIOYH, IO pa3INIHBIM JOKYMEHTaM (IIepenucsIM Ha-
CeJICHUS, CIUCKaM KPECTbsSIH U T.J.) U3BECTHO IIPHU-
MEPHOE BpeMsl UX OTAEeHUs OT poaa Xaprouu. s
poma Cycoii BpeMsI TeHepallii TaIUIOTUIIOB COCTaB-
ssieT 104 roma (SD = 73 rona). Pon Cycoii siBisieTcs
noapaszaeneHrueM poga OKOT3TTO M T10 JaHHBIM 3T-
Horpaguu oH 000co0MICS B IEPBOI1 MOJTOBUHE XX B.
[5]. BospacT poma Anne — 285 net (SD = 146 ner).
PononavansHukoM AnHe sinsiercs Ayp YnonuH, Ko-
TOPBII YIIOMUHAETCS B PEBU3CKMX JOKYMEHTAX B CO-
cTaBe pojaa Xapiouu HauuHas ¢ 1763 1. [2, 5]. Bo3pacrt
pona Slugo — 366 et (SD = 189 neT). DTOT pOx, BIiep-
BBIe OB OTMeueH nepenuchio 1897 r. Jlo aToro Bpe-
MEHHM CBeIeHUIT 0 HeM He nuMeeTcs. OmHaKo IpeacTa-
BUTEJIM 3TOTO POJa YTBEPKIAIOT, UTO SIHIIO SIBIsIeTCS
OOHMM 13 CaMbIX IPEeBHUX HEHELIKX ponoB. Bo3pact
poma AnryHaii — 476 ner (SD = 207 ner). Ha3Banue
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Puc. 6. MenuanHast ceTb rarutorpyiibsl N 1a2blblb-B172. 3eneHsiM 11BeToM 0603Ha4YeH pon BanyiiTo, huoneroBbM — Sp, po3o-
BbIM — [lyiiko, cunum — Boasuto, xentbim — [TypyHryii, KpacHBIM — BaHro, TeMHO-3e1eHbIM — SlyHrar.

Puc. 7. MenuanHas ceThb rarmtorpymnmbl Nla2b2a-E-
Y3185. CuHuUM LIBETOM OTMedeH pon fp, 3eaeHbIM —
Boanro, opanxebiM — Taitbepu, puoneroBbiM — TrOMUM.

3TOIO POJIa BIIEPBBIE YIIOMUHAETCS B CIIMCKAaX KPECThSIH
B KoH1Ie 30-x rT. XIX B. Bo3pact pona Tacuna — 100 et
(SD = 74 roma). B opunmanbHbBIX JOKyMEHTaX 3TOT
pon BIIEpBbIe OTMEUEeH BO BTOpOIi mojoBruHe XIX B.
Takmm o6pa3om, pe3yabTaThl OIICHKHM BO3pacTa reHe-

TEHETUKA Ne 12

TOM 57 2021

paluy TarIOTUIIMYECKOTO Pa3HOOOpas3ust IS repe-
YMCJIEHHBIX POOOB XOPOIIO COBHAIAIOT C HJAaHHLIMU
3THOTpadMH M 3a1mceit o X 000COOTICHIN.

OO6mwmit Bo3pact raruiorpymisel N1a2blbl-B170
0JIM30K I10 BpEeMEHM K IIPUX0Iy OCHOBHOI MUTPALI-
OHHOI1 BOJIHBI CaMOJUILIEB HA TEPPUTOPUIO CEBEP-
Hoit yactu 3anagHoii Cubupu.

DPpampus Bawnyiimo

Bo ¢patpun BanyiitTo HabmomaeTcss COBEpIIEHHO
JIPYTOi COCTaB raruiorpyni U 3HaYUTeIbHas UX CIie-
11durKa y pa3HbIX pOAOB IT0 CpaBHEHMIO ¢ Xapiouu. B
TO BpeMSsI KaK BCE /10 OJHOTO MPEICTABUTEISI POIOB
Banyiito (N = 46), Ilyiiko (N = 2) u Aynrar (N = 1)
npuHagiexaTr K ramiorpymnre Nla2blblb-B172,
735108 (puc. 6), GONBIIMHCTBO YJIeHOB poga BsHro
(N = 4) otHocsaTcs K Apyroit imHuu — Nla2b2a-E-
Y3185 (puc. 7), a poma ANTUK — K raruiorpyrmnre
N1a2b1-B478-735080xVL65 (N = 3) (puc. 8) u
N1a2blbl1-B170 (N =1) (puc. 1).

JlocamoauitcKnii aDOpUTeHHBIN JIEMEHT B COCTa-
B€ HEHIIEB IPEICTaBICH ITTaBHBIM 00pa30M B paMKax
¢parpuu Banyiito. Ee HazBanue b. Jloarux [15] cBs1-
3bIBajl CO CJIOBOM BaHT — siMa W TIpeanojarai, 4To
OHO PACIPOCTPAHSIIOCH Ha “SIMHBIX XXUTEJIE” — XKU-
TeJieid 3eMJISIHOK, T.€. Ha a0OpUTEeHOB, BOIIEIIMX 3a-

TeEM B cocTaB (paTpuu, 1aB eil cBoe M. CHavana
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XAPBKOB u np.

Puc. 8. MenunanHas cethb rarutorpyinbl N1a2b1-B478,735080(xVL65). ®uoseToBbIM 1IBETOM 0003HaYeH poa Hau, cuHum —
Snrtuk, 3eeHBIM — MapbUK, OpaHXeBbIM — T€p, XkeaTbiM — OKOBaii.

Ha3BaHUE 3aKPENUIOCh 3a abOpUTreHaMMU, TTO3XKE CTaB
nMeHeM (PpaTpum, BOCXOASIIEH IO IIPOUCXOXKICHUIO
K abopureHHomy 1mracty. IlpmHaniexkHOCTh OONb-
IIIMHCTBA TIPeICTaBUTEIE YacTU POIOB 3TOi (pa-
Tpuu K rarutorpyniie N1a2blb1b-B172, a He k mapaii-
JnenbHOU el N1a2blb1-B170 xopoiro cornacyercst ¢
STUM TIpeamnonoxeHueM. [1pu aToM Ham4unue IPyrux
raruIoTpyImIl CBUAETEIBbCTBYET O OOMbIIIEM IeHeTUYE-
CKOM pa3zHooOpa3um ¢pparpuu BaHyiiTo o cpaBHE-
HUIO ¢ Xapiouu U BO3MOXHO OOJIbIIEll TeTEPOreHHO-
CTU abOPUTEHHOr0 KOMITOHEHTA, BOIIEAIIEro B CO-
CTaB COBPEMEHHBIX TbIIAHCKUX HEHIIEB.

st ocHoBHOTO poaa BaHyiiTo Bo3pacT cocTaBuI
308 net (SD = 94 roga). O0LuMii BO3pacT Ajsl BCETo
MaccuBa TaIUIOTUIIOB OCHOBHOM TarljIOrpyIIbl
N1a2blb1b-B172,7235108 cocrtaBun 811 jmetr (SD =
= 211 51eT), YTO NPaKTUIECKHU COBITAAAET C BO3PACTOM
N1a2blb1-B170 1 BeposITHO CBUACTEILCTBYET O Ha-
yajie AeMorpamuecKoro pocta HeHIIEeB MOCJIe aCCU-
MUWJISILIMU TIPUILILIBIMUA caMoAuiiliaMu aOOpUTeHHOTO
HaceneHuss Cesepa. Ilpu 3TOM, cydsd 1o BceMy, He
MPOUCXOAUIIO BEITECHEHMSI KOPEHHBIX MYKUYUH U UX
BKJIaJ B TeHO(OH COBPEMEHHBIX ThIIAHCKUX HEHIICB
BeCbMa 3HAYUTEJICH.

Poo Ap. K dparpun Banyiito aTHOrpadbl TakKe
OTHOCST pon Slp — eOMHCTBEHHBII PO Ta30BCKUX
HEHIIEB, M3 YKCJIa CaMBIX PaHHUX IIEpeceICHIIEB B
Hu30Bbs Taza. CBeAeHMiT O ero MPOUCXOXKIEHUU 110
JIaHHBIM 3THOTpaduM HeT. M3 Bcex mccienoBaHHBIX
B paMKax HacTosIeit paboThl pomoB Ap saBisercs ca-
MBIM TeTepOTeHHBIM IT0 cocTtaBy. [IpencraBurenu
3TOTO POJa OTHOCATCA K ITSITH raruiorpymnmnamM Y-Xpo-
mocombl: Nlalalala2-7Z1936 (N = 14) (puc. 10),
Nla2b2a-E-Y3185 (N=11) (puc. 7), N1a2blb1-B170
(N =7) (puc. 1), Nlalalala2alc-Y13850 (N = 2)
(puc. 9) u N1a2blb1b-B172 (N = 1) (puc. 6). Jaxe

€CJIM UCKITIOUUTh eAMHUYHbIE 00pa3lbl IBYX MTOCEI -
HUX TaruIorpyIld, TO 3TOT PO pas3aeisieTcss Ha TpU
Pa3IMYHBIX IO TPOUCXOXKIECHNIO TEHETUUYECKIX KOM-
MoHeHTa. BHYTpM KaXIoi rariorpynibl HaGaoma-
€TCsl 3HAUYUTEIbHOE pa3HOOOpa3re rarIoTUITOB U Xa-
pakTepHas IS BCeX APYTMX PONOB 3BE€31000pa3Has
duoreHnsT MeIMAHHON CeTU, YTO CBUACTEIbCTBYET
00 OTCYTCTBUU HeJaBHEI METHCALIUU C IPYTUMU PO-
JaMU WA O BKIIIOUEHWU B COCTAB OTOEIBbHBIX MPUILI-
JIBIX MAJTBYMKOB VI MY:KUUH CPEAV TPEACTaBUTENEM
9TUX KJIACTEePOB TarjaoTUIoB. Bo3aMoxHO, yTo Takas
TeTEPOTreHHOCTb OOBSICHSIETCSI ONMHAKOBBIM HauMe-
HOBaHMEM Pa3HBIX 10 TIPOUCXOXKIESHUIO POJOB IT0 TO-
MOHUMAaM, MPUMUCHIBAHUIO OOIIErOo Ha3BaHUS IS
pPOIOB, MMPOXUBAIOIINX HA OTHOI TEPPUTOPUU, WIU
ACCUMWISIIAY ¥ BKITIOYEHUU B CBOM COCTaB MYKYUH
M3 MECTHOTO HaceJIeHUs TTpU pacceleHUM Ha Ta30B-
CKOM TeppUTOpUM MCXoaHoro poaa Ap. s rarmio-
rpyrbsl Nlalalala2-Z1936 Bospact coctasuia 551 ron
(SD = 196 ner). Ans rarutorpynisl N1a2blb1-B170
Bo3pact coctaBui 419 net (SD = 283 rona).

Xaumebtiickue pooa. B Hauane XX B. CTaJIM CEJIUTHCS
Ha Ta3y u peacTaBUTeNd XaHTBIACKUX TI0 TIPOUCXOXK-
neHuto poaoB. Ouu cpopmupoBamich B XVIII—XIX BB.
B HU30BbsiXx OOU B pe3yibTaTe pa3BUTHST HEHEIIKOTO
KPYMHOTAaOYHHOTO OJICHEBOJACTBA UM BOBJIEYEHUST B
HEro 4acCTU CeBEPHBbIX XaHTOB. K 3TUM pojgam OTHO-
carcsa Jlap, Hamanru, Hepkwixsl, [Typynryii, CannH-
nep n Tubwau [17].

My:>KYUHBI, TIPEICTABIISIONINE CAMBIII MHOTOUKC-
nenHsbiid pon Caauxnep (N = 38), DOTHOCTBIO IIpU-
HaJjieXaT K COBEpIIEHHO APYroil Taruiorpyrine
Nlalalala2alc-Y13850. K 3Toii ke raruiorpyIiie oT-
HocsITCsl Bee TIpenctaButeu poaa Jlap (N =2) (puc. 9).
Pon Tubuuu pasnensercs Ha Nlalalala2alc-Y13850
(N=6)u Nla2blb1-B170 (N = 2). JIuuub B poze Ily-
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Puc. 9. Mennannas cetb rarutorpymmbl Nlalalala2alc-Y13850. OpaHkeBbIM 1IBETOM 0003Ha4YeH poa Tubudu, cBETI0-3¢ele-
HbIM — CaluHAep, TEeMHO-3eJeHbIM — Jlap, cuHuM — SnHe, KpacHbIM — Sp.

PYHTYIi He BBISIBJIEHA 9Ta OCHOBHAS JIJIST XaHTHIACKUX
POIOB TaIIOTpPyMIla: nBa oOpaslia IpuHaIIexaT K
rartorpynme N1a2blblb-B172 (puc. 6) u oognH K
Nlalalala2-7Z1936 (pmc. 10). Tarorpymia
Nlalalala2alc-Y13850 Tak:ke obHapyXeHa HAMU U
B BBIOOpPKE Ka3bIMCKHUX XaHTOB, U3 CEBEPHOI 4acTu
WX apeasa.

OO01IMii BO3pacT IJIsl BCeTro0 MacCuUBa TrarjioTUIIOB
ocHoBHoi1 rartorpyribl Nlalalala2alc-Y13850 co-
craBui 1752 roma (SD = 517 net), st pona CanuHaep —
843 roma (SD = 383 roma), mis poma Tubuum —
607 et (SD = 342 roma). O6111ii BO3pacT 3TOi1 rar-
JIOTPYIIIBbI Y ThIIAHCKMX HEHIIEB MOXET ObITH He-
CKOJIBKO 3aBbIIIEeH, ITOCKOJIbKY MEXIY pa3HbIMU PO-
JIaMU HaOJTIOIAI0TCS 3HAYUTEIbHBIE pa3Indus pasmMepa
aimresiet o HekKotopeiM YSTR-MapkepaM, KOTophle
MOTIJIY BO3HUKHYTH B Pe3y/IbTaTe HECKOJIBLKIX COBMECT-
HBIX MyTallHil y OTIEILHOTO MHIUBUAA WIN HAKOIUTh-
cs1 3a IBa—TPU MOKOJIEHUSI €0 TIOTOMKOB.

JaHHBbIe 1o raruiorpynmnamM Y-XpOMOCOMBbI TTOJTHO -
CThIO MOATBEPXKIAIOT XaHTBHIACKOE IMPOUCXOXICHUE
3TUX POJIOB, UX OTJIMYME OT paTpum Xapiodu, Ipy-
X poroB dparpun BaHyiiTO M reHEeTUYECKOE POII-
CTBO APYT APYTY.

BDneykue poda. Mapbuk, Hsau, OkoBaii u T€p, oT-
HOCSIIMECS K pomaM DSHELKOTO IIPOMCXOXICHMSI,
MOJHOCTBIO COCTOSIT M3 IIPEACTaBUTENCH OTAEILHOMN
rarmiorpymbl N1a2b1-B478,735080(xVL65) (puc. 8).
larioTUITBI 3TOM JUHUU TaKkKe 00pa3yloT 3B€31000-
pa3Hyl0 (QUJIOTeHUIO, C OTHOCUTEJILHO HEOOIBIION
IUCTIepCHUelt ajuiesieif, 9To CBUICTEIBCTBYET 00 MX
Ne 12 2021
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TECHOM I'€HECTUYECKOM PpOACTBE 1 OTHOCUTECJIBHO HE-
JlaBHEM OO0IIIeM IIPOUCXOXKICHUH.

BriTecHeHEe 3HI1IEB HEHIIaMU U3 MeXXaypeubs Ta-
3a 1 EHuces Hayajioch ¢ ABYX “O0JbIINX” BOEHHBIX
CTOJIKHOBEHUI MEXAy HUMM BO BTOPOI MOJOBUHE
XVII B. B cnenyromem cTojie TU HEHIIBI TP OI0JKAIIN
NPOHMKHOBEHNE Ha BOCTOK JIJISI OCBOSHMSI 3aBOEBaH-
HBIX TeppuTOpUii, a K XIX B. OKOHYATEIbHO 3aKpe-
nuinch B HU30BbsX Taza u EHucest. OcraBiuecst Ha
Tazy sHIBI ObUTM acCUMUIMPOBAHBI HEHIIAMHU, a
9HELIKHE PojJa BKIIOUEeHbI B HEHEIIKYIO AByX(dpaTpu-
ampHYI0 cucteMy. OHM cTaJlM OTHOCUTHCS K ppaTpun
BanyiiTo, B KOTOpPYI10 BXOISIT IIOTOMKM a0OpUTEHHO-
ro HaCeJICHUs U pa3INndYHble MHOIUIEMEHHUKHU, B OT-
Juuue oT ppatpuu Xaprouyu, COCTOSIIECH U3 TOTOM-
KOB caMoauiilieB, BeixoaleB u3 KOxHoit Cubupu [4].

IMonyyeHHBIe pe3ynbTaThl ITO3BOJISIIOT 60JIee TOYHO
B3NISIHYTh Ha UCTOpUIO (POPMHUPOBAHUST THIZAHCKUX
HEHIIEB, C OMHOI CTOPOHBI, HA CAMOM COBPEMEHHOM
YpOBHE TeHOTUITMPOBAHUS Y-XPOMOCOMHBIX MapKe-
pPOB, C IPYTrOil CTOPOHBI, MOJTHOCTbHIO YYUTBIBASI POJIO-
BYIO CTPYKTYpPY Hapola, aHalIu3Upys MEXITHUYEC-
CKUe B3aIMOCBSI3U U POAOBbBIEC PA3INYMS.

ITo pe3ynbTataM reHOTUMHMPOBAHUS YIATOCh BbI-
SIBUTH B MOJABJSIONIEM OOJILIIMHCTBE POIOB OCHOB-
HYIO Tarjiorpyrmny, npeacraBuTeseil KoTopoit cpenu
HucclieMOBaHHO BBIOOPKM 00Opa3lioB 3TOro poaa ab-
COJIIOTHOE OOJIBITUHCTBO. [eHOTUITUPOBaHUE IUPO-
koro Habopa YSTR-MapKkepoB Mo3BOJMIO TTOJYUYUTh
JIOCTaTOYHO AETaJIbHbIE U CIeIM(UYHBIE KJTaCTEePhI
rarIOTUIIOB, YTO TTO3BOJISIET C BBICOKOU CTETEHbIO
JIOCTOBEPHOCTHU OMPEAETUTb HE TOJIBKO 3THUYECKYIO
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Puc. 10. MeauanHas ceTh raruiorpynmbl Nlalalala2-Z1936. XKenreiM 11BeToM 0603HaueH pon Ap, 3eneHsiM — [ypyHryid,

KpacHBIM — Aceqa.

U CyOnomyJISIHMOHHYIO TIPUHAIJIEXKHOCTh 00pa3IIoB,
HO U B OONBIIMHCTBE CIy4aeB OIMPEACIUTh UX MPU-
HAJJIeKHOCTh K KOHKPETHBIM poay W (aMUIUM.
IMpakTUuecKy KaxXAblid poI TBIIAHCKUX HEHIIEB Xa-
pakTepu3yeTcss MOMHBIM JTOMUHHMPOBAHUEM OTHOI
raruIOTPyMITbl O CHeU(MUIHBIM CIIEKTPOM TarljIOTH-
OB, IMTOAYEPKUBAIOIIVM HeTaBHUI 3D deKT ocHOBa-
Tellsd. AHAJIU3 raruioTUIOB YOEOUTEILHO ITOKAa3all,
YTO MPEACTAaBUTEIM OOHOIO poja SIBJISIOTCS POI-
CTBEHHUKaMU MO MYXXCKOW JJUHUU U UMEIOT POJIOHA-
YaJIbHUKA, XXUBIIIETO B OTHOCUTEJIBHO HEAaJIeKOM ITPO-
nuioM. Takum oOpa3oM, reHoGOH TIpeacTaBUTEICH
BOCTOYHOI I'PYIITHI HEHEILIKOTO 3THOCA, a TOYHEE YacCTh,
MapKupyemasl TraruiorpyImnamMu  Y-XpOMOCOMBI, JIeii-
CTBUTEILHO CTPYKTYpUPOBaHA MPEKIE BCETO MO POAO-

BoMy npuHUUIY. UMEHHO 3TOT ypOBEHb OpraHU3alun
reHo(oHJa ThIIAHCKMX HEHIIEB KaK €MUHON CUCTEMBbI
SBJsIETCS Haubosiee TOYHO XapaKTepu3YIOLIUM €ro
MOMYJISIIMOHHYIO CTPYKTYpy. JIBe (bparpuu reigaH-
CKHWX HEHIIEB 3HAYUTEITbHO Pa3IUYaIOTCS 110 TeHETU -
YeCKOI CTPYKTYpE POMIOB 10 MapKepaM Y-XpOMOCO-
MbI, YTO MOATBEPXKIAET UX (POPMUPOBAHKE HA OCHOBE
pa3IUYHbBIX TPEAKOBbIX KOMMOHEHT. HeHelikue pona
XaHTBIACKOTO U 3HELIKOTO TMPOMCXOXIEHUS IO CO-
CTaBy Y-XPOMOCOMHBIX TallJIOTPYIII MOJHOCTBIO OT-
JIMYAIOTCS APYT OT APyra U OT CAMOJIUIMCKOI MO TIPo-
HUCXOXIeHUIO bpaTpum Xaprouu 1 abopureHHoit Ba-
HYWUTO.

TectupoBanue paspadboranHoro Habopa YSTR
IIJIsI OTIpeieICHUS] STHUYSCKOM MTPUHAIICKHOCTH Ha

TEHETUKA Ttom 57 Ne 12 2021
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MPUMEpPE HEHIIEB MPOJEMOHCTPHMPOBAJIO €ro BBICO-
Ky10o 2¢h¢heKTUBHOCTh U JOCTOBEPHOCTb HE TOJbKO
MPU OIpeneJeHUN NOMyJISIMOHHON MPUHAIIEKHO-
CTH, HO U 00JIee TOUHYIO IeTaTu3aluio Ipu padboTe ¢
IIUPOKUMMU U PENPEIEHTATUBHBIMU BBIOOPKAMU [IJISI
OTAENbHBIX POAOBBIX U (DAMUJIBHBIX TPYIIL. DTO MO3-
BOJISIET TOUHEe U 3 deKTUBHEee yCTaHABIMBATb MPU-
BsI3Ky 00pa3uoB Myxckoii JIHK v oTkpbiBaeT 3HauM -
TeJIbHbIe MEPCHEKTUBBI JIJIsI TIPUMEHEHUSI 3TOr0 Ha-
oopa YSTR B peanbHOI ITpakTUKE.

Pabota BemonHeHa B pamkax HayuHo-TtexHude-
ckoil miporpamMmel Coro3Horo rocymapctsa “Paspa-
06OTKa MHHOBALMOHHBIX TeHOTeorpauIecKux U re-
HOMHBIX TEXHOJIOTUII MACHTU(GUKAIIUN JTUIHOCTU U
WHIWBUAYAJbHBIX OCOOEHHOCTEM YeI0BeKa Ha OCHO-
B€ M3y4YeHUS reHo(pOHI0B pernoHoB COI03HOTO To-
cymapcrBa” (“JHK-unentudukanusa”), Tocymap-
CcTBeHHBIN KOHTpakT Ne 011-17 o1 26.09.2017, a Takke
nomuepxaHa rpaHToM PO®U Ne 18-29-13045 “Ilo-
MyJISIUOHHAS] TEHOMUKA 1 TPAHCKPUNITOMUKA YeJI0-
B€Ka: IMONWCK CUTHAJIOB HE-HEWUTpaJibHOM 3BOJIIO-
au’”.

Bce nipouienypbl, BHITTOJTHEHHbBIE B UCCIEIOBAaHUM
C y4acTHUEM JIIOALH, COOTBETCTBYIOT 3TUYSCKUM CTaH-
JapTaM UHCTUTYLIMOHAIBLHOTO 1/WJIN HAllMOHATBHO-
ro KOMUTETA 110 UCCICAOBATEILCKOM 3TUKE U Xelb-
CMHKCKOM mekyapanuu 1964 T. m ee MOCIeTyIONIM
U3MEHEHUSIM UJIA COMTOCTABUMbBIM HOPMAaM 3THKU.

OT KaXmoro M3 BKJIIOUEHHBIX B MCCIeIOBaHUE
YYaCTHUKOB OBLJIO TIOJIy4YeHO WH(POPMUPOBAHHOE
JIOOPOBOJIBHOE COTNIACHE.

ABTOpBI 3asIBJISIIOT, YTO Y HUX HET KOH(IUKTA UH-
TEPECOB.
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Reconstruction of the Origin of the Gydan Nents Based on Genetic Analysis
of Their Tribal Structure Using a New Set of YSTR-Markers

V. N. Kharkov# *, L. V. Valikhova®, E. L. Yakovleva¢, V. N. Serebrova“,
N. A. Kolesnikov, T. 1. Petelina?, 1. Yu. Khitrinskaya“, and V. A. Stepanov*
4 Research Institute of Medical Genetics, Tomsk National Research Medical Center, Tomsk, 634050 Russia

5Tyumen Cardiological Research Center, Tomsk National Research Medical Center of the Russian Academy of Sciences,
Tyumen, 625026 Russia

*e-mail: viadimir.kharkov@medgenetics.ru

The genetic structure of the Nenets clans was investigated by Y-chromosome markers using the developed
YSTR set to determine the population origin of an unknown individual. The analysis of the frequencies of
haplogroups and YSTR-haplotypes indicate that the Nenets clans are related associations, in most cases hav-
ing one ancestor in the male lineage. It is shown that the Y-chromosomal gene pool of the Nenets is struc-
tured according to the tribal principle. For the vast majority of samples, a close genetic affinity of represen-
tatives of the same tribe and a relatively recent founder effect in the male lineage were revealed. The structure
of the haplotypes of the Y-chromosome haplogroups in the Nenets gene pool demonstrates the genetic affin-
ity of the Nenets with the Khanty and Enets. significant differences between the two Nenets phratries were
revealed. Estimation of the age of origin of individual Y-chromosome sublines and tribal clusters of haplo-
types is fully consistent with ethnographic data on the formation of tribes and phratries within the Gydan Ne-
nets. The results of a comparative analysis of the spectrum of haplotypes convincingly indicate the specificity
of Y-chromosome sublines and clusters of haplotypes not only at the level of ethnic groups and populations,
but also at the level of phratries, tribes, and individual family groups. With a few exceptions, each phratry and
tribe has its own specific cluster of haplotypes, equidistant from each other.

Keywords: Y-chromosome, gene pool, population, genetic diversity, Nenets, genus, DNA identification.
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BnureHeTHYeCcKast peryjisiiiisl aKTUBHOCTU T€HOB BOBJIEU€HA B pa3BUTHUE psiia IICUXUYECKUX HapYLLIECHUIA,
BKJIIOUAS HAPYILIEHUS Pa3BUTUS FOJIOBHOTO MO3ra, JMYHOCTHBIE PACCTPOIICTBA U AeBMAHTHOE TIOBEACHUE.
IIpoBeneHo ucciaenoBaHue ypoBHsI MeTuIMpoBaHus 24 n3dopaHHbix CpG-caliToB B IpyIinax MalMeHTOB C
MepPEeYNCIEHHBIMU HAPYIIEHUSIMU U KOHTPOJIbHOM rpyrme. ITokazaHo, uro CpG-caiiThl B peryassTOPHbBIX
y4acTKax TpeX TeHOB HeiipoMenuaTopHbIX cucteM uesioBeka — BDNF, COMT n CACNAIC — runepMeTu-
JIMPOBAHBI, YTO MOXKET IPUBOAUTH K CHUKEHUIO SKCIIPECCUM YKAa3aHHBIX TeHOB. [1oyueHHbBIE pe3y/IbTaThl
MOTYT OBbITh OCHOBOI JIJISl pa3pabOTKU IMAarHOCTUYECKUX TECT-CUCTEM U MorcKa (hapMaKOJIOTrMYEeCKUX MU~
LLIEHE 17151 BBISIBJICHUS 1 KOPPEKLIMK YKA3aHHBIX COCTOSTHUIA.

Karouegoie crosa: metuninpoBanue CpG-caiiToB, SMUTeHETUYECKAs] PETYJISILINSI, BBICOKOIPOU3BOAUTENb-

HO€ CEKBCHHMPOBaAHME, TMCUXO3MOLMOHAIbHBINA craryc.
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HMHTepec K anureHeTUIeCKUM MeXaHU3MaM Pe3KO0
BO3pPOC MOCJI€ TOr0, KaK IOSBUJIOCH OOJIBIIIOE KOI1-
YeCTBO JaHHBIX O POJIM SIIUTEHETUUECKUX MPOLIECCOB
B OCHOBOIIOJIATAIOIINX OMOJTOTUYECKUX SIBJICHUSIX Ta-
KMX KaK OHTOT€He3, CTapeHHUe, a TaKxKe B Pa3BUTUU
psina 3adosieBaHUI (OXKUpEeHUE, HAPKOMaHUSI, aJIKO-
roJIM3M, N30 peHMsI, TUIHOCTHEIE PacCTPOMCTBA,
JIIETIPECCUBHBIC COCTOSTHUSA M T.11.). M3MeHeHns 3Kc-
MPECCUU TeHOB, BO3HUKIIINE IO BIUSIHAEM CTpec-
COPHBIX CPEeNOBBIX (haKTOPOB, IIPHUOOPETAIOT YCTOM-
YMBBIM JOJATOBPEMEHHBIN XapakTep, T.€. OCTalOTCs
OTHOCUTEJILHO HEU3MEHHBIMU B TCUCHUE IJIUTEIb-
HOTO BPEMEHHM, YacCTO Ha BCIO OCTaBIIYIOCS KN3Hb
(MoATOMY KpaTKOBpeMEHHbIE alalTUBHBIE M3MEHE-
HUSI, CBSI3aHHBIE C M3MEHEHUEM TeHHOIl 3KCIpec-
CUM, IIOI IIOHSITHE SIIMIEHETUYECKMX CIBUTOB HE
MOAIanaloT).

BosHukine n3amMeHeHnsT aKTUBHOCTA MOTYT CO-
XPaHSIThCSI Ha MPOTSLKEHUM ABYX—TPEX MOKOJICHUM,
0COOEHHO MpU MPOIOKEHN U BO3AEHCTBUSI CTPECCO-
BBIX CpenoBbIX (pakTOopoB [1]. Ha cyiiecTByromyo re-
HETUYECKYIO TIpoTrpaMMy “HakKJIaabIBAIOTCS” SIUTE-
HeTUYeCKHUe METKU, MHIYLIMPOBaHHbIC HeOJIaronpu-
SATHBIMM XW3HEHHBIMH OOCTOSITEIbCTBAMU, B TOM
YUCJIe ICUXOCOLMAIbHBIMU (PaKTOpaMM.

DNUreHeTUYECKNE MEeXaHU3MbI UTPAIOT BaKHYIO
pOJIb B CTPECC-MHAYLIMPOBAHHBIX HAPYLICHUSIX TO-
BeICHUS U NCUXUKU. DaKTUIECKU MOXKXHO TOBOPUTh
0 TICUXMATPUIECKON U MOBEIEHUYECKOI SITUTeHETUKE
KaK 0 CaMOCTOSITeJIbHOM pa3zielie UcclaeaoBaHuii [2].
Crpecc Ipu y4aCTUH SMUTEHETUYECKMX MEXaHU3MOB
BBICTYIIA€T KAK OIWH U3 OCHOBHBIX (haKTOPOB, MPO-
BOLIMPYIOIIMNX PSII PACCTPOMCTB MCUXUKU.

OueHKa cTaTyca METWIMPOBaHMS creuudmie-
ckux JokycoB reHoMHoM JIHK saBisteTcst apdexTnB-
HBIM CITOCOOOM OTCJICXKMBAHUSI, U3YYECHUST U KOHTPOJISI
YHUKAJIbHBIX IIPOLIECCOB, PETYINPYIOIINX KU3HEAESS -
TENTbHOCTh 4eJioBeKa [3, 4]. DnureHeTMdecKue
CTpecCc-MHIAYLUPOBaHHbIC (DEHOMEHBI IIPU 3TOM CTa-
HOBSITCSI BeAyIINM (pakKTOpOM HapYLICHUI IICUXITIC-
CKOT'O 310POBbsI, IPEXIIE BCETO ACMPECCUU U TPEBOIH,
HO TaKXXe JTMYHOCTHBIX PACCTPOMCTB, 3aBUCUMOCTEI U
acolMabHOIo noBeAeHus [5, 6]. BeisiBieHue Kitoue-
BBIX TEHETUYECKMXY SIUTEHETUIECKMX MapPKEPOB PUC-
Ka pa3BUTHUS ICUXUYECKMX PACCTPOICTB 1 arpeCCUBHO-
IO TIOBEACHMS MO3BOJISIET OLIEHUTh BEPOSITHOCTD HAJIM -
Yusl aHAJIM3UPYEMBIX IIPU3HAKOB Y MHAWBUIA II0 €ro
JHK B wesix 1MarHOoCTUKM, BBISIBICHUSI (hapMaKo-
JIOTMYECKNX MUIIIEHEH M BO3MOXHOTO IPUMEHEHUS
B KPMMUHAJIMCTHUKE.
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HanbGoiiee wM3y4eHHBI BUI SIIMTEHETHYCCKOM
Monudukanuu JIHK y moneit — MeTwivpoBaHUE
muto3rHa B moioxkeHnu C5 B CpG-auHYKIIeOTHUIAX.
bonee 28 Mummionos catitoB CpG pacripeaeneHbI 110
BceMy reHoMy 4denoBeka U 70—80% n3 HUX MOTYT
ObITh METUJIMPOBaHbl. B OOJBIIMHCTBE CilydyaeB I'M-
MepPMETUIINPOBAHNE TTPOMOTOPHEBIX 00JacTeil TIpH-
BOJMT K CHUZKEHUIO KCIIpeccus reHoB [7].

HMHTepec yyeHBIX K CTaTyCy METUJIMPOBAHUS Te-
HOB, OTBETCTBE€HHBIX 3a l'[CVIXO3MOL[VIOHaI[beIﬁ cTa-
TyC 4YejioBeKa, BO3pacTaeT. AHaJIM3 COBPEMEHHOIO
COCTOSIHUSI TIPOOJIEMBbI MOKa3ajl, YTO HeoOXxomarma
OLICHKA 1IEJIOTO CIIEKTPa TEHETUYECKHX M STTUTEHETHYE -
CKHUX JIOKYCOB TeHOMa 4ejioBeKa. [IJ1s1 perieHust Takux
3a/1a4 aKTUBHO MPUMEHSTFOTCSI TEXHOJIOTUH CEKBEHUPO-
BaHMs1 HoBoro nokojieHus (NGS) u pa3paboTka He-
GOJIBIINX TapTeTHBIX NaHesel. [IpenMyliecTBOM Ta-
KOTO TTOJX0a SIBJISIETCS, C OMHOM CTOPOHBI, BO3MOX-
HOCTh MCCJIEIOBAaHUS IECITKOB U COTE€H JIOKYCOB B
XOJIe aHa/I3a OJHOro o6pasia, ¢ APYroil — UMeeTcst
BO3MOXHOCTh IIPOTECTUPOBATh B paMKaX OIHOTO
SKCIEPUMEHTa COTHHM 06Pa31ioB, YTO CUJIBHO CHIIKA-
€T CTOMMOCTh OJHOrO aHajin3a JJisi KOHEYHOTO IO-
TpebuTens, nenas ero 60jee TOCTYIHBIM B pyTUHHOM
npaxkTuke [9].

B nipencraBiieHHOM UCCICAOBAaHUY BhISIBJICHEI T'e-
HbI HEMPOMEINATOPHBIX CUCTEM MO3ra, ypOBEHb Me-
tunupoBanuss CpG-caiiToB B peryasITOPHBIX y4acT-
KaX KOTOPBIX aCCOLIMMPOBAH ¢ HApYIICHUSIMU TICHU-
XUYECKOTO 3I0POBbsI UeJIOBEKa.

MATEPHAJIbI 1 METO/bI

HccnenoBanne mnpoBeAeHO Ha JBYyX Tpynrax
npeacTaBuTesicii OSJIOPYCCKOIM TIOMYJISIIMU: KOH-
TPOJIbHAS TPYMIIa YCIOBHO 3M0POBBIX TOOPOBOJIBLIEB
(K) yucnennoctrio 30 yenoBek u nanueHTH PHITLL
TMCUXUYECKOTO 3I0POBbS C OPraHUYECKUMHU Hapyle-
HUSIMU TOJIOBHOTO MO3ra W YMCTBEHHOI OTCTajio-
CTbIO, CTpaJaollIne JUIYHOCTHBIMU PACCTPOUCTBAMU
u geBruaHTHBIM TToBeaeHueM (II) — 61 yenoBexk.

OT KaxXXgoro ydacTHMKA OBUIO TTOJy4eHO MHQPOP-
MUPOBAHHOE coIlacve Ha BKJIIOUEHUE B UCCIeI0Ba-
Hue. JlnzaitH ucciaemoBaHUs yTBepxKIeH broatuue-
CKUM KOMUTETOM MHCTUTYTa TeHETUKU 1 LIUTOJIOTUM
HAH benapycu.

B xauecTBe OMOJIOTMYECKOTO MaTepHajia UCIIOIb-
30BaJiM OyKKalbHBIN 3nutenuii. Beigenenue JHK
npoBoaiIn Habopamu “Hykieocop0”, mogupuka-
must A (OO Ipaitmrex).

MetunupoBanue JJHK omnpenensian meTomom 01—
Cynb(PUTHOM KOHBEPCHUU, TIPA KOTOPOI KaXKIBIil He-
METWIMPOBAHHBIN LIUTO3WH IMpeBpallaeTcs B ypa-
LIJI TOCPENCTBOM Ae3aMUHUpPoBaHus. brucynbputHyio
konBepcuio reHoMHoM JIHK B konmmaecTBe 1 MKT BBI-
MOJHSJIM C UCIIOJIb30BaHMEM Habopa pearcHTOB
EpiTect Fast DNA Bisulfite Kit (Qiagen) cormacHo
MHCTPYKIIMM TIpon3BoauTenss. Hadbop ontumMmusnpo-

MOCCD nu np.

BaH IS IIOJIYYEHMs 1OCJIE KOHBEPCUM YYaCTKOB Te-
HoMmHoit THK maunoit 300—500 mH 1 B HEKOTOPOM
KoindyectBe 6oiiee 500 mH.

Hns1 aHanu3a YpoBHS METUJIMPOBAHMS IIEJIE€BBIX
T€HOB MCIIOJIb30BaJIM pa3padOTaHHYIO HaMU MaHETb
crieunpUIECKUX OJIUTOHYKICOTUIHBIX IpaiiMepoB,
(JIaHKUPYIOIIMX BEIOpaHHbBIE IJISI UCCIAEAOBAaHMS JIO-
KychI [8]. AMmuidpukauunio KoHpeptupoBaHHoii JITHK
MpoBOAWIN I 17 LieaeBhIX y9aCTKOB HCCIIEIyEMbIX
TeHOB, KOTOpBIC coaepxXamu 24 crenndpuyecKmux
CpG-caiiTa METUJIMPOBAHUSI.

15t KOHTpOJIS KauecTBa U onpeae/ieHUs KOHIEH-
Tpaluu nojydeHHbix ¢parmeHToB JIHK mcnonab3o-
Bajd Mpubop Wis (GIyopuMeTpUYEeCcKOro aHajiusa
Glomax Explorer (Promega) ¢ HabopoM peareHTOB
QuantiFluor® ONE dsDNA System (Promega).

Hopmanuzauuio u myiavpoBaHue oOpa3lloB Bbl-
MOJIHSIJIA C TOMOIIBIO CUCTEMBI aBTOMAaTHUYECKOTO
nosupoBanusi Eppendorf epMotion. st TpUroTos-
neHuss NGS-6u0ImoTeK UCIToIb30BaIl HAOOpHL pea-
reHToB QIAseq Methyl Library Kit (Qiagen), mo3Boisi-
fol1e paboTaTh ¢ (hparMeHTUPOBAHHBIMU YYaCTKaMU
JHK mocne oucynbputHOI KOHBepcuu. KoHeuHas
KOHIIEHTpallMs aHAIU3UpyeMoii OMOJIMOTEKU CoCTa-
BUja 8 MMOJIb, KOHLEHTpalUsl KOHTPOJbHOM OUO-
nuoreku PhiX — 10%.

Bbicokonmpou3BoAUTENLHOE CeKBEHUPOBaHUE
BBITTOJTHSIOCH OMHOBPEMEHHO i1 24 0Opa3loB Ha
npuoope IlluminaMiseq. dns 3ammycka ncnojib3oBaH
Habop v3 2 X 250 (500 cycles) Illumina — MiSeq Re-
agent Kit v3.

O1eHKY KayecTBa IIPOYTEHUI TTIPOBOAMIIM B IIPO-
rpamme FastQC, ¢ nmocieayonmM TPUMMUHIOM HeKa-
YeCTBEHHBIX OCHOBaHMII B Trimmomatic. JlokanbHOE
KapTupoBaHue IpouTeHuii Ha pedepeHc (GRCh37
[GCF_000001405.13]) mpoBomui II0 aJrOPUTMY
Burrows-Wheeler-Aligner ipy ITOMOIIINA TIPOTpaMM-
Horo moxyns Bowtie2 B yrunute Bismark.

DunbTpalio ¢ IMOCIeaYIOIM ITpeobpa3oBaHU-
€M KapThl BbIpaBHUBaHMs IpouTeHuii (SAM), Takke
COPTUPOBKY M WHAEKCUPOBaHUE TPOBOAMIM B Sam-
tools. BrI30B caliTOB METWIMPOBAHUS Ha “M3HAYATILHO
BepxHeit nienu” (original top strand) B CpG-ocTtpoBax
npoBedeHo B mairuiaiiHe Bismark. IToacyer oTHole-
HUS OEMETWIMPOBAHHBIX CAliTOB K METWJIMPOBAaH-
HBIM OBLJI IIPOM3BEAEH Ha SI3bIKe IPOTPaMMUPOBaHUSI
Python ¢ nucnonpzoBanuem 6ubaMoTeku Pandas.

CpaBHeHMeE YPOBHE METHIIMPOBAHMS OTIETEHBIX
CpG-caiiToB B Irpyrnax uccjeIoBaHUs IIPOBOIUIOCH
C MCIIOJIb30BaHUEM KpuTepueB MaHHa— YutHu. Pas-
JIAYUS IPUHUMAINCHh KaK CTATUCTUIECKY 3HAYMMBbIC
ipu p < 0.05.

PE3VJIBTATBI U OBCYXIEHHNE

Ha nepBoM 3Tane ucciienoBaHUSI aHAIU3 Pe3yib-
TaTOB BBICOKOITPOU3BOIUTEILHOIO CEKBEHUPOBAHUS
MMO3BOJIWII TIOJIYYUTh JaHHBIE 00 YPOBHE METUIIMPO-
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ACCOLUALIMSA METUJIMPOBAHUSA TEHOB HEMPOMEJIUATOPHBIX CUCTEM

BaHus 24 1eneBbix CpG-caiitoB B oopasmax JIHK ot
61 nmamyenTa u 30 YyeJOBEK U3 IPYIIIBI KOHTPOJIS.

HaubGomnpmme pa3amaust MeXKIy TpyITHoi malmeH-
TOB ¥ KOHTPOJILHOM TPYTIIOi OB 3a(DUKCUPOBAHBI
st mect CpG-caiiToB, pacnoIOXKeHHbBIX B TIPOMO-
TOPHBIX 00JacTsIX Tpex reHoB — BDNF, COMT u
CACNAIC.

I'en BDNF, nokanu3oBaHHBII#T B XpOMOCOMHOM
Jokyce 1lpl, xkogupyeT MO3roBoil HelpoTpoduye-
CKMI (paKTOp — OUTOKWH, TIPEICTABIISTIONINIT cOOO0M
TOMOJMMEpPHBIN O€JIOK ¢ MOJIEKYJISIpHOIT Maccoii
27 x/la. BDNF oka3bIBaeT YHUKAJIbLHOE JICUCTBUE HA
HHC, ctrumynnpys B HEMpoHax perapaTuBHBIC ITPO-
1IECCHI, TTOBBIIIAsT CUHANITAYECKYIO TUIACTUYHOCTh 1
ycroitunBocTh KiieTok I HC x moBpexnatommm ¢ak-
topam [9, 10]. deduuntr BDNF cHUXKaeT 1m1acTUd-
HOCTb HE{POHOB, HapyllIaeT MaMsITh U 00y4aeMOCThb,
KOTHUTUBHEIE CIIOCOOHOCTU. Okcmpeccuss BDNF
3HAYUTEIHPHO YMEHBIIIACTCS Y MALMEHTOB C IETIPEeCCUeid,
addeKTUBHBIMU paccTpoiicTBamMu, Iipu ctpecce [11,
12]. XpoHUYecKuii CTpecc MNPUBOAUT K CHIDKCHUIO
nponyknu BDNF, KoTopast ydacTBYeT BO MHOTHX KJIe-
TOYHBIX ITIpolieccax B HEPBHOM TKaHU, OCOOEHHO
CBSI3aHHBIX C JOJTOBPEMEHHOM MaMsThIO, IIyTeM aK-
TUBU3ALUN METWIMNPOBAHUS TUCTOHOB U U3MEHEHMUS
CTEeINeH! KOMMNAKTU3alluu XpoMaTHUHa.

BDNF — onuH u3 HauboJjee M3ydeHHBIX TEHOB Y
MAlIMEHTOB C IICUXO3MOILMOHAIbHBIMU HAPYILIEHUSIMU
U B TOM 4HCJIe ¢ OUIosipHBIM paccTpoiictBoMm (BP).
B yacTHOCTH, TIOBBIIIIEHHOE METUINPOBAHUE 00J1a-
ctu ripomoTopa BDNF (3k30H 1) ObU10 OOHAPYKEHO B
MOHOHYKJIEApPHBIX KJIETKaX IepudeprudecKoil KpoBHU
naureHToB ¢ BP BTOporo tumna, y KoTopbIX ypOBHH 3KC-
npeccuu reHa BDNF Takke ObUIM 3HAYUTEJIBHO CHU-
>KEeHBI [0 CPaBHEHMIO C KOHTPOJILHOM rpytimoii [13].

B npyrom uccienoBaHuM cTereHb METUJIUPOBAHUS
JHK pasnmaanack y nameHToB ¢ BP m koHTpoasHOM
rpymisl 1t 11 u3 36 CpG-caitToB, mpoaHATM3UPOBaH-
HBIX B IpoMoTopax 3 u 5 reHa BDNF [14]. Heckonbko
muddepeHInaIbHO METHIIMPOBAHHBIX CAIITOB ITepe-
KPbIBAJIUCh C YYacTKaMHU CBSI3bIBAaHUSI (haKTOPOB
TPAHCKPUIILIMU B TIPOMOTOPE 5 WX HENTOCPENCTBEH-
HO pSIIOM C HUMM, TIpearnoaras BO3MOXHYIO POJib
MeTuipoBaHus JIHK B Monynsiuum skcnpeccuu re-
Ha BDNF.

I'en COMT pacrionoxeH Ha ydyactke 22ql1.21, ko-
aupyeT depMeHT Katexoa-O-MeTuiTpaHcdepasy,
YY4acCTBYIOIIYIO B OOMEHE pa3IMYHbIX KATEXOJIAMUHOB
(agpeHalnH, HopaipeHanuH, modamuH) [15, 16].
dusunonoruvyeckast pojib pepMeHTa 3aKI0UaeTcs B
SIIMMMHALIAM KATEXOJIaMUHOB M3 CUHANITUIECKOI 111e-
JIX IIyTeM peakiuy MeTWIMpoBaHus. JMHaMuKa Ka-
TEXOJJAMMHOB B pPa3HBIX yJyacTKaX MO3Ta peryjaupyeT
coumajgpHoe mnoBeneHue. Kartexom-O-mMeTuiTpaHc-
¢depasza peryaupyeT nepegayy HEpPBHOIO MMITYJIbCA,
BJIUSIET HA OCOOEHHOCTH 3MOLIMOHAJIbHBIX PEeaKIIMIA,
ydyacTByeT B MeTaGonusme 3cTtporeHoB [16]. Cyue-
CTBYIOT 1Be N30OopMEI JaHHOTO (pepmeHTa: S-COMT
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(pactBopuMast n3odopmMa, oOHapyXeHa B KPOBU U
nepudepudeckux TkaHsx) ¥ MB-COMT (MemOpaH-
CBSI3aHHBIII IPOTEMH, OCHOBHASI 4YaCTh KOTOPOTO
JIOKaiM30BaHa B npedpoHTanbHOI Kope) [17]. U3-
BecTHO oKoyio 300 monumopdHEBIX caiiTtoB [17], s
HEKOTOPBbIX M3 KOTOPHIX ITOKAa3aHO KIIMHUYECKOE
3HaueHue [18].

TunepMmeTunuposanue caiita COMT 19949901
(cg04856117) 6pUTO TakKe 3aPUKCUPOBAHO TIPU U3Y-
yeHnu crerreHn metunupoBanus JJHK 41-Horo caitta
CpG BreHe COMTYy 185 yenoBek ¢ MOCTTpaBMaTUye-
CKUM CTPECCOBBLIM PACCTPOMCTBOM M KOHTPOJILHOI
rpynisl [19]. I1o pe3yiabraTaM ncclieTOBaHUS YBEIM-
YeHHEe YPOBHSI METUJIUPOBAHMSI TOJILKO IBYX CAlTOB,
pacIioJIOXKEHHBIX B IIPOMOTOpE TI€Ha, BKIIIOYas
cg04856117, O6bUIO HE3AaBUCUMO CBSI3aHO C JaHHBIM
COCTOSIHUEM.

I'en CACNAIC pacnioioxeH Ha y9acTKe XpOMOCO-
MBI 12p13.3, KogupyeT OeJIOK TJIAaBHOTO ITOTEeHIIA -
3aBUCHUMOro KajbliieBoro kaHaiga L-tumna, Cavl.2
(cyobenqununa anbga-1C). Kananer Cavl.2 aBiasioT-
Csl KPUTUYECKUMU MOIYJISITOPAMU Psiia KJIETOYHbBIX
MPOILIECCOB, KOTOPhIC YYACTBYIOT B Pa3BUTUU IICUXO-
natonoruu [20]. IToaHOreHOMHBIE HCCIIeTOBAHUS
BoisiBUIIM acconmanumo reHa CACNAIC ¢ MHOXe-
CTBEHHBIMU ITICUXOHEBPOJOTUYECKUMU PaCCTPOii-
CTBaMU, BKJItoUasi OOJIbIIIOE AEMPECCUBHOE PACCTPOIi-
CTBO, OUIIOJIIPHOE PACCTPOMCTBO U HIM3O(DPEHMUIO,
KOTOPBIE MPOSIBIISIIOTCS ACTIPECCUBHBIMU CUMIITOMA -
mu [21].

MetnnupoBanne reHa CACNAIC takxke m3yda-
Jioch y nauueHToB ¢ BP — kKak ogHa 13 BO3MOXKHBIX
npuurH gaHHoro cocrosHusa. Cpemu 5-CpG-oct-
POBKOB, PaCOJIOXKEHHbBIX B pa3IMUYHBIX YACTIX T€HA,
BaprallMy B YPOBHSIX METUIUPOBAHUS ObUTN 3a(UK-
CUPOBaHEI TOJILKO IJIsI CAMTOB, PAaCIIOJIOXCHHEIX B
TpeThbeM MHTpOHE TeHa. [Ipu 3ToM msaTh M3 IIeCTU
CaliTOB MOKa3aju 3HAUUTEIbHOE TUIIEPMETUINPOBA-
Hue B IHK manueHToB ¢ BP 1o cpaBHEHMIO C KOH-
TpoaeM. Takke oOHapykKeHO, YTO Ha YPOBEHb METH-
JIMPOBaHUS BIUSIET TIOJI U TaKKe OJIM3jexalliue mo-
JMMopHBIE caliThl [22].

PacrnipeneneHue ypoBHEM METUIMPOBAHMS LIIECTU
CaliTOB, PACITOJIOXKEHHBIX B TIPOMOTOPHBIX 00JIACTSIX
reHoB BDNF, COMTwn CACNAIC, B ucclieOBaHHBIX
rpyIIIax IIpeacTaBiIeHo B BUIe rpaduKoB box-plot Ha
puc. 1—3. J1;1s1 Bcex 1eCTU CaiiTOB BbISIBIEHHBIE pa3-
JIMYMS MEXOy IpydIiiaMy ObUIM CTAaTUCTUYECKM JI0-
croBepHHbI (p < 0.05). Pesynbrarhl mpeacTaBieHbl B
Tab6ma. 1.

Mg Toro, 4TOOBl OLIEHUTh, HACKOJIBKO M3MEHE-
HUS B ypOBHE METUJIMPOBAHUS LIEJIEBbIX CATOB y Ma-
LIUEHTOB C JINYHOCTHLIMU PACCTPOMCTBAMU U ACOLIVI~
aJIbHBIM MOBEIEHUEM OTPaXKaloT OOIIe U3MEHEHUS
B METWJIMPOBAHUU IIPOMOTOPHBIX 00JlacTeii TeHOB
BDNF, COMT n CACNAIC, Mbl OONOJIHUTEILHO
npoaHanu3upoBaiu Bce CpG-caiiThl, BBHISBICHHBIE
Bo (pparmenTax JJHK reHoB B mcciaemoBaHHBIX aM-
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Puc. 1. PacrnipeneneHue ypoBHE METUIMPOBAHUS YeThIpeX caiiToB reHa BDNF B rpyInax MalMeHTOB U KOHTPOJIS.

nmaukKoHax. JlaHHble 00 MX METWJIMPOBAHUM OBLIU
TakK:Ke mojrydeHbl mpu npoBedeHu NGS. s cpaB-
HUTEJIBHOTO aHain3a OoibIIoro ymuciia nuddepeH-
IaJIbHO METWJIMPOBAHHBIX CAATOB IIPUMEHSIIN Kap-
Thl UTHTEHCUBHOCTHU curHajoB (heatmap).

HaubGonee 3HaunMBbIe pe3yabTaThl MOTYUYEHBI TSI
18 caiiToB, BXOASIIMX B COCTaB IPOMOTOpa TeHa
CACNAIC (puc. 4). BuzyajibHOe cpaBHEHUE UHTEH-
CMBHOCTHU CUTHAJIOB YETKO YKa3bIBaeT Ha GoJiee BbI-
COKUiI1 ypOBeHb METWJIMPOBAHUS y MALIMEHTOB IO

Taomuna 1. CpaBHeHUE ypOBHEN MeTUIMPOBaHUS 1eeBbiX cailToB reHoB BDNF, COMT u CACNAIC B rpyrnnax naiu-

€HTOB U KOHTPOJIA

AHaIM3MpYEMble YpoBeHb METHIIMPOBaHUSA
" YpoBeHb 3HAYUMOCTHU p
CpG-caiithl HalMeHThI KOHTpPOJIb

BDNF_27721791 2.78 0.67 0.00007816
BDNF_27721798 2.41 0.55 0.00003795
BDNF_27721801 2.70 0.65 0.000003296
BDNF_27721803 1.86 0.38 0.004353
COMT_19949901 75.87 63.76 0.000071
CACNAI1C_2339515 56.36 46.35 0.00001048
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18. CACNAIC_15_2339515
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Puc. 2. PacnipeneneHnue ypoBHeit MmeTripoBanust caiita 2339515 rena CACNA1C B rpynnax naiueHTOB U KOHTPOJIS.
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Puc. 3. Pacnipenenenue ypoBHeit MmetvipoBaHusi caiita 19949901 rena COMT B TpyIinax naiueHTOB U KOHTPOJIS.

CpaBHEHUIO ¢ KOHTpoJieM. [1pu nepapxmdyeckoii Kjia-
CTEepU3allU 10 YPOBHIO METHUINPOBaHUS 18 caiiToB
reHa HaOJIIomaeTcss 4yeTkoe oObeaUMHEHNE OO0pas3loB
JHK nmaunueHTOB B OTHEJIbHBIE KjacTepbl. AHAIU3
pacripeneaeHsT 00pa3IioB MMoKa3al, 9YTO ITOCTPOCHUE
JeHAPOTrpaMMbl HA OCHOBAaHUM CTaTyca METUJIMPOBA-
HUS TI03BOJISIET BBIICIUTH B OTACIBHYIO IPyImy 00-
see 85% TalneHToB.

TakuM 06pa3oM, BBISIBIEHBI MH(GOPMATUBHbBIE TEHBI,
aHAJIN3 METUJIMPOBAHUS PETYISITOPHBIX obGaacTeit
KOTOPBIX MOXKET pacCMaTpUBaTLCS KaK BBICOKOCIIE-
HUMUUIHBIA TECT IS ONpeAeeHUsI MCUXO3MOLINO-
HAJIBHOTO CTaTyca 4YelIoBeKa KaK B HAYYHBIX LIENSIX,
TaK M B IIpaKTUKE 3IpaBOOXpaHEHUs M KPUMUHAJIN-
ctuku. [TonydeHHBIE pe3yIbTaThl JOJKHbBI OBITH IO -
TBepKIeHBI Ha He3aBUCUMBIX BEIOOPKAX.

PaGora nmpoBefeHa B paMKax peaau3alliid Mepo-
npuatusa S5 “Pa3paboTka MeTOOIMKHN OIIpeac/ICHUS

TEHETUKA  Ttom 57 Ne 12 2021

craTyca TeHETUYECKUX JIOKYCOB M MPMXKU3HEHHOM
momndpukanmm yqactkoB JIHK, Biugrommnx Ha icu-
XO3MOILIMOHAJILHBIN cTaTyc yenoBeka” HaydHo-Tex-
HMYeckKoii mnporpaMMmbl  COIO3HOTO ToCyIapcTBa
“Pa3paboTka MHHOBAIIMOHHBIX TeHOTreorpapmIeCKIX
U TeHOMHBIX TEXHOJIOTUM MASHTU(MUKALINU JTAYHO-
CTH U MHIVMBUIYAJIbHBIX OCOOCHHOCTE! YejloBeKa Ha
OCHOBE U3y4eHUsI TeHOMOHIOB pernoHOB COX3HOTO
rocynapctBa” (“AHK-unentTuduxkaimsa’™).

Bce mipouienypbl, BBITOJTHEHHbBIE B UCCIIEIOBAHUN
C YY4acTHUEM JIIOJIeii, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM MHCTUTYLMOHAILHOTO 1/ HAIIMOHAIBHO-
ro KOMUTETA TI0 MCCIEA0BATEIbCKON 3TUKE U XeJlb-
CUMHKCKOM nexapanuu 1964 1. ¥ ee IOCIEeIyIOLIM
U3MEHEHUSIM WJIU COITOCTAaBUMbIM HOpPMAaM 3TUKH.

OT Kaxmoro M3 BKJIIOYEHHBIX B MCCJIEIOBaHUE
YYaCTHUKOB OBIJIO TIOJIy4YeHO WH(POPMUPOBAHHOE
JIOOPOBOJIBHOE COIIACHE.
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Puc. 4. Kapra unteHcupHoctu curHaioB (heatmap) nuddepeHumnaibHO METUIMPOBAHHBIX CAUTOB B IIPOMOTOPHOM 00J1acTH
reHa CACNAIC. CrnipaBa 1o BepTukaiu — mudpst oo6pas3uos. [To ropu3oHTanu — caitTel METUIIMPOBAHYSI.
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Association of Methylation of Neuromediator Brain System Genes
with Psychoemotional Human Characteristics

I. B. Mosse* *, N. G. Sedlyar®, A. S. Babenko?, K. A. Mosse?, R. S. Shulinsky“, and A. V. Kilchevsky*
4 [nstitute of Genetics and Cytology of the National Academy of Sciences of Belarus, Minsk, 220072 Republic of Belarus
bBelarusian State Medical University, Minsk, 220116 Republic of Belarus
*e-mail: I. Mosse @igc.by

Epigenetic regulation of gene activity has been implicated in a number of mental disorders, including devel-
opmental disorders of the brain, personality disorders, and deviant behavior. A study of the methylation level
of 24 selected CpG sites in the groups of patients with the listed disorders and the control group was carried
out. It was shown that CpG sites in the regulatory regions of three genes of human neuromediator systems —
BDNF, COMT and CACNAI1C — are hypermethylated, what can lead to a decrease in the expression of these
genes. The results obtained can be the basis for the development of diagnostic test systems and the search for
pharmacological targets for the detection and correction of these conditions, and are also of interest for per-
sonal identification inforensics.

Keywords: methylation of CpG sites, epigenetic regulation, high-throughput sequencing, psychoemotional
status.
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NCITOJIB3OBAHUE MACHITABHOTO ITAPAJIVTEJIBHOTO
CEKBEHUPOBAHUSA B KPUMUHAJIMCTUKE: CPABHUTEJIbHBIN
AHAJIN3 TIVIAT®OPM VI CEKBEHNPOBAHUA
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IMocnenHee mecaTuieTe XapakKTepU3yeTCcsl 3HAYMTEIbHBIM MTPOPHIBOM B Pa3BUTUM HOBBIX TEXHOJOTUI U
nHcTpyMeHToB 111 aHanu3a JJHK. HoBast TexHomorusi MaciiTaGHOTO MapasuieibHOTO CEKBEHUPOBAHUS
(MIIC), nnauye Ha3bIBaeMasl “‘CeKBEHMPOBaHUE CJIEAYIOIIETO IOKOJEHMs’, K HACTOSIIIIEMY BpEMEHU yXKe
IIUPOKO HCIIOJb3yeTCs] BO MHOTHX HAIpaBJIEHUSIX OMOJIOTUYECKUX U OMOMENUIIMHCKUX UCCIEHOBAHUIA.
BHenpeHue HOBBIX TEXHOJIOTHI TTapajuIeIbHOTO CEKBEHUPOBAHMSI B 00JIaCTh CyIeOHOM IKCIIePTU3HI TTPO-
WCXOAUT MeIIJIECHHEE 110 CPAaBHEHUIO C HAYYHBIMY M KJIMHUYECKUMU UCCIIEIOBAHUSIMY, B OCHOBHOM B CBSI31
CO CJIOXXHOCTSIMU COBMEIIEHMSI ¢ YKe uMeroiumucs 6azamu naHnHbix JJHK-npoduieii, a Takxke HeoOxo-
JMMOCTBIO TIPOBEICHUSI CTPOTMX BaJIMIALIMOHHBIX SKCITEPUMEHTOB TSl aKKPEIUTALIUKM TIPUOOPOB M HAGOPOB
peareHTOB. B 0030pe npencraBieHbl CyIIECTBYIOIIME B MUPE PEIIEHUST TTO UCTIONIb30BAaHUIO MAaCIITAOHOTO Ma-
paJUIeJIbHOTO CEKBEHUPOBAHUSI B KPUMUHAIUCTUKE, TEXHUUECKME aCTIeKThl 3KCIIEPMMEHTOB, pa3paboTaHHbIE
KOMMepUecKye pellieHrs] U TIePCIeKTUBBI MPUMEHEeHUSI, a TAKKe pACCMOTPEHBI IIPEUMYIIECTBA M HEMOCTATKU
HOBBIX TEXHOJIOTUI CEKBEHMPOBaHMS 110 cpaBHeHMIo ¢ meTogamu JIHK-aHann3a, TpaiMliInOHHO UCITOJIb3Ye-
MBIMU B CyIeOHOI 9KCIIepTU3E.

Karouesnwie caoea: macirabHoe IapajienbHoe cekBeHupoBanue (MIIC), cekBeHrnpoBaHMe CIIEAYIOIIETO
nokoieHust (NGS), kopotkuii TaHaeMHbIi 1ToBTOp (STR), omHOHYKIEOoTUAHBIN TTouMOpdu3M (SNP),

KPUMUWHAIUCTHKA.
DOI: 10.31857/S0016675821120122

IlepcnekTBa OMHOBPEMEHHOTO aHaaM3a OO0Jb-
IIOr0 KOJIMYECTBA MOJMMOP(MHBIX MapKepoB JeIacT
TEXHOJIOTMIO MacCIITa0OHOIo IapaUIeIbHOTO CeKBe-
HupoBaHus (MIIC) ouyeHb MOIITHBIM M OTHOCHUTEIb-
HO JIETKO IIPUMEHUMBIM MHCTPYMEHTOM B JIaOOpaTo-
pusix cyneOHOM sKcmepTusbl. B HacTrosimee Bpems
HamboJjiee akTuBHO MIIC ucnonb3yeTcsa B IUarHO-
CTMYECKUX J1TabopaTopusix IJsI aHAJIM3a MHIUBUIY-
aJIbHBIX TCHOMOB UeJIOBeKa WJIN 1IeJIEBOTO (TapreTHO-
Iro) CeKBEHMpPOBaHUS BBIOOPpOYHBIX ydyacTkoB JJHK
IUIST BBISIBJICHUSI T€HETUYECKMX BapUaHTOB, CBS3aH-
HBIX CO 3I0POBbEM WJIU C pa3BUTHEM 3aboJieBaHuii. B
KpUMUHAJIUCTUKE ¢ ucronb3oBanueM MIIC craner
BO3MOXHBIM OOHOBPEMEHHBII aHaJn3 M CTaHIapT-
Hbix aytTocoMHbix JIHK-MapkepoB (STR u SNP), u
mutoxoHAapuanbHoit JITHK, m MapkepoB MHOJOBBIX
xpoMmocoMm [1, 2]. IIpexne Bcero texHoyiorun MIIC
OyayT MMETh pellalollee 3HaueHMe Ui aHajlu3a
JAHK gemoBeka B TakKMX CiIydastx, Kak MacCOBEIE OelI-

CTBUSI WU APYTMe COOBITUSI, KOTrna KPpUMUHAIUCTH-
yeckue odpas3ubl JJHK noasepraroTcss HeraTUBHOMY
BO3JIEUCTBUIO U UX KAYECTBO YXYIIAETCS.

O BO3MOXHOCTSIX U MEPCIEKTUBAX MCIOJIb30Ba-
Huss MIIC B KpUMHMHaIUCTUYECKOW pabdboTe OBLIO
BIIepBBIC 00BsIBIcHO B 2015 I. B romoBoM oT4yeTe Hui-
JIIepJAaHACKOr0 WHCTUTYTa CyJeOHOM 3KCIIEPTU3BI
(NFI) [3]. ITepBbIM MHCTUTYTOM, aKKPEAUTOBAHHBIM
Ha wucnojb3oBaHue TexHojormu MIIC B cymeOHOM
aHaym3e, crana Jlaboparopus cyneOHO-MeIUITMHCKOMN
akcneptrsbl JIHK Yausepcutera JlelineHa. IlepBeiMu
3asIBJICHHBIMHU pe3y/IbTaTaM1 ObUIM YMEHBIIICHUE JIOXK-
HOITOJIOXXUTEIbHBIX COBMAACHUIA IIPU CpaBHEHUHU pa3-
HbIx 00pa3uoB JJHK u ycrienHoe pasaeneHue pa3aind-
HbIx podumiteit JIHK B cioxHoit cmecu [4]. B 2015 .
ncrionb3oBaHne TexHomornit NGS B KpUMWHAaIN-
CTHUKE OTpaHWYMBAJIOCH JIMIIb OTAEAbHBIMU MUIOT-
HBIMM ucciaenoBaHussMu. OgHako yxe K 2017 1. orry6-
JIMKOBAHO OOJIBIIIOE KOJIMYECTBO PabOT IO TECTUPOBA-
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HUIO pasMIHBIX TTproopoB musd MITC 1 pasmmaHbIX
MaHele KpUMUHAIUCTUYEeCKMX MapkepoB. IIpose-
neHHbli B 2017 1. onipoc 33 eBpoIeicKux 1abopaTopuid,
paboTarOIIMX B 00JACTH CydcOHO-MEIUITMHCKON DKC-
MepPTU3bl, MOoKa3aj, 4To 52% W3 HUX yXe MPUodpen
onvH wiu 6osee iprdopos st MIIC [5].

METOAOJIOT'A MACIITABHOI'O
ITAPAJUJIEJIBHOTO CEKBEHMPOBAHUA

B ocHoBe macmTabHOro mapajieibHOro cekBe-
HUPOBAHUS JIEKUT HECKOJbKO Pa3IUYHBbIX METOJI0-
JIOTMYECKUX MOAXO0J0B: CEKBEHUPOBaHME ITyTEM CUH-
Te3a nocie amrmiuukanuu JHK [6], cekBeHupoBa-
HY€ OTAENbHOI MOJIEKYJIbl B peailbHOM BpeMEHU Ha
sguelike [7] WM ¢ MUcIoab30BaHMEM HaHorop [8].
BonbimHCTBO TIaTHOPM CEKBEHUPOBAHUSI BTOPOTO
MOKOJIEHUSI HWCIIONb3YIOT METOA CEKBEHUPOBAHUS
IyTeM CHMHTe3a. DTa TeXHOJIOTMSI OCHOBaHa Ha KJIO-
HanpHOM ammumidpukanuu JHK dbepmenrom momm-
Mepazoil. [Ipy MOHOMOJIEKYJIPHOM CEKBEHMPOBa-
HUM 3Tan NpeaBapuTebHON aMIIM(UKALIUU OTCYT-
CTBYeT.

K oCHOBHBIM CyIIIECTBEHHBIM XapaKTepHUCTUKaAM
pas3nuuHbiXx MeTogoB MIIC oTHOCSTCS OJIMHA TIPO-
YTeHUI, IIPOU3BOAUTEIBHOCTh M YAaCTOTAa OIIMOOK
cekBeHUpoBaHUs. O030p HAHHBIX XapaKTEPUCTUK
IUIST Tpex TIOKOJEHUH METOHOB CEKBEHUPOBAHMUSI
npuBeneH B Ta6a. 1. [inHa IpoYTeHMsI, IPOU3BOAU -
TEJILHOCTb U BpeMsl pabodero mpoiecca Kaxkaou u3
T1aTopM B HACTOsIIIIEe BpeMsI UBMEHSIIOTCSI ObICT-
PBIMM TEMIIAaMU B CBSI3U C MOCTOSSHHBIM COBEPIIICH-
CTBOBAHMEM METOMNOJIOTUI, TI0O3TOMY IaHHbIE, TIPEI-
CcTaBJIieHHbIe B Ta0Jj. 1, MMOKA3bIBAIOT TOJLKO OOIlIee
MpeACcTaBIIEHUE O KaXIOM 13 MOKOJESHU METOOOB U
aTdopMax 11 ceKBeHnpoBaHusa. HecMorps Ha To
YTO YPOBEHb OILIMOOK, MOJyYaeMBbIX MTPU HUCITOIb30-
BaHMHU BCEX CYIIECTBYIONINX ILUIaT(HOPM CEKBEHUPO-
BaHMsI HOBOTO MOKOJICHHSI, BBIIIIE IO CPABHEHMIO C
CeKBeHUpoOBaHUueM MeTonoMm CaHrepa, 3TOT HEIO-
CTaTOK mpeonoiieBaeTcs B TexHonorusx MIIC nyrem
MHOTOKpPATHOTO IIPOYTEHMsS KaxKIOro JIOKyca, T.e.
BBICOKUM TIOKpBITHEM [2].

B Hacrosiee Bpems B cepe cyneOHOIl TeHeTUKU
HauOoJIbIlIee TPUMEHEHNEe HAIIUIM HAaCTOJbHBIC Ba-
pHaHThI CEKBEHATOPOB — 3TO Ipudop MiSeq (u ero
Mmomudukanust ForenSeq), pazpaboTaHHBIII KOMIa-
aueit Illumina,a Takke ceKBEHATOPhI OT KOMITAaHUM
ThermoFisher Scientific — Ion Torrent PGM u Ion
S5 [5].

ITmarpopma Illumina peanusyeT TEXHOJIOTHIO
LIMKJIMYECKOTO CEKBEHUPOBAHUSI B COYETAaHUU CO
cTpaTerueil 00paTUMOI TepMUHALIMU (DIIyOPECEHT -
HO MEUYEHHBIX MOIM(PUIIMPOBAHHBIX INU30KCUPUOO-
HYKJIeOTUATpUPOCchHATOB, KOHIENTYyaJIbHO aHajlo-
TMYHOI ceKBeHMpoBaHUIO MeTogoM CaHrepa. 3ame-
HBl OCHOBAaHMI — 3TO HamboJiee JacTas OIIMOKa,

TAXEJIOBA u np.

BO3HUKaIOIIas BO BpeMsl CEKBEHUPOBaHWsI Ha Malllv -
Hax Illumina.

ITnatdopmel Ion Torrent (PGM u S5) npencras-
JISIIOT co00ii TTOJyNTPOBOAHUKOBBII CEKBEHATOP, KO-
TOpBIN U3MepsieT u3MeHeHus pH, Kak ciiencTBre Bbi-
JeJieHus1 MoHOB Bomopoaa npu cuHTtese JHK [9].
st matopmel Ion Torrent Hambosiee 4acThIMU
OLLIMOKAaMU SIBJISIIOTCS MHCEPLIMU U JIeJIeLIMY TOMOTIO-
JIMMEPHBIX YY4aCTKOB JUIMHOM 60Jiee 6 ITH, MOCKOIbKY
KOppEeJIsiliuS MEXIy BKJIIOUCHHBIMU HYKJIEOTUAAMU
U W3MEHEHUEM JETEeKTUPYEMOIO HampskeHUs He
MMponoplroHajbHa pa3Mepy romoroaumepa [8, 10].
KonuuecTBo o11nboK, reHepupyeMbIx IPY CEKBEHU -
poBanunu Ha miatgopme lon Torrent (=1%), BHIIIIE,
yeM Ha miatrdopme Illumina [11]. OgHako OTCyT-
CTBHE ONTUYECKOTO CKAHUPOBAHUS U LIMKINUECKOTO
cekBeHMpoBaHUs Ha ruiatdopme lon Torrent 3HauuM-
TETBbHOTO CHIXKAeT BpeMs cekBeHupoBaHus JIHK mo
cpaBHeHUIo ¢ matdopmoii Illumina [12]. [TpoToko-
Jbl py4yHoOii monroroBku Oubmauoreku HHK g
minatdopMm lon Torrent PGM u Ion S5 6onee Tpyno-
€MKU U TPOMO3JKH IO CpaBHEHUIO C pabOYUM Mpo-
eccom Illumina, Ho HaJIMYKMEe aBTOMATU3UPOBAHHOM
cTaHLUMM noaroroBku 6umoauorexk lon Torrent (Ion
Chef System) 3HauUMTEIbHO YIPOIIAET U CTAHAAPTU-
3upyeT paboumii npoiecc. HegaBHo aHajmormyHble
pelnIeHus 110 aBTOMaTU3alluy IIPOOOITOATOTOBKM ObI-
JIU TIpeaJIoXKeHbl U 118 T1atdopmbl [llumina [13].

MIIC KAK MTHCTPYMEHT
JJIA TEHOTHUITMPOBAHMA STR-
1 SNP-MAPKEPOB

IlepBbiMU MapKepaMu, KOTOpPbIE CTaJIM UCTOJb-
30BaTbCsl MJIsl UACHTUGUKALIMU JIMYHOCTU, CTaJIu
mapkepsl JIHK, Ha ocHOBe ceMelCTB TaK Ha3bIBae-
MbIX MUHMCATEJUIMTHBIX WA TUNepBapuadeabHbIX
nosTopoB JIHK. Takoii Tunm nosTopoB JIHK B reHo-
Me XapakKTepu3yeTcsl BBICOKOI aslieJIbHOl Bapua-
0eJbHOCTBIO YHrciaa TaHAeMHBbIX IMOBTOpoB (VNTR,
variable number of tandem repeats). Ha nepBbix 3Ta-
nax BHenpeHusi MeromoB IHK-umentudukanum B
cyneOHYI0 MPAKTUKY ISl TIOJyYeHUsI UHAWBUILYaJIbHO-
ro npodwist JIHK yenoseka (JIHK-duHreprpuHr) nc-
MOJIb30BAIM  IOCTATOUHO TPYAOEMKYIO TEXHOJIOTHUIO,
KOTOpasl BKJIoYajga pacuieruienne reHomuHoi JIHK
crielagbHbIMU (hepMEHTaMM Ha KOPOTKHE (pparMeH-
Thl, KOTOpbI€ pa3leisiid 3JIeKTPOo(popeTuyecKu I1o
pasMepy U ruOpuanM30Bav ¢ paIuOAKTUBHO MEUEH-
HbIMU TPOOaMu, COOTBETCTBYIOIIUMM OTACIbHBIM
VNTR-mapkepawm [14, 15].

bnaromapsi 6bICTpOMY Pa3BUTUIO METOJOB MOJie-
KyJIIpPHOI OMOJIOTMU, B YACTHOCTU TOSIBJICHUIO Me-
Toda moJimMepasHoil HenHoit peakuuu (ITIP) aHa-
mm3a JIHK, a takke pazpadorkam miatdopm Applied
Biosystems 111 KanmasipHOTO 3A0eKTpodopesa, mc-
MOJIb3YyEMbIX TSI IIPSIMOTO OIpPEaeSICHUS TTOCIe0Ba-
terbHOCTH JJHK (cexBenupoBanus JIHK) nmu gppar-
MmeHTHoro aHanm3a ITHP-nmponykros, JHK-tumpo-
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Tabomuna 1. OCHOBHbBIE XapaKTePUCTUKM JJISI TPEX TTOKOJIEHU METOIOB CEKBEHUPOBAHUS
JlnuHa 9yTeHus, OwmnGka
N YUCIIO IMpousBogUTENBHOCTD
Merton Ton IIpunHLMn neiicTBUS CEeKBEHUPOBAHUSI,
HYKJIEOTUIIOB U BpeMsi paboThl %
(ur) ’
| mokosieHUe ceKBEeHUPOBaHUS
CoHrepa 1977 | KnoHupoBaHue/00pbIB LieNU 25—-1200 96.84 x 103,24
I1 mokoneHne ceKBEeHUPOBAHUS
454 2005 |>Mm-IT1LP/SBS/mmmpocekBenn- 100—1000 103 T, 0.7 T6, 24 4 0.003
poBaHue
Solexa/HiSeqR_/ | 2006 | MoctukoBas 2 x 100 (Hiseq); |6 x 10° ur, 1.8 T6, <0.01
MISCqR_ HHP/SBS/O6paTHaﬂ 2 % 300 (Mlseq) HECKOJBKO JTHEMN
TEPMUHALUSA (B 3aBMCUMOCTH
OT JUTMHBI YTCHMSI)
SOLiD 2007 |am-ITHP/nmuruposanue/ 35-75 6 x 10%uT, 320 T0, 0.001
30HIBI 1—2 Henenu
Ion Torrent 2010 |am-ITLP/vioHHO-4yBCTBU- 200—400 60—80 % 10° ur, <1
TenabHbll SBS/u3menenue pH 506,24
I1I moxkoJyieHre cCeKBEHUPOBAHUSI
PacBio R 2010 | OmHOMOJEKYISIpHOE 8000—20000 |35 x 10* ur, 7 TG, <0.001
CEeKBEHUMPOBAHUE 0.5—6 4
B peaIbHOM BpeMEeHU Ha
siueiike (SMRT/ZMW wells)
Oxford Nanopore| 2014 | MU3MmepeHue 21eKTPUIECKOTO 500—200000 10° ur, 2—4 T6, no 15
TOKa MPU MPOXOKIEHUU 048 4
MOJIEKYJIbl HYKJIEMHOBOM
KUCJIOThI Yepe3 HAaHOTIOPY

IMpumevanue. aM-ITLP — amynbcnonnas [TLP, ['6 — rura6aiit, T6 — TepabaiT.

BaHME CTajJl0 IIMPOKO HCITOIL30BaThCSI B IIPAKTHKE
cyneOHbIX aKcrepTus. OMHUM U3 MEPBBIX CTaHAAPTU-
3MPOBAaHHBIX HAOOPOB, MOYYNBIINM MEXIYHAPOIHOE
IIpUMEHEHE B 00JIaCT KpUMUHAIUCTUKM, CTaJl Ha-
6op 6a3zoBbix STR (short tandem repeats)-J10KycoB
CODIS (Combined DNA Index System). OTot Habop
ObL1 pa3paboTraH 1o 3akazy ®BP npu coBMecTHOM
ycunmu Kopriopauuu Promega u Applied Bio systems
mrst co3ganus cranmaptoB JIHK-maenTndukanmm
11 HanpoHanbHoM 6a3bl JIHK CIIIA, ¢ uebio yBe-
JmaeHns 3P(GEKTUBHOCTH MICHTU(MUKAINN TTPEXILS
BCETO BOCHHBIX JIMII, IPECTYITHUKOB, a TaKXKe JIMII,
nmpornaBiux 6e3 Bectu. B 1997 r. ObL1 yTBepXXAeH Ha-
o6op CODIS, cocrosmmit u3 13 6azoBeix STR-m0Ky-
coB: CSF1PO, FGA, THO1, TPOX, VWA, D3S1358,
D5S818, D7S820, D8S1179, D13S317, D16S539,
D18S51, D21S11 m ameroreHMHOBOTO MapKepa I101a.
Taxkke O6bL1 co3gaH Habop JokycoB STR-mapkepos
mst repputopun EBpocorosza (ESS): FGA, THOI,
D1S1656, D2S441, D3S1358, D8S1179, D10S1248,
D12S391, D18S51, D21S11, D22S1045. JIokychl, BXO-
ISIIye B JaHHbIE HA0OPHI, CTaId MUPOBBIM CTaHIAP-
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TOM U ObUTM PEKOMEHIOBAHBI IS UCIIOIL30BAHUST BO
BCEX KpUMMHAIMCTUYECKUX JIabopaTopusix Mupa [16].

Tpamnmnonnserii Meton STR-anammsa nmpu momMo-
11 Teib- WM KamWUISIpHOTO 3ekTpodopesa (KD)
OCHOBAaH Ha BBISIBJICHUY KOJIMYECTBA MOBTOPSFOLINX~
ca “enuHull” STR-mapkepa no pasmepy ITLIP-am-
IUTMKOHA. AHAJIN3 TaKNX MapPKEPOB C UCHOIb30BaAH-
eM mratrdopm MIIC mo3BoJIsIEeT MOJYYNTh OOJIBbIIE
vH(pOopMalIMU — OIPEASIUTh HE TOJBKO IJIUHY IO-
BTOpsitonerocst yyactka JIHK, Ho u monHyio nocie-
JIOBaTeIbHOCTh KaK caMOii 00JIaCcT IOBTOPOB, TaK U
(GIIaHKUPYIOIINX €€ PEerMoHOB, KOTOPbIE YacTO CO-
JiepKat JOIIOJIHUTEIbHbIE MOJIUMOP(HbBIE BADUAHTHI.
MHorouunciaeHHbIe UCCIeI0BaHUs TTPOAEMOHCTPUPO-
BaJiM, uTo aHamu3 STR-MapkepoB Ha OCHOBE TIOJTHOI
MOCJIEIOBATEIBHOCTH JIOKYCa MPUBOAUT K 3HAYUTEIb-
HOMY YBEJIMYECHUIO TUCKPUMUHAIMOHHOTO TTOTEHIINA-
Jla MapKepoB IO CPaBHEHUIO C aHAIM30M, OCHOBAaHHbBIM
TOJIBKO Ha JJTMHE 3TUX MapkepoB [ 17—21]. Takke 6b1U10
OTMEYEHO, YTO BBISIBJISIEMbIE TPU 3TOM JOTOJHU-
TeJIbHbIE TTOJTMMOP(HBIe BApUAHTHI MOTYT OBITh I10-
MyJISIUOHHO-cIienpuiyeckumu. Hampumep, B uc-
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CJIEIOBAaHMM YETHIPEX OCHOBHBIX MOMYJISIIIMOHHBIX
rpyrn CIHIA 6bU10 MoKa3aHo, YTO BCE JIOKYChI CTaH-
nmaptHeIx STR-MapkepoB, 3a UICKIIIOYEHUEM MapKepa
TPOX, comepxXaT IOIOTHUTEIILHBIE BapUaHTHI TO-
ciegoBaTtenbHOCTH [20]. s KaTamornsaliyi HOBBIX
JIaHHBIX Bapua0OeIbHBIX rocienoBareibHocTeil STR-
MapkepoB co3naH 1mpoekT STRSeq, KoTopslit cyMmmMumpy-
€T Bce HabMoaaeMble “IOMOIHUTEIbHbIE” aJUIe/Iu M0~
cJIeoBaTeIbHOCTEl OCHOBHEIX JIOKycoB STR-mapke-
POB, NCTIONIBL3YEMBIX B CyIeOHOIT aKcIrepTrse [21].

B03MOXXHOCTE BHISIBUTH IOIIOJTHUTEIBHbBIE Bapya-
nuu B rtocienoBareabHocT! JIHK mpu anammze STR-
MapKepoOB C MCIIOJb30BaHUEM METOMOJOTMU Mac-
IITaOHOTO HNapauIeIbHOIO CEKBEHUPOBAHUS UMEECT U
psid ApyTuX IMpeuMyiiecTB. Bo-1mepBbiX, yBeIndnBa-
€TCsl TOUHOCTh MpeacKa3aHus MPU UCHOIb30BaHUM
STUX MAapPKEPOB JISI IIPSIMOTO COMOCTABJICHUS WU
BBIUMCJICHUM POICTBEHHBIX B3aMMOCBs3¢eii. Bo-BTO-
pbIX, 60JIee yIauyHO pelIaeTcs mpobdjieMa Tak Ha3bIBa-
eMBIX “cTraTTep-ajuiencii” (Wiau “craTTep-InUKOB”) —
HaunboJiee pacpocTpaHeHHOro apredakra, HaOII0-
naemoro rpu aHaiu3e STR-MapkepoB 1 BBI3BAaHHOTO
npockanb3biBanueM JJHK Bo Bpems ammimpuka-
muu. OOpa3oBaHME CTaTTep-aJUIeas MOXET BCTpe-
yaTbcs B 6—10% npoaykroB amruindukanuu. Eciu B
KONMPYEeMOIl HMTH HaOJIIOJaeTcs “IpOCKaIb3bIBa-
HHEe”, TO HEKOTOPhIE U3 aMIITIM(PUIIMPOBAHHBIX 1Ie-
Tl MoJTy4aroTcst Kopoue, 4YeM JOJIKEH ObITh MPOIYKT
IIIIP. C moMomipio MacIITaOHOro HapaieIbHOTO
CEeKBEHMPOBAHMs OBbLIO MOKAa3aHO, YTO CTATTep-all-
JIeI MapKepa 3aBUCST OT HYKJICOTUAHOM ITOCIen0-
BaTeJIbHOCTH OCHOBHOTO aJIjIe]Isl M, TAKUM 00pa3oM,
YPOBEHb CTaTTep-aJUIeIeil MOXET OBITh pa3IMIHBIM
IJIsl aJile/ieil OMMHAKOBOM IUIMHBI, UMEIOLIUX pas-
JIMYHBIE HYKJICOTUAHEIE COCTaBhl. DTO JaeT JOIOJI-
HUTeIbHOE TIpenmylecTBo MITC 110 cpaBHEHMIO C
MeToIoM ¢parmMeHTHoro aHanusa STR-mapkepoB, B
YaCTHOCTHU MO3BOJIsIET TUddepeHIIMPOBaTh aJUIEIN B
CMemaHHbIX oopas3nax [22]. B-tpetpux, mpm pabote co
cMechio oopasioB JIHK BrissBiIeHME TOTIOTHUTEIBHBIX
ajuiesneii, KoTopble paHee ObLIY OBl 3aMacKPOBAHBI 13-
3a OMMHAKOBOM UTMHBI pa3MIHbIX ayuresieit STR-map-
Kepa, CHIKAeT BEPOSITHOCTD CIIy4aifHOTO COBNAACHMS
npoduieit JIHK pasHBIX MHIUBUAOB, IIPUCYTCTBYIO-
IIMX B cMelmaHHOM oOpasne. Mcmonbp3oBaHue m0-
MOJHUTENILHBIX Bapualuii B Jokyce STR-Mapkepa
OBLIO YCIIEIIHO MNPOJEeMOHCTPUPOBAHO IJIsl aHAJIM3a
cMecu o6pasnoB B padote Phillips m nop. [23]. Kpome
TOTO, OBLIO TTOKA3aHO, YTO YUCJIO IPOUTEHUM, MOJTY-
YEeHHBIX IIPU CEKBECHUPOBAHWU, IIO3BOJISIET TOYHO
ONpEeIeNIUTh MPONOPIUM, B KOTOPBIX CMEIIaHbI 00-
pasiugsl [19].

Paznenenme dparmenros JJHK 1o pasmepy npu
npoBeaeHuM ucciaenopanusi MetogoM MIITC He s1BIsI-
eTcss HeoOxomuMbIM ycinoBueM aHamm3a STR-mapke-
POB, KaK IIPU MCITOJIb30BaHUU (DparMEHTHOIO aHaJIM3a.
Bce Mapkepbl MOTYT OBITh aMITTU(ULIMPOBAHBI C TTOJTY-
yeHreM (PparMeHTOB HaMMEHBIIIeil BO3MOXHOMN IV~
HBI, 4TO BAXXHO IS aHanm3a aerpagnpoadHoii JTHK,

TAXEJIOBA u np.

a KOJIMYECTBO OMHOBPEMEHHO MCCIEAyEMbIX MapKe-
POB HE OrpaHMYNBACTCS KOJIMIECTBOM (DIIyOpeCLIeHT-
HBIX KpacuTeJieil, KOTOpble MOTYT ObITh AETEKTHUPOBA-
HBI 2JIEKTPO(POPETUISCCKIMH CUCTEMaMU KaITJLISIP-
HOTO 3J1eKTpodope3a. DTO OTKPhIBAeT BO3MOXKXHOCTD
OQHOBPEMEHHOIO MCIIOJb30BaHMsS OOJIBIIIETO YKCiIa
STR-mapkepoB, 4TO, HaIpuMep, OBLIO TPOIEMOH-
CTPUPOBAHO IIPU MCHOJIB30BAaHMM OOJIBIION ITaHEeIU
Y-xpomocoMHBIX 1 ayTocoMHBIX STR, mpumeHeHne
KOTOPBIX 3HAYMTEJILHO ITOBBIMAET 3(P(PEKTUBHOCTD
aHaJM3a CMeIIaHHBIX 00Pa31I0B MYKCKOM 1 XKEHCKOM
IHK B o6pa3siax, IMmojy4eHHBIX TT0C/Ie CEKCYyaIbHOTO
Hacunus [24].

CoBpeMeHHas cyJIeOHO-MeTUIIMHCKAasI 9KCIIEPTU -
3a aHaim3a oOpasuoB JHK He orpanmumBaercs
STR-mapkepamu. OOHOHYKJICOTUAHBIC MOJIUMOpPd-
Hble BapuaHThI (SNP unu SNV) umeror psia mpenmy-
IIECTB MPHU aHAJIM3e JerpaaupOBaHHBIX KPUMUHAIM-
cruueckux odpasuos JJHK mo cpaBHeHuio ¢ STR-
MapKepamu, [IOTOMY UTO JJIsI UX OIpeaeeHUs] MOXKHO
HCIIONIb30BaTh Oojiee KopoTkue dparmeHTel JHK
[25]. Hampumep, OblIa MoKa3aHa BO3MOXKHOCTb
ornpeaeieHUs IOJTHOro nmpoduiist u3 20 OMHOHYKJIEO-
TuaHbIX MapkepoB Ha JIHK u3 nmsaTHeH KpoBU mociie
JUINTEJIbHOTO XpaHeHUs1 oOpa3uoB (243 nHs), Torma
Kak ToJIbKO 9% STR-MapkepoB OBIJIO BO3MOXHO TH-
MNUPOBAaTh HA 3TUX Xe oOpa3uax. B ciydae oOpas3LoB
JHK, BbhIOeIeHHOI M3 CIIOHBI MOC/E AJUTEIbHOTO
xpaHeHust (147 mHeit), ObUIM ompeneieHbl 16 omHO-
HYKJICOTUIHBIX MapKepoB (81%) u 18% STR-mapke-
pos [26].

Takke Ha OCHOBaHWM aHajlW3a KPUMUHAJIUCTU-
YeCcKMX 00pa3lioB pa3IMYHbIX TKaHEH pa3Ho cTere-
HU Jerpajauuy ObLla MPOAEMOHCTPUpPOBaHA BO3-
MOXHOCTbD TMOJIyYeHUsI KaueCTBEHHOTro Mpoduiisi Ha
ocHoBaHuu SNP-nanHenei, Torna Kak reHoTUITUPO-
BaHVE MUKPOCATEJIJIUTHBIX MapKEPOB MOYTH HE JaJ10
MOJIOXKUTEIbHBIX pe3ynbTaToB [27]. U3 36 pasmuu-
HbIX KPpUMUHAJIMCTUUYECKUX 0Opa3loB, 1JIs1 KOTOPBIX
He cMorn mojrydutb STR-npoduim nimm onun o0butn
HU3KOIO KauyecTsa, 1151 16 06pas3uos (45%) 6bu1u 1o-
JydeHbl noaHble SNP-mpodunm [28].

3a nociaenHue HECKOJIbKO JIeT ObUT OMyOJIMKOBaH
psa paboT, MOCBSIIEHHBIX pa3pabOTKe BBICOKOWH-
¢opmaTuBHbBIX SNP-MapkepoB, 3d(peKTUBHBIX IS
AJHK-unnentndpukaummn naausuaa [29, 30]. B Hux
OblJ1a TT0OKa3aHa BO3MOXHOCTH TIpeacKa3aHuil Bepo-
SITHOTO 1IBETa IJIa3, BOJOC, KOXHU, a TAKXKe dTHHYE-
CKOTO TIPOMCXOXICHUSI Ha OCHOBAaHWM aHAJU3a CO-
yetanuii rTaroturioB  SNP-mapkepoB. HabGopwsr
JHK-MmapkepoB miag omnpeneiieHWsT BHEITHOCTH
HirisPlex [29], aTHOreorpamnueckoro npomucxoxmiae-
Hus AISNP [30] u unentudukanym mtuaHoctu [31] B
HacToslIlee BpeMs JieKaT B OCHOBE OOJIBIIMHCTBA
kKomMmepueckux nmanesneit 1ug JJHK -unentnrkannmn
METOodaMM MacCIITaGHOTO MapajiieIbHOTO CEKBEHMU-

poBaHus (Tabn. 2).
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Tab6muna 2. XapakrepucTuky HauboJiee paclpoCcTpaHEHHBIX KOMMepuecKrux HabopoB peareHToB mis JJHK-unentudu-
Kauuu ¢ nomoipio MIIC

Haﬂr;::;?HHe CoctaB MapkepoB (1o coctostHmio Ha 01.05.2021) PexoMeHmanmy mo ceKBEeHUpOBaHUIO
dupma Verogene (CIIIA)
ForenSeq DNA A: 27 mapkepoB ayrocoMHBIX STR, 24 Y-STR, 7 X-STR, | KomunuectBo IHK 1 Hr, yncno 6uob-

Signature Prep Kit

94 SNP-mapkepa mist uneHTUdUKaIUuM JUIHOCTH;

B: 27 mapkepoB ayrocomHbix STR, 24 Y-STR, 7 X-STR,
172 SNP-mapkepa (94 nis uneHTuduKaum
JIMYHOCTH, 22 [JIs1 oflpenesieHust ¢heHoTUIIa, 56 nis
orpeneeHNns 6uoreorpad®uyecKoro MpONCXOXKISHMS )

JIMOTEK 3a TIporoH 8—96, ~28 u MiSeq
FGx Reagent Kit, ~22 1 MiSeq FGx
Reagent Micro Kit

ForenSeq 27 mapkepoB ayTocoMHbIx STR, 25 Y-STRs-mapkepoB | Konuyecrso JIHK 1 Hr, yncio
MainstAY Kit (MUHMMAJIBLHBIN HAGOP IJ1s1 ONpeneecHUsT Y-rarioTUIa | GMGIMOTEK 3a ITPOroH 8—96,
no 6aze YHRD¥*), cpennuii pasmep amrinkoHoB 235 iH | ~28 y MiSeq FGx Reagent Kit,
(MakcuMaibHbIM 481 mH) ~22 4 MiSeq FGx Reagent Micro Kit
ForenSeq mtDNA 245 aMIUIMKOHOB, BOCCTaHABIMBAIOIIUX TTOJTHYIO KonuyectBo reHomHo# JIHK 100 nr,

Whole Genome Kit

rocnenoBateibHOCTh MTIHK renoma (16 569 mH)

YHCJIO OUOIMOTEK 3a MPOTOH 16,
~28 u MiSeq FGx Reagent Kit

ForenSeq mtDNA 18 aMIIIMKOHOB, BOCCTaHABJIMBAIONINX ITOCIEIOBA- KommuectBo renomuoit IHK 100 1,
Control Region Kit TeJIbHOCTh KOHTpobHOro peruorHa MTJIHK (1200 mH) | ymcino 6ubanoTeK 3a mporoH 3—48,
~28 1 MiSeq FGx Reagent Kit,
~22 1 MiSeq FGx Reagent Micro Kit
ForenSeq 10230 SNP-mapxepoB 1jis1 cyaeoHO-MeIUILIMHCKOMN KonnuectBo JHK 1 Hr, yncio

Kintelligence Kit

aKcnepTu3sl (94 njis1 uaeHTuuKaIuu JUIHOCTH,

22 g onpeneiieHus peHoTuna, 56 11 onpeneaeHus
ouoreorpaduuecKoro mporucxoxaeHus, 9867 mis
onpenenenus poacraa, 106 X-SNP u 85 Y-SNP,
CpenHUii pa3Mep aMIUIMKOHOB 150 nmH

OubJIMoTeK 3a IMporoH 3, ~28 4 MiSeq
FGx Reagent Kit

®dupma Promega (CIIIA)

PowerSeq 46GY 22 ayrocomubix STR-mapkepa, 23 Y-STR-mapkepa, Komuectso IHK 1 Hr, ncio

System aMeJIOreHUH, pa3dmMep aMIIuKoHoB 140—300 iH 616IMOTEK 3a TTPOoToH 96, ~28 ¥ MiSeq
FGx Reagent Kit

PowerSeq CRM HVI, HVII u HVIII koutpoasHoro peruoda MT, pa3- | KonuuectBo JJHK 1 Hr, yncio

Nested System

Mep aMIUTMKOHOB 144—237 nH

OMOJIMOTEK 3a MPOIOH 110 16,
~28 u MiSeq FGx Reagent Kit

®upma NimaGen (Hunepaanabr)

EasySeqI'M Human
ID and Sample
Tracking Kit

34 SNP-mapkepa mist nneHTU(PUKALIUN JTAIHOCTHU
U aMeJIOTeHUH

Kommuectso IHK 1 Hr, uncio
OUOJIMOTEK 3a MPOTOH 110 16,
~28 1 MiSeq FGx Reagent Kit

®upma QIAGENE

QIAseq Investigator
Missing Persons SNP
Panel

1448 ammiukoHoB (1200 ayrocomHbix SNP-mapkepoB
TSI UAEHTUUKALIMYA IMYHOCTU U POJCTBEHHBIX
cBs3eit, 33 X-SNP-Mmapkepa, 55 6noreorpadumndeckoro
npoucxoxaeHust). [TaHenb BKIoYaeT 46 MUKpPOTAILIO-
TUIIOB

QIAseq Investigator
ID SNP Panel

139 SNP-mapxkepoB miist uAeHTUGDUKALIMYU TUIHOCTU

KonuuectBo IHK 10—40 Hr, uucio
oubIMoTeK 3a mporoH a0 60. B ciyuyae
nanenu QIAseq Investigator Missing
Persons, SNP panel — no 24,

~28 u MiSeq FGx Reagent Kit
BO3MOXHO HCITOJIb30BaTh IJ1aT(hOPMBbI
u lon Torrent

TEHETHUKA

TOM 57

Ne 12 2021
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Ta6mma 2. OkoHUaHUe

TAXEJIOBA u np.

H
am;\[/[::;f;ﬂme CocraB Mapkepos (1o coctosiHmio Ha 01.05.2021) PexoMeHmaniny mo ceKBEeHUPOBaHUIO
QIAseq Investigator 102 SNP-mapkepa mis1 onpeneneHus: ouoreorpapuye- To xe
Ancestry SNP Panel | ckoro npoucxoxnenus (Global ancestry), 75 SNP-

MapKepoB IJIsI OIIpeaeeHNsT Onoreorpaduiaeckoro
npoucxoxnenus (Middle East)

QIAseq Human
Mitochondria Panel

111 aMIJIMKOHOB, BOCCTaHABIWBAIOIIUX ITOJHYIO
rocienoBatelbHOCT M T-reHoMa (16411 mH)

QIAseq Investigator
Human Mitochondria
Control Region Panel

13 aMIIJIMKOHOB, BOCCTaHABJIMBAIOIIMX MTOCJIEI0Ba-
TeJIbHOCTh KOHTposibHOTO pernoHa MTHK (1200 nH)

®dupma BGI (Kurait)

MGIEasy Signature
Identification Library
Prep Kit

52 ayrocomHbix STR-mapkepa, 27 STR-mapkepoB
X-xpoMocoMmbl, 48 STR-mapkepoB Y-XpOMOCOMBI,
227 SNP-mapkepos (145 mist uneHTUdUKAIIUN
JIMYHOCTH, 29 1151 onpeAeneHus heHoTumna,

53 nist onpeneneHus: 6ruoreorpayecKoro
npoucxoxaeHust), HVR 1-HVR 3 MT, amenoreHuH

Komuuecto IHK 10—40 Hr,
YKCI0 OMOIMOTEK 3a IPOroH 10 60,
28 u MGISEQ-2000

®dupma Thermo Fisher Scientific

Precision ID
GlobalFiler NGS
STR Panel

30 ayrocomubix STR-mapkepos, 1 Y-STR-mapkep,
3 mapkepa omnpeaeieHus 1oja (ameiaoreHuH, SRY,
SNP rs2032678), pasmep ammuinkoHoB 140—300 nH

Precision ID Identity
Panel

124 SNP-Mapkepa i1 uaeHTUUKALIMU TUYHOCTH,
CpemHMii pa3Mep aMIUIMKOHOB 138 mH

Precision ID Ancestry
Panel

165 SNP-MapKepoB IS OIIpeaeIeHUS
6uoreorpaduuecKoro MponNCXoXIeHUs,
CpemHMii pa3Mep aMIUIMKOHOB 127 mH

KommuectBo JIHK 1 Hr, ynciao 6n6-
JMoTeK 3a mporoH 8, 2 4 lon S5 System

Precision ID mtDNA
‘Whole Genome Panel

81 aMIUIMKOH, BOCCTaHABIMBAIOIINIA TOJTHYIO
nocnenoBarebHocTh MT reHoma (16569 nH),
CpEeIHUI pa3Mep aMIUIMKOHOB 163 1TH

Precision ID mtDNA
Control Region Panel

7 aMILUIMKOHOB, BOCCTaHaBIMBAIOILINX
MoCIea0BaTeIbHOCTh KOHTpoabHOTO pernoHa Mt/IHK,
CpeOHUI pa3Mep aMIUIMKOHOB 153 nH

KommuectBo JIHK 100 nir, uncio
OmnbGIMoTeK 3a mporoH 8, 2 4 lon S5
System

* YHRD — Y-STR Haplotype Reference Database.

IIpeumymectBa aHanmu3a SNP-MapkepoB Ist cy-
IeOHBIX 1eneit ¢ nomolinbio MIIC, mo cpaBHEHMIO C
aJIbTEPHATUBHBIMU ~ TEXHOJOTMSIMM, TakKude KakK
SNaPshot u cucreMbl 4YWIIOB, 3aKJIIOYAIOTCS B
MepBYI0 ouyepenb B TOM, YTO MOXHO OJHOBPEMEHHO
OIpeIesiTh OobllIce KOJIUIECTBO MapKEepOB Ha Ma-
nbeix KommdectBax JJHK [32—35]. Kpome Toro, tex-
HoJjiorusa MIIC 1mo3BoJisieT 1ONOIHUTEIBHO K BBISIB-
JIEHUIO MHOWBUOYaJIbHBIX T€HETUYECKUX BapUaHTOB
OIpelessiTh TakK:Ke MUKPOIaIUIOTUIIBI, T.€. HAOOPHI
SNP-MmapkepoB, pacmoyioKeHHBIX B HEIOCPEICTBEH-
HoI1 61m3octu apyr oT apyra (MeHee 100 1mH). Takue
MUKPOTAIUIOTUNBL JIEMOHCTPUPYIOT OOJIBIIOI II0-
TEHUIMAJ B KPUMUHAIMCTUYECKUX HMCCIEIOBAHMSIX
Kak 1 1iejeii naeHTU(UKalMu HEM3BECTHOTO MH-

JIWBUJA, TAK U JUIST OTIPEEIEHUS BEPOITHOTO STHU-
YeCKOro npoucxoxaeHus [36—38].

AHaIn3 MOJHOHI MOCIea0BaTEIbHOCTA aMILINKO-
HoB ITLP npu TunupoBanun SNP-MapkepoB ¢ no-
mombio TexHonorun MIIC maet Takske BO3MOXKHOCTh
WCITOIb30BaTh JII000 HAOIIOmae MBI MOJIMMOP(hU3M
B uccienyemoM yyactke JIHK mist yBenndyeHust nuc-
KPMMMHAIIMOHHOIO IoTeHnuajaa IejaeBoro SNP-
Mapkepa. Tak, ipu aHanm3e (pIaHKUPYIOIINX 00J1a-
CTeli JIOKYCOB, BXoAs1IuX B naHelb ForenSeq™ DNA
Signature Prep Kit, B omHOI1 13 monyJIsIuii KOpeH-
HBIX aME€pUKaHIIEB ObLIO OOHAPYKEHO, 4TO U3 94 aM-
IUIMKOHOB, MOJYYEeHHBIX C TIOMOIIbIO Habopa
Forenseq DNA Signature Prep Kit, 22 comepxkam 10-
MOJHUTEIbHBIE NOJIUMOPGHBIE BapHUAHThI, U3 KOTO-

TEHETUKA Ttom 57 Ne 12 2021
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Ta6muna 3. Crimcok MapKE€pOB, OTMCUCHHLIX B BAJIMAAIIMOHHDBIX UCCJICAOBAHUAX PAa3JIMYHBIMU HEAOCTAaTKaMU ITPpU I'€HO-

TUNUPOBaHUMU ¢ momolibio MIIC

MiSeq FGx Ion Torrent

BGI MiniON

STR-Mmapkepsl

DY38911, DY448, DX10148

D3S1358, D7S820, D8S1179 | DYS38911, DYS612 —

SNP-mapkepsl

Rs459929%, Rs1029047*,
Rs2399332*, Rs7251928,
Rs7722456*, Rs110488710*

Rs321198, Rs576261,
Rs917118, Rs4530059,
Rs10318258*

rs1736442, rs1736442,
rs914165, rs735480

Rs733164, Rs873196,
Rs1029047, Rs1493232,
Rs1031825*

* Mapkephbl yIajJeHbl U3 TIOCJICIHUX BEPCUIA MaHeei.

poIx 14 okazanuch MHGOPMATUBHBIMU, T.€. HE OBLIN
MOJIHOCTBIO CLETUICHBI ¢ ajlyieJieM OCHOBHOTO MapKe-
pa [36].

KOMMEPYECKHE HABOPDI
JJIA KPUMHWHAJIIMCTUKHN

OJIHUM U3 IEPBBIX KOMMEPYECKU AJOCTYITHBIX Ha-
OOpOB IJIsI KPMMUHAJIUCTUYSCKOTO aHaju3a C MC-
MMOJIb30BaHMEM IIaTOOPMBI IJI MAacIITaOHOTO ma-
paienbHoro cekBeHupoBaHus Ilumina MiSeq FGx
cran Habop peareHToB ForenSeq DNA Signature
Prep Kit (Verogen, CA), KOTOpBIii TI03BOJISIET OTHO-
BPEMEHHO aHaJIM3UPOBaTh 10 231 Mmapkepa. DTOT Ha-
OOp peareHTOB COAEPKUT ABa Habopa IpaiiMepoB
(Habop A n Habop B), B cocTaB Kaxkamoro 13 KOTOPBIX
BXOIST MpaiiMepbl IJIsI aHajlu3a MCIIOJIb3YEMbIX B
KpuMHHaIucTuke 27 ayrocomHbix STR-mapkepos,
24 STR-mapkepa Y-xpomocomsl, 7 STR-mapkeposn
X-xpoMocoMbl, Mapkephsl 1ojia 1 94 SNP-mapkepa
IJIsT  WHAWBUIOYaJdbHOW wuAeHTUhUKauu (Habop
npaiimepoB A). HaGop nipaitmepoB B momonHuTEIb-
HO BKJIIOYaeT IpaiMepbl 1jis 22 (heHOTUITMYECKUX
MapKepoB M 56 MapKepoB 3THOreorpadm4yecKoro
npoucxoxmeHus [39].

IlepBas Bepcusi aTOoro Habopa OblIa MPOTECTUPO-
BaHa Churchill et al. 8 2016 T. ¢ TOMOIIIBIO CEKBEHATOPA
MiSeq (Illumina) [40]. B paGoTte ucrnoiab3oBaaIu 00-
pasupl cranaaptHoii JHK: 2800M (Promega® Corpo-
ration, Madison, WI) 1 AmpFISTR® Control DNA
9947A (Life Technologies Corporation), a Takxe 10 06-
pasnoB JJHK mHIMBNIOB 13 pa3HbIX MUPOBBIX ITOITY-
asauuii. YyBcTBUTEIbHOCTh Habopa ForenSeq DNA
Signature Prep Kit oneHMBaIu ImyremM n3MeHEeHMS KO-
maaectBa IHK, B3gToit B anamm3s: ot 1 Hr 1o 50 nir B
JIIBYX KOHTPOJIbHBIX oOpa3uax. [1pu nucroib3oBaHUU
1 Hr ObUIM MOJY4YeHbl MOJHbIE MPO(GUWIN MO BCceM
SNP- n STR-mapkepam, coBnasmne ¢ popmIsTMA
KOHTposibHbIX 00pa3ioB JIHK. C yMeHblIeHrEM KO-
mmuectBa JHK (500, 250 u 100 mr) HaGmomanoch
“oimageHne” HekoTopeix amteneit (0.5, 1.7 u 5.6%
OT BCEX ajilesieil cCoOOTBETCTBEHHO). [pu nMcmonb3o-
Banuu 50 nir IHK 0bu11 ycrenrHo reHOTUIMMPOBaHbI
TOJBbKO 69.4% OT Bcex MapKepoB. Takum obOpaszom
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OblJIa IOKa3aHa OTHOCHUTENbHAsT HEYYyBCTBUTEIb-
HOCTb K KojiebaHusim konndectBa JIHK B nuamna3zone
ot 1 ar mo 100 or. I[Tpu npoBeneHUN CpaBHUTEIIHLHOTO
aHaim3a 10 obpasioB ¢ nomoiibio ForenSeq DNA
Signature Prep Kit u Hadopos Identifiler Plus u Yfiler
(Thermo Fisher Scientific) 6pUIO ITOKa3aHO ITOJHOE
COBMaNeHUE ajljielieii, TTOJyYeHHBIX JJIsl KaXKIoTo 13
00pa3loB ABYMSI METOJAMU, 32 UCKIIOYEHUEM JBYX
JIOKYCOB: TIpM aHajJu3€¢ METOIOM KaIlWIISIPHOIO
aeKTpodope3a HaOI0aaI0Ch BhITIafcHUE ajljieyicii B
Jokycax DYS392 u DYS635, a npu UCITOJIb30BaHUU
MIIC — B nokyce DYS392 [40].

I1pu ananuse cmemanHbiXx JIHK o0pa3uoB usme-
HEHMSI B TOMO- 1 TeTepO3UTOTHOCTA MapKepoOB OOHA-
PYXKMBaIMCh, €CJIU BTOpPOCTENEeHHAas (MUHOpPHAasi)
JHK mpucyrcrBoBajia B oOpaslie Jaxe Ha YpPOBHE
5%. ABTODEI [4]1] caMTAIOT, YTO TIPU YHCITE TIPOUTCHUI
MeHee 85000 Ha oOpa3el BO3MOXKHO YBETIMYSHUE KOJIM -
YecTBa HEOTHO3HAYHO ONpene/ieHHbIX TeHOTUIIOB, YTO
SIBJISIETCSI JOCTOBEPHBIM HAOMIONEHUEM U MOXKET MC-
MOJIb30BaThCsl B KaUeCTBE PYKOBOACTBA B CydeOHO-
MEIULIMHCKOM TpakTuke. HesaBucumasi mpoBepka
Habopa ForenSeq DNA Signature Prep Kit 0bu1a po-
BemeHa B paborax Xavier et al. (Habop mpaiiMepoB A)
[41] u Silvia et al. (Habop npaiiMepoB B) [42]. B 060-
UX HCCIEeIOBAHUSIX IJisi BCEX CTaHAAPTHBIX KOH-
TPOJBHBIX 00pPa3IloB, MCIIOIb30BAHHBLIX B paboTax,
ObLIM MOJIy4eHbI noJjiHble Tpoduin STR-Mapkepos,
3a UCKJIIOYECHMEM JIBYX ClIydaeB “BbIIIafecHUS” ajljie-
neir mapkepa Penta E mpu mcnonws3oBaHUM cMecH
npaiimepos B [41]. Takxke B 00enx paboTax nmpoduin
Bcex STR-mapkepoB COBIIaiM ¢ TaKOBBIMM, IOJY-
YeHHBIMM METOAOM KaIlMJUISIPHOTO 3jIeKTpodopesa,
3a MCKJIOYEHMEeM paHee YIOMSHYTOTo Mapkepa
DXS10148 [20]. 3amMeTuM, UTO 3TOT MapKep MO3XKe
OBLI yOAJICH U3 TTaHEeIIH.

ITpu aHanM3e YyBCTBUTEIHLHOCTH HAOOpa pearcHTOB
C MCTTIOTb30BAaHNEM CMECH TTpaiiMepOB A OBIJTIO BEISIBIIC-
HO “BblTianeHue” aymens s Mapkepa DX10103 mipu
ncnoab3oBanuu 250 nr JJHK. I1pu ncnonbp3oBaHUMA
50 rir mist 93% STR-MapkepoB TeHOTHUIT 0Opa3lioB
COBITAJI C KOHTPOJbHBIM BapuaHToM [42]. [Tpu aToM
ObLIIM BBISIBJIEHBI CIy4al OTCYTCTBUSI aMILIMKOHOB
(2.8%), auskoro nokpuitus (0.6%), HEKOPPEKTHOE
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ompezecHe TeHOTHUITa O6bUIo TIoirydeHo s 0.6%
MapkepoB. s mapkepa D2251045 66110 oTMEYEHO
YMEHBIIIEHUE CPEIHETO YUCja IMPOYTCHUI II0 Mepe
YBEJIMUEHUST pa3Mepa ajlielis, YTO HabIIoaaaoch U B
Ipyrux ucciegoBanusx [21, 43, 44]. Ilpenmoiaraior,
YTO IMIPUYMHOM 3TOMY MOTHUB MOBTOpa — MOCJIeI0BAa-
tenbHOCTL ATT [45]. Takske coobmiaioch o mpooIe-
Max ¢ ToKpbiITMeM Mapkepa DYS392, umerolero
aHaJIOTMYHbI MOTUB ToBTOpa — ATA [43, 45]. Pe-
3yJILTaTEl TEHOTHMIHNPOBAaHWS ayTOCOMHBIX SNP-
MapKepOB COBMNAIAJIN B TPEX IIOBTOPHOCTSIX C TOKPbBI-
tieM oT 1072 no 21 yTeHuii Ha JIOKYC, C TPaBUJIbHBIM
Y TIOJTHBIM T€HOTUITMPOBAHUEM IIPU UCTIOIb30BaHUN
6oxee 100 nor matpunsl JHK [46]. B 1iesiom o111 Mc-
cJIeIOBaHUS MTOKAa3aJIv, YTO HEKOTOPbIE ayTOCOMHEIEC
SNP-mapkepbl B 3ToM Habope, BKiIoudas rs6955448
[46, 47], rs7041158 [45] n 1s2920816 [45], HEKOppPEKT-
HO T€HOTUITMPYIOTCSI U B JajJbHEIIIeM OHU OBIJIN MC-
KJTIIOYEeHbI M3 Habopa peareHTOB.

C momomipio Habopa ForenSeq DNA Signature
Prep Kit Takske ncciaemoBaim cCMeCU MY>KCKOM U >KeH-
ckoit IHK, BrigeneHHOM 13 OyKKaIbHBIX COCKOOOB
[41]. Beimm nccaemoBaHBI CMECH 00pa3IoB OYKKaIb-
HOTO 3IUTEINUS MYXXYUHBI U XKeHIIUHBI. SNP-map-
Kepbl MYy>KUUHBI OBIJIA BBISIBJICHBI B KoudecTBe 3.3%
(cMech MYXKCKOTO M XXeHCKoro obpasua 1 : 20), 4.4%
(cmech 1 :10) 1 34.8% (cmech 1 : 1). Hemonpencras-
JIEHHOCTb MyXcK1X SNP-MapkepoB B cMecCsIX CBsI3a-
Ha C COBITAACHUEM HEKOTOPBIX aJUIeIeid MY>KUMHBI C
KeHCKUMU ajutensimu [41]. Silvia u ap. npoaHanu3u-
poBanu o6pas3ubl JIHK, BeiaeeHHbBIE 13 TISITEH KPO-
BU, CJIIOHBI WJIN CIIEPMBbI, C BBICTUPAHHOW WM HO-
LLIEHHOM ONEXK/Ibl U3 XJIOTIKA, HEMJIOHA U JXKMHCOBOM
TKaHu [42]. JJIst UCIbITaHWT Ha0opa MCIOJIb30BaINu
1 ar JHK. ITpn nucnonp3oBanum mpudopa ForenSeq,
13 u3 15 ob6pasuoB ganu mnosgHble STR-mipodunu,
COBMNANAIONINE C KOHTPOJBHBIM THUIIMPOBAHUEM
(AmpFISTR Identifiler PCR Amplification Kit Life
Technologies/3130x1 Genetic Analyzer). B mectu 06-
pa3liax HaOJIIodajJoCh MECTO BBIMAAeHMS MapKepa
Penta E. Hamo ormeTruTh, YTO IIMHA aMIUIMKOHA
Penta E coctaBnsier ot 362 10 467 11H, OH SIBJISIETCS
ogHUM U3 caMbIx IIMHHBIX STR-MapkeposB. B o6pa3-
e JHK, monydeHHO# ¢ HOlIEeHHO# QyTOOIKM, TaK-
xe Tpu Mapkepa (CSF1PO, D16S539, D2S1338) ne
OBLIM TUIIMPOBAaHbBI KOPPEKTHO HU OOHOM CUCTEMOIA.
B o6pazue JJHK ¢ BeicTUpaHHOIT (hyTOOJIKH yXKe ne-
BSITh MapkepoB He OblTi reHoTunrpoBaHbl (CSF1PO,
D13S317, D16S539, D18S51, D2S1338, THO1, TPOX,
D7S820a, vWAa). BeposiTHast mprurHa 3TOro — aerpa-
nanus JHK, nomyyeHHOI 13 00pa3lioB UCCIEIyeMO-
ro Matepuana. 1yist 16 o6pa31oB ObITN MOTyYeHBI TTOJT-
Hele mpodunu  SNP-mapkepoB, COOTBETCTBYIOIINE
npodwno JHK gonopa. OnuH nokyc (rs1426654) B 06-
pasue JJHK ¢ HOLlIeHHBIX IKMHC ObLT ITO-pa3HOMY I'e-
HoTUIMpoOBaH cucteMoii MiSeqFGx (1o cpaBHEeHHIO
C KOHTPOJBbHBIM TUTTMPOBaHUEM B prpme 23andMe),
BEPOSITHO 13-3a TOT'O, YTO IIOPOT IeTePO3UTOTHOCTU B
MiSeq FGx 6bu1 ycTaHOBJIEH Ha ypoBHe 25% [42].

TAXEJIOBA u np.

Bropast nmuaoupyoolnas Ha COBPEMEHHOM PBIHKE
KOMITIaHUSI, BblycKarolasi npuoopsl MITC nist Kpu-
MUHAIMCTUYECKUX Jlabopatopuii, — 3To Ther-
moFisher Scientific. DTa komMmnaHus pa3paboraia u
BBIITyCTWIIA LIeJIbIi psif maHesieit Precision ID miis uc-
nojbp3oBanus Ha Imar¢opme lIon Torrent: maHenb
nneHTuUKaInoHHBIX STR-MapkepoB, maHe b NIeH-
TudukannoHHbeIXx SNP-MapkepoB, maHens SNP-map-
KEpOB 151 OIIpeae/IEeHUSI 3THOreorpaduiecKoro nmpo-
ncXoXIeHUs, TaHeb SN P-MapKepoB mist onpeneiie-
HUSI [IBETA pady>KHOI 000JI0YKH I1a3 U 1IBETa BOJIOC,
a TakKe JIJIST OIIpeaeJICHUS ITOCIeI0BAaTEIbHOCT MY~
ToxoHnpuanbHoi JHK, BKmIIOUast oTmenapHyro Ia-
HeJb MU aHajau3a TruliepBapuadesIbHbIX PErMOHOB
mutoxoHapuanbHoii JIHK. 3a mocnenHue roabl 60ib-
III0€ YKMCJIO ITyOIMKAIIMI ObUIO ITOCBSIIEHO TECTUPOBa-
HUIO 9TUX TTaHenei [48—51]. HammpuMmep, ripu padote ¢
MaHeIbI0 MapKepoB, BKIIIoUarolleil 165 MapkepoB Iist
ompenesieHsT nmpoucxoxnaeHus nHauBuma (Precision
ID Ancestry Panel), Bce rpyIiisl ucciienoBaTesieii oT-
MeyYaJi, 4YTO PeKOMEHIOBaHHOE (PUPMOIM-TIPOU3BO-
IUTEJIEM YUCJI0 IMKIOB aMIumukannm (21 1K)
HEIOCTAaTOYHO JISI IMOJYYEeHMs TMOJHBIX Hpoduiieid
10 BKJIIOYEHHBIM B COCTaB Habopa MapKepaM B CIIy-
Jae MCIOJb30BAaHUM MaJIbIX KOJIMYECTB (MeHee 1 HT)
AHK — B Takux ycnoBusix 30% J10KyCcOB UMEIOT IO-
kpeiTe MeHee 100 [48—51]. Tlpu 3TOM yBenuYeHue
LIMKJIOB aMIUTM(PUKALINHI IO 25 IPUBOAUT K 3HAYUTEIb-
HOMY YJIyUIIIEHUIO PE3yJIbTaTOB, XOTS U ITOBBIIIAET ajl-
JICJIBHBINA IucbalaHC 3a CYET IMPEAIIOUYTUTEIbHOM aM-
mdukanuu 6ojiee kopoTkux dparmenHtoB JJHK.
Bo Bcex uccienoBaHUsIX ObLIO OTMEYEHO HU3KOE M0~
KpbITHe Mapkepa rs1296819. Pereira u np. [48] mpu-
LI K BBIBOMy, 4TOo Tpu SNP-Mapkepa (rs7722456,
1s459929 u rs7251928) paboTanu HAaCTOJBKO ILJIOXO,
YTO UX CeAyeT UCKIIOUUTh U3 MaHeau (cM. TabJI. 3).
ITo pe3ynbraTaM OIMCaHHBIX BbIllle padOT KaK B I~
3aifH maHenei Precision ID, Tak u B mporpamMmmHoe
obecrieueHue ObUT BHECEH sl UBMEHEHUI [52—54].

B HacTostiiee Bpemsi OCHOBHOI HaOOp /1151 aHAJIU -
3a STR-mapkepos (rtanenb Precision ID GlobalFiler
NGS STR) Bxi1rouaeT Bce JJOKYCHI pacIIMpeHHOI 1ma-
Heau CODIS, a Takke OeBSITh JOIOJHUTEIbHBIX
ayrocoMHbIX STR-10KycoB, 4eTbIpe MapKepa IIoJa,
Bkaodass DYS391. Oror Habop ObLI IIPOTECTUPOBAH
Ha npu6opax lon PGM [55] u Ion S5 [56]. 3Haun-
TEJILHBIM aucOajlaHC B IIOKPBITUM MEXIY pPa3HBIMU
MapKepamMHu BCe paBHO coxpaHsieTcst. Ilpu sTom
Muiiller et al. [55] mpoaeMOHCTpUPOBAJIU, YTO AUCOa-
JIJAaHC BOCIIPOM3BOIMMO M3MEHSUICS, KOTHa IaHelb
KCIIONIb30BaJIach B pas3HbIX JlabopaTtopusix. Wang
et al. [57] npenyoXuin HEKOTOphle MOAM(PUKALINU,
YTOOBI YMEHBIINUTh PA3HULY B YPOBHSX MOKPBHITUS
MapKepoB.

I1pu pa6ore ¢ manensamu STR-MapkepoB HabJro-
ITaeMble KO3 (PUIIMEHTHI CTaTTep-aJuIelieil pa3anya-
JIMCh MexXIy ucciaenoBaHusMu [55, 57]. Wang et al.
coo0MAT 0 8%-HOM MPOCKAIb3bIBAHUM IJIsI BCEX
(kpoMe Tpex) MapkepoB. B To Bpems kak Miiller et al.
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CoO0MIAaIOT 0 00JIee BHICOKMX KO(PPUIIMEHTaX — 0
15—21% nns HeKOTOPBIX MapKepoB (B 06enx paborax
ncnoiab3oBanu 1 ur JHK). IIpumunHa Takoit 60jb-
IO pa3HUILILI MEXIY UCCIIEIOBAHUSIMUA HE OYEBU/I-
Ha, XOTS MCMOJIb30BaHME PA3HBIX TUIIOB MHCTPYMEH-
TOB — OIHA M3 BO3MOXHBLIX mpuuuH. [Ipu 3TOM B
000MX MCCIIeIOBAaHUSIX HA0Op IIPOIEMOHCTPUPOBA
XOPOIIYIO YYBCTBUTEILHOCTD, M OOIBIIMHCTBO ajljie-
JIeH IeTEKTUPOBAINCH ¥ KOPPEKTHO ONPEISISIIACH IIPU
kommaectBax JIHK-marpunsr Hmske 100 o [55, 57].

B xauecTBe CpaBHUTENBHOTO aHAIM3a UCTIOIb30-
BaHus matgopM lonTorrent 1 MiSeq B KpuMuHaImM-
CTUKE MOXHO paccMaTpuBaThb MCCIEIOBaHUS MaHe-
JIei MapKepoB, pa3pabOTaHHBIX Pa3IMUHBIMU UP-
Mamu. Tak, maHeab MASHTU(PUKALIMOHHBIX MAapKEePOB
dupmnl Qiagen, conepxamas 140 ayrocomubrx SNP,
ObLIa MPOTECTUPOBAHA C MCHOJb30BAaHMEM ILIaT-
dopm MiSeq [33] u Ion Torrent [58]. beuto 0OHapy-
KeHo, uTo u3 140 mapkepoB oguH (rs1058083) nmaer
CTaOMJIbHO HUM3KOE MOKPBITHE HAa 00euX IiaTdopmMax
BO BCEX HCCJCAOBAHUSIX, U B 1LICJIOM OJHU U Te Xe
SNP paboTalT IJIOX0O BO BCeX JIAOOpaTOPUSIX, UYTO
YKa3bIBaeT HA HU3KYI0 3 (HEeKTUBHOCTh aMIIM(bUKa-
uuu B HavaiabHoii ITLIP. ITokpwiTue, mosydyaemoe
JIJIST HEKOTOPBIX MapKepoB, BEPOSITHO MOXKET 3aBU-
CceTh OT MPUMEHSIEMOi1 111 CeKBEHUPOBAHUSI IlaT-
dopmMmel. Tak, mokpseiTe Mapkepa rs9951171 nipu ce-
KBeHUpoBaHUM Ha 1TuiaTgopMme lon Torrent B pabote
[58] 6bL10 B 4 paza HUXe, YeM MPU HUCIIOJb30BaHUU
mwiatpopmbel MiSeq [33]. TunupoBaHue Mapkepa
rs1029047 oka3zajioch MpoodieMaTUYHBIM BO BCEX UC-
cJIe0OBaHUSIX KaK C TOMO3UTOTHBIMU, TaK U C TeTepO-
3UTOTHBIMU T€HOTUNAMM; IJisl Hero ObL1 BBISIBJICH
3HAYUTEJIbHbIN ajliefibHbIM aucbanaHc. [Tpumeua-
TeJIbHO, YTO TMPOOJIEeMbl C TEHOTUITMPOBAHUEM aH-
HOTo MapKepa Takxe OblJIM OIMCaHbI IPU €r0 aHAIU -
3e ¢ romMoinbio naHenn ot ThermoFisher [57]. DTo,
BEPOSITHO, CBSI3aHO C pacIiojiokeHreM BOJU3U Map-
kepa rs1029047 monuA Tpakra.

AJIeNTBHBIN IrcOajaHC Takke HaOromalics BO
Bcex paboTrax mpu aHanu3e Mapkepa rs2399332. As-
TOPBI MHTEPIIPETUPYIOT 3TOT PE3YJIbTAT MO-Pa3HOMY:
HaIMIMeM mnoiauMopdu3Ma B caiiTe CBS3BIBAaHUS
npaiimepa [33], BKIIOYEHUEM JIMIITHETO OCHOBAHUSI
[47, 58], cocencTtBoM ¢ moauT TpakToM, CEKBEHUPO-
BaHWE KOTOPOTO TMPUBOMUT K OIMMOOYHOM TeTepo-
IUIa3MUM B 3TOM ydacTke [57].

HexoTtoprie SNP-Mmapkepsl Takke xapakTepu3y-
IOTCSI MEHee BBIPaXKEHHBIM aJllIeJIbHBIM THcOaiaH-
coM (TIPEUMYIIECTBEHHO B ClIy4ae MCHOIb30BaHUS
nnatgopMbl MiSeq) MM BRICOKMMU TTOKA3aTEIISIMHA
HeTpaBUJIbHOTO BKIoUueHUs1. K coxajeHuIo, Ha ce-
TOOHSIIITHUI JIeHb HET eIMHOIO CTaHAapTa IapaMeT-
pOB IS aHAIW3a TOJYYEHHBIX AaHHBIX. OOUH U3
MMPUMEPOB — ITOPOT TOMO3UTOTHOTO T€HOTUIIA, PEKO-
MEHJIOBAaHHBI B TpeX Pa3IWYHBIX MCCIIEIOBAHUSIX:
95% B pa6ote [47], 90% [22] unu 85% [49].
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ITomumo pupmer Qiagen, MHOTHIE KOMMEPYESCKHE
KOMITaHWM, HallpuMep Takue Kak Promega (CIIIA) u
NimaGene (HunepaaHabl), TakKKe BBIITYCTUIIN HaHE-
m gng JHK-nneATMduKanmmm ¢ ncroib30BaHNuEM
texHoyiorun MIIC.

Hab6op PowerSeq Auto Kit (Promega) Bkitouaer
23 craHmapTHBIX ayTocoMHbIX STR-MapkepoB u3 cu-
crembl CODIS, omua Y-STR m amMemoreHMHOBBIM
Mapkep nosa. [Tpu BaaumalMoHHbBIX UCCIISTOBAHUSIX
PowerSeq Ha mmatdopme MiSeq [59, 60], mapkep
D22S1045 He BBIZBAII 3aMeYaHMWil, B OTJINYNE OT pa-
Hee YIIOMSIHYTHIX TIpo0bJieM B Habope ForenSeq DNA
Signature Prep Kit (Verogen). UccnenoBaHusi 4yB-
CTBUTEJIBHOCTH C ITIOMOIIbIO cucTeMbl PowerSeq Auto
JIEMOHCTPUPYIOT “BbITNIafeHUEe” aJuieieil TOJbKO NP
nucrnoiab3oBanum MeHee 62 it IHK [60]. Parson u np.
MIPOBEJIM DKCIIEPUMEHTHI 10 ONTUMM3ALNUA CUCTEMBI
PowerSeq Auto/Y u ykazanu Ha LeJbIiA psifi yCOBEP-
IIICHCTBOBAHUII J1abOpaTOPHOTO IIpoliecca IyTeM
yaajaeHus1, MOnu(UKaLMU WX aBTOMaTU3alusl pa3-
JIMYHBIX 11aroB [61].

st vicriob30BaHUST AOTOJHUTENBHBIX UHMOP-
MaTHUBHBIX NOJIUMOPGHBIX BapraHTOB B STR-Mapke-
pax TakxKe TpeOyeTcsi KOppeKIUsI HOMEHKJIATypbl
BSTUX MapKepoB. Bbuln npeaioXeHbl pa3TundHbIe CU-
creMbl HoMeHKIaTypbl STR-anneneii, cogepkammx
pononHuteabHble SNP [17, 61, 62]; kpoMe Toro, Ko-
muccus JJHK MexnyHaponHoro oo6iiectBa cyaeo-
HOIi reHEeTUKY OMy0JIMKOBasa psii CBOMX peKOMEH1a-
uuii [63]. TeM He MeHee HA CETOMHSILIHUI TeHb 00-
HIEeNPU3HAHHBIX PEKOMEHIALIMI 71T HOMEHKJIATyPhI
STR eie He BhimyuieHo. OqHAa U3 MPUYUH ITOH 3a-
JNEP>KKU — HEJOCTAaTOUHbBIM 00bEM MOMYJISILIUMOHHbBIX
JaHHBIX JJISI CO3MaHUsI eAUHON HOMEHKIIATyphl. DTa
Mpo6JyieMa YaCTUYHO pellaeTcsl B MOCHAeIHUE TOAbl —
yKe TpEeNcTaBleHbl pe3yabTaTbl KPYMHBIX MOIYJsi-
LIMOHHBIX MccnenoBanuii [20, 21, 64, 65] u pazpabo-
TaHa 6aza STRseq mwist Karajorusalu BapUaHTOB
STR-mapxkepos [20].

TEXHOJIOTMYECKHWE ITEPCITEKTHBbI
CEKBEHWPOBAHHWA HA APYTUX
[TITAT®OPMAX

Komnanusg MGI Tech Co., Ltd. (ILIsHbYX3Hb,
Kwuraii) HegaBHO 3amycTWiia CepUI0 HOBBIX MalllMH
MIIC, ocHOBaHHBIX Ha TEXHOJIOTMM KOMOMHATOPHO-
ro cuHTe3a 30Ha-s1Kopb (CPAS, combinatorial Probe-
Anchor Synthesis) “nHanomapuko” JHK (DNB,
DNA Nanoballs) [66]. [Ipu moarotoBke 0uOIMOTEK
Juist cekBeHupoBaHust JIHK paciierisitor 1o pparmeH-
TOB WIMHOM okoso 500 ITH, K Hell IUTUPYIOT CIIelallb-
HbIE afanTepbl, 00ECIIEUMBAIOIIME TTOCEAYIOLIYIO IIIP-
KyJsipusaumio pparmeHToB JAHK v amruimgukaimo nux
10 TUITY KATSIIErocs Kojblia C YKJIaIKOM JIMHHOM 11e-
i JIHK B kommakTHbIe “HaHomapuku” . Mcnonp3oBa-
HME TaKOTO TUTIA KJIOHATBLHOM aMITTM(UKALIMY UCKITIO-
yaeT HakoruteHre ommbook JIHK-1monmmepa3ssl B xome
ITIP, Tak Kkak MaTpuiel B KaXIOM LUKIE CIYKUT
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TonbKo ncxonHbIit pparment JHK. JlamsHeiinee ce-
KBEHUPOBaHME ITPOUCXOIUT C UCITOJIb30BAaHUEM ITOJI-
Xola KOMOWHATOPHOIO CHHTE3a 30HI-SIKOPb, IpU
5TOM TeHEPUPYIOTCSI CUYUTHIBAHUS MAPHBLIX KOHIIOB
mmHoM 50—150 HYKJIIeOTUIOB.

Ha ceronHsimHuii 1eHb Onmy0IMKOBaHbI JIUIb €11~
HUYHbIE pabOThI, MPEACTABISIONINE UCIOJb30BAHUE
wiatopmbl MGI npu npoBeneHUM cyneOHO-Mear-
LIMHCKOM aKcriepTusbl. [lepBas paboTta Obl1a MOCBSI-
IlleHa OMpEAeICHUI0 OTLOBCTBA C UCIIOJIb30BaHUEM
SNP-mapkepos B ucciegopanuu Chang u ap. [67].

CoBceM HemaBHO Komitanuss MGIEasy (MGI
Tech, IllIsapwkaHB, KuTait) pazpadoraia KpuMrHa-
JINCTUYECKYIO TaHeNb JIJIsSI UCTIONb30BaHMSI Ha ILIaT-
dopme MGI [68]. YkazaHHas maHeIb MO3BOJISIET HPO-
BOIUTH ONHOBPEMEHHEBINM aHamM3 362 TeHeTUYECKUX
MapKepoB, BKJIIOUasi MapKephl SIASPHOTO U MUTOXOH-
JIpHaJIbHOTo TeHOMOB. [1aHenb BKIIroYaeT MapKephbl IT0-
nma, 52 ayrocomabIx STR-Mapkepa, 27 STR-mapkepoB
X-xpoMocombl, 48 STR-mapkepoB Y-XpOMOCOMBI U
227 SNP-mapkepoB 11 naeHTUPUKAITNY JTAYHOCTH
ONpeleNeHUSI BEPOSITHOTO 3THOreorpagmnyeckKoro
MIPOUCXOXICHUST Y BEPOSTHOI BHEIIHOCTH, a TaKXKe
MO3BOJISIET aHAIM3UPOBATh BCE TUIlepBapuadeIbHEIC
pernonbsl MT/IHK. B xauecTBe mpenMyIiecTBa cucTe-
Mbl MGIEasy pazpa®oTuyuKu BbIAEISIOT MaJIblid pa3-
MEp aMIUIMKOHOB IUISI MapKepOB, BXOASIIMX B Ma-
Hesb (okoio 150 mH), mpu 3ToM misa 210 SNP-mapke-
poB oH cocTtaBisieT MeHbIle 90 mH. B padote Ran Li
MIpeACTaBIICHBI IICPBEIC Pe3yJIbTaThl BaIUIALIUN 3TO-
ro Habopa u caMmoit Tratrpopmel MGI mrst KppuMumHa-
JINCTUKH [68].

XOTSI CEeKBEHMpPOBaHME C IIOMOIIBIO TEXHOJIOTUH
cuHre3a (SBS) B HacTos11I€€ BpeM:I BCe 3Ke TOMUHUPYET
B obonactu MIIC, npennpuHUMaeTcsi MHOXECTBO I10-
MBITOK BBECTHU APYTHE MOOXOAbl M IPEOHOJICTh HEdO-
CTaTK! CEKBEHMPOBAHMS 2-TO TTOKOJICHUS [2].

B HacTtosiiiee Bpemst HauboJjiee NMEepCreKTUBHOM
TEXHOJIOTHEN SABJISIeTCS HAHOITOPOBOE CEKBEHUPOBA-
HHE, OCHOBAaHHOE Ha JeTEKIIMY NU3MEHEHUsI HOHHOTO
TOoKa Ipu npoxoxaeHuu Moiaekyiabl JIHK yepes 6en-
KOBYIO TIOpYy. DTa TEXHOJIOTUS TPEICTaBIsAEeT COOOM
CEKBEHMPOBaHME B peaTbHOM BpeMEHU C BO3MOXHO-
CTBbIO ompeneysaTh nociaenoBareabHocTh JHK miun-
HO1 HECKOJIBKO COTEH THICIY HYKJICOTHIOB.

HenasHo ObLI IIpeacTaBiieH MTOPTAaTUBHBIN CEKBe-
Hatop Ha ocHoBe HaHomop MinlON (Oxford
Nanopore Technologies). Cornelis et al. BriepBble KUC-
CJIeNoBajid BO3MOXKHOCTD €0 MCITOJIb30BaHUS B KPH-
MUHaMCcTHKe 1t aHamm3a SNP-Mapkepos [69]. ABTo-
PBI IIPOAHAIM3UPOBAI KOHTPOJIBLHBINA 00pa3el 9947 A
(Promega, Madison, US) o 52 SNP-mapkepam, pa3-
paboTtaHHbIM KoHcopLimyMoM SN PforlD [27], u como-
CTaBWJIM OAaHHBIC C TeHOTUNAMM, MOJYYEHHBIMHU C
TMOMOIIIBIO CEKBeHUpoBaHMUA Ha matdopme Illumi-
na. /s aHanu3a ucnojb3oBaiu 2.5 Hr IHK, nomy-
YeHHbIC AMIUTMKOHBI TUTUPOBAIU IPYT C APYTOM CIIy-
YaliHBIM 00pa3oM [UIST CO3daHus OoJyiee IJIMHHBIX

TAXEJIOBA u np.

dparmenToB IHK, HeoOXOTMMBIX TSI HAHOIIOPOBO-
ro cekBeHupoBaHusi. CpenHee MoJydeHHOE B pe3yiib-
TaTe CEKBEHUPOBAHUS ITIOKPBITHE JIOKYCa COCTABUIIO
17933, 4T0 HOCTAaTOYHO 111 reHoTUIpoBaHus SNP-
MmapkepoB. st mapkepa rs1029047 ObL10 ITOJIy4eHO
HauMecHBbIIIee KOJIMYECTBO UTCHUIl, BEPOSITHO M3-3a
pacIiooXeHNs B ygacTKe Imoian-A tpakra. O6 aHaino-
TMYHBIX TPYOAHOCTSX CEKBEHUPOBaHHS TOMOIIOJIU-
MEPHBIX 00JiacTeli Takxke cool1nanu B pabore Loman
et al. [70]. Hus aoByx nokycoB SNP (rs143232 u
rs1031825), onrH M3 KOTOPBIX COCEICTBYET, a BTOPOI
HAaXOIUTCSI BHYTPY T'OMOIIOJIMMEPHOTO ydacTKa (CM.
Taba. 3), HaOMOHaacs 3HAYMTEIbHBINA AJUICIbHBIN
nucoananc. B pe3ynpraTte aHamm3a Impy MOMOIIIY T1a-
KeTa nporpaMm Metrichor service, pa3padoTaHHOTro
Oxford Nanopore Technologies, reHOTHII IJT1ST MapKe-
pa rs1031825 B roMmo3uroTHoM oOpa3siie ObLT Herpa-
BUJILHO OIIpelelieH KaK IeTepOo3UroTHbI. O4eBUI-
HO, IIpU pa3pabOoTKe ITaHeJIeil MapKepOB, OPUEHTH-
poBaHHBIX Ha cucteMy MinlON, cieayer ocobeHHO
CTPOro u3beraTb TOMOMNOJMMEPHBIX Y4aCTKOB.

B HacTosIIMIT MOMEHT K OCHOBHBIM HEIOCTaTKaM
cucteMbl MinlON oTHoOCATCSI BbICOKasi 4acToTa
OILIMOOK TIpU ceKBeHupoBaHuu (10 15%, mo cpaBHe-
Huto ¢ 0.5% y Illumina) 1 HECOBMECTUMOCTD C CYIIle-
CTBYIOILIMMU KPUMUHAJTUCTUYCCKUMHU Oa3aMM TaHHBIX,
coaepxammmu B ocHoBHOM STR-tmpodwin mHmuBmu-
noB [71, 72], yTo ogHako oTHOCUTCS 1 K SNP-nanessm
IUTs1 ApyTUX T1atgopM. TeM He MeHee HeJaBHUE MCClie-
noBaHus [72, 73], B KOTOPBIX IIPOBEpsIach IIPUMCHU-
MOCTB 3TOi TexHonornu mist uaeHtndmnkamm JHK,
JIEMOHCTPUPYIOT XOPOILIME MEePCIICKTUBHI 11 UCIIOJIb-
3oBaHus cucteMbl MinlON B cyneOHO-MeTUIIMHCKIX
nccnemoBanusgx. Tak, Zaaijer et al. [72] pa3paboranmn
crieaJIbHbIA MOIYJIb JIJ1s1 0MOMHGpOPMALIMOHHON! 00-
padOTKM TaHHBIX, MOJIY4eHHBIX ¢ TomMolibio MinlON,
U T0Ka3aju, YTO BTOT IIOAXOI IT03BOJISIET HOCTUYb
cosnaneHue npoduieit JHK mis 91—195 SNP ¢ Tou-
HOCTBIO 99.9%, pu 3TOM caM IIPOlLIecC CEKBEHUPO-
BaHMS 3aHUMAET BCEro 3 MUHYTHI. XOTS TTOAXOMI, NC-
MMOJIb30BAaHHBIN B 3TOM UCCIESIOBAaHUU, ITOKA HE COB-
MECTUM C  CYILIECTBYIOIIMMM  METOIOJIOTUSIMU
cyneOHOM SKCIIepTU3bI 1 0a3aMU TaHHBIX, OH JIEMOH-
CTPUPYET NPEKPACHBIN MMOTEHLMA AJIS1 OlepaTUBHOM
JHK-umeHTH(dUKALMM B NOJEBBIX YCIOBUSX, KOIIa
JIOCTYII K CTaHAAPTHBIM TEXHOJIOTUSIM MPOdUINpO-
BaHust JIHK orpaHuuyeH, a Takke B KPUTHUYECKU
OrpaHMYEHHBIX II0 BPEMEHU CiIydyasiX, KOrga HaIo
MMOBTOPHO MACHTU(UIINPOBATH HEM3BECTHOIO UHAM -
BHUJIa WJIM CIeNaTh aHaInU3 OJIM3KOIO POACTBA Y 3KePTB
KaTacTpo@d HEIOCPEICTBEHHO Ha MECTE IIPOUCIICI-
mero [73].

IMEPCITEKTHBbI
1 HAITPABJIEHUMA PASBUTUA

K nmpeumyiiectBam ucrnosbzoBaHuss MITC Mox-
HO OTHECTU BO3MOXKHOCTb aHAIM3UPOBATh U JIpyrue
TUIIBl HYKJIEOTUAHBIX TMocienoBarenbHocTeil. Ha-
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IIpuMep, aHaIU3 CTaTyca METHJIMPOBAHMS OIIpeae-
JeHHbIX pernoHoB JIHK nist onpenenenust Bo3pacra
uHauBMaA [74], ucnonabzoBanue PHK-MapkepoB mist
NAeHTUOUKAIIIT XUIKoCcTel opranu3Mma [75]. UuaTe-
PECHO, 4YTO YK€ alIpOOUPYIOTCS IJIsI KPpUMUHATUCTU -
YeCKMX liejIeil HelaBHO pa3padoTaHHBIC ITPOTOKOJIBI
MIIC, KoTopble TO3BOJISTIOT NCITOJIE30BaTh 0OPA3IIhI
C MaJIbiIM KOJIMYECTBOM TF€HOMHOIO MaTepuaja s
onHoBpeMeHHoro aHanu3a PHK u JIHK. Mcnionbk30-
BaHME HOBBIX BUIOB MapKepOB aKTyaJabHO IJI OCO-
OEHHBIX ClydaeB MASHTU(MUKALIMM, HanpuMmep Iud-
depeHIMpPOBaHUS OOTHOIO M3 MOHO3UTOTHBIX OIM3-
HeloB [76].

B cBsI3u ¢ TeM, UTO COBpeMEHHbIe TeHETUYECKUe
TEXHOJIOTUM YK€ IIMPOKO MPUMEHIOTCS B KpUMUHA-
JIMCTUKE, BO3HUKJIAa HEOOXOAMMOCTb CO3JaHUSI Ha
OCHOBE DPe3yJbTaTOB T'€HETUYECKUX IKCIIEPTU3 CY-
JIeOHBIX 0a3 MaHHBIX. Ha maHHBI MOMEHT yxXKe OoJiee
60 cTpaH MHUpa co3daJv HallMOHAJbHbBIE 0a3bl JaH-
HBIX cyneOHO-MenuuuHCcKo skcneptusnl JHK Ha
ocHoBe STR-MapkepoB, cpenyn KOTOPBIX, HATIPUMED,
obienpuHsTas 6a3a naHHeIx CODIS u HauimoHanb-
Has 6a3a gaHHbIX JIHK Benuko6putannu. Konunue-
CTBO U 00BbEMBI MH(OPMAIIMU, COlepXKaIIUECS B 3TUX
0azax JaHHBIX, MPOJOIKAIOT ObICTpo pacTu. Harpwu-
Mep, HallMOHaJIbHasl 6a3a JaHHBIX CyIeOHO SKCIePTU-
361 Kurtast HacumtheiBaeT 6oJiee 27 MUIMOHOB 3aITMCeil
00 unmuBuayanbHbIX STR-npodwisx. CoBMmecTUTh
yXe uMeromecs 6a3bl faHHbIX 1 podmwm JJHK, mo-
JydeHHBIe ¢ ucronb3oBanmeM MIIC, — 3amaya, Ko-
TOPYIO HEOOXOOMMO peluTh. Pa3zpabotaHbl Ipo-
rpaMMbl U BeO-MPUIIOKEHUS, YTOObI TOMOYb CylIe0-
HBIM 3KCIIEpTaM IIPOCTO M 3(PpPEeKTUBHO padboTaTh C
naHHbeiIMU MPS, ocobeHHo nipu TunupoBaHuu STR
MapkepoB [77, 78]. Pa3pabaTBIBaIOTCSI aJrOPUTMBI,
KOTOpbIE TEHEPUPYIOT UMEHA /11 CEKBEHUPOBAHHBIX
ajuteneid STR Ha ocHOBe cTapoit HOMEHKJIaTyphl, HO
¢ yueToM HOBbIX SNP, B COOTBETCTBUY C peKOMEHIa~
UMY MeXTyHapoIHOTo o0111ecTBa CyAeOHO TeHe-
tuku (ISFG) [61], nanmpumep nporpamma STRNam-
ing [79].

Kpome Toro, yxe ceituac BO3HMKAeT HEOOXOIU-
MOCTb BHECEHUSI UBMEHEHMI B MeXIyHapOomHble U
HallMOHAJIbHbIE 3aKOHOMATENbCTBA C LIEJbIO XpaHe-
HUSI U UCTIOJIb30BaHUS B CyIeOHOI MPaKTUKE TeHe-
TUYECKUX JAHHbBIX, OMPEAEIEHHbBIX C TTOMOIIbIO KaK
TPAIULIMOHHBIX METOAOB CYAeOHO-TeHETUYECKOIo
aHau3a, Tak U HOBBIX BUJOB TeHOMHBIX JAHHBIX, MO~
JIYUYEHHBIX C TIOMOIIbIO MeTOJ0B U TuiaTopm MIIC
[80, 81]. B Poccuiickoit @enepaliuy B HacTosILIEe
BpeMsI paccMaTpuBalOTCsI U3MEHEeHUs 3akoHa “O ro-
CyHapCTBEHHOU IeHOMHOI peructpauuu B Poccuii-
ckoit Menepanuun”, ¢ ueabo GopMupoBaHus deae-
palibHOII 0a3bl AAaHHBIX TEHOMHOI WHGOPMaLUU
(OBAI'N) mns 6onee 3(p¢GHEKTUBHOTO MCIIOJIL30Ba-
HUS JTaHHBIX TIOJIHOTO T€HOMa ISl PacKpbITUS U
MpeaOTBPAIEHUS IMTPECTYIIJICHUSI, B TOM YHUCJIE 0CO00
TSKKMX (TEPPOPUCTUUECKUX aKTOB, YOUNHCTB M U3HA-
cuioBanmit) [82].
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Emre omHa HemaioBaxkHas ITpoGiieMa, CTOSIIIas Ha
myTu MaccoBoro BHeapeHust MITC B o61acTh cyneo-
HOI MEIULMHBI U KPUMUHUIMCTUKU, — HEOOXOMU-
MOCTB ITOATOTOBKH OOJIBIIIOTO KOJIMIECTBA TTPOMIITH-
HBIX CTIEIIMATICTOB BHICOKOTO YPOBHSI.

SAKJIIIOYEHUE
Ha ceromugmrHuii geHb cpenu miaatdopMm I
MaclITaOHOIo MapajuleIbHOT0 CEKBEHUPOBAHUS

npubops! Illumina UMeOT 3HAYUTENbHBIE TPEUMY-
1ecTBa Iepen ApyruMu IuiatopMamMu Oiaroaapst
BBICOKOI1 TOUHOCTU aHa/IN3a, OOJIBIION MTPOITYCKHOM
CITOCOOHOCTH, a TakXKe IIMPOKOTO Auara3oHa JI0-
CTYITHBIX KOMMeEpYecKuX maHeseil. TeM He MeHee
BBICOKasi CTENEeHb Kpocc-IaT(OpMEHHON cOBMe-
CTUMOCTH TO3BOJISIET MPEANOJOXUTh, 4YTO B Oydy-
1IeM BO3MOXHa ycrelllHasl ajanTtauusi pa3padboTraH-
HbIX KpUMUHAJIMCTUYECKUX TTaHeeil 111 uCoIb30-
BaHMs Ha JIOOBIX TUIaTopMax Ijisi MacIITaOHOTO
napajjielbHOro CeKBEHUPOBaHUS.

TexHnonoruu cexBeHupoBanus IHK cosepiieH-
CTBYIOTCSI OY€Hb OBICTPBIMU TEMITAMU: MOJIEPHU3U-
pytoTcs HoBble MeTonibl MITC (cexBeHUpoOBaHUE 3-TO
MMOKOJIEHMSI ), pa3pabaThiBatOTCs MOJTHOCThIO aBTOMa-
TU3UPOBAHHbBIE CUCTEMBI (KOHBEWMEPHI), B KOTOPbIX
BECh IIPOLIECC IMTOATOTOBKU 0OPa31l0B U CEKBEHUPOBa-
HUSI IPOUCXOIUT Oe3 BMelllaTeIbLCTBa yejoBeka. Oue-
BUIIHO, YTO YK€ B OjvpkaiiiieM OymylieM IiaTdhopMbl
MIIC 6yayT ncroib30BaThCs IPU MPOBENCHUMN PYTUH-
HBIX CyIeOHO-MeIULIMHCKUX uccaenoBanuii JIHK.

Padota mnomnepxaHa locymapCTBEHHBIM KOH-
tpakToM Ne 011-17 ot 26.09.2017 1.

Hacrosiuas cratbs He COOCPXKUT KaKMX-JI100 UC-
CJIEIOBAHUI C UCIOJIb30BAHUEM B KAQU€CTBE 0o0BeKTa
KMNBOTHBIX.

Hacrosimmast ctatbs He COIepKUT KaKNX-JIMOO MC-
cJieqoOBaHUM C yJacTHEM B KaueCTBE 00OBbEeKTa JIIOACH.

ABTODBI 3asIBIISTIOT, UTO Y HUX HET KOH(JIMKTA MH-
TEepPECOB.
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The last decade has been characterized by a significant breakthrough in the development of new technologies
and tools for DNA analysis. A new technology of massive parallel sequencing, otherwise known as “next-gen-
eration sequencing” (NGS) is by now already widely used in many areas of biological and biomedical re-
search. The introduction of new parallel sequencing technologies into the forensic field is slower compared
to scientific and clinical research, mainly due to the difficulties of compatibility with already existing DNA
profile databases, as well as the need for rigorous validation experiments for accreditation of instruments and
assays sets of reagents. This review presents the worldwide existing solutions for the use of massively parallel
sequencing in forensics, technical aspects of experiments, developed commercial solutions and application
prospects, as well as the advantages and disadvantages of new sequencing technologies compared to the meth-
ods of DNA analysis traditionally used in forensic science.

Keywords: massive parallel sequencing (MPS), next generation sequencing (NGS), short tandem repeat
(STR), single nucleotide polymorphism (SNP), forensic science.
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OrnpeneneHue OCHOBHBIX T€HETUKO-IeMorpadueckux mapaMeTpoB MUTPALIMOHHBIX MPOIIECCOB, 3HAYU-
MBIX JUISI U3yUYEeHUST CTPYKTYPbl reHo(OH1a HaceeHUs1 MOCKBBI, 6a3UpyeTcsl Ha aHAIM3e MaTepUaIoB Jie-
Morpaduyeckoit craTucTuku, Becepoccuiickux nepenuceit HaceJaeHus U JaHHBIX BBIOOPOYHOTO aHKETUPO-
BaHUS ABYX TPYMIT XuTejdeir MOCKBbBI, pa3inyarolInuXxcsl M0 BO3pACTHBIM XapaKTepuCTUKaM: “crapiias’”
rpynmna B cpenHeM 1948 r. poxaenusi, “mianiuas” — B cpenHeM 1987 r. poxneHus. [lokazaHo 3HaYUTENb-
HOE YBeJIMYeHe MHTEHCUBHOCTU M JaJIbHOCTU MUTpaiiuu B MockBy 3a nocienHue 40 net. Koaddunmenr
MUTpALIMM, PACCUMTAHHBIN 110 JTaHHBIM aHKETUPOBaHUS “cTapiieiil” rpyImnbl MOCKBUYel, paBeH 0.413 mis
My>uuH u 0.517 nist keHIUH, cpeaHuii paauyc Murpauuu — 1008 KM; 1o naHHBIM aHKeTUPOBaHUS “MJlaj-
mreit” rpynibl — Koadduunent murpaunu 0.636 mis my>xauH u 0.657 M1 XeHIIWH, CPETHUNA paguyC M-
rpauyu — 1782 kM. BBISIBJI€HBI TeHIepHBIe 0COOCHHOCTH MUTPALIMOHHBIX Ipo1ecCOB B MOCKBeE, KOTOpPBIE
00YCIOBIMBAIOT 3HAUYUTENbHBIE PA3IMYUS TTOJOBO3PACTHOTO COCTaBa TOPOACKUX KUTEE pa3TUUHBIX Ha-
LIMOHAJIbHOCTEN (YMCIIeHHOe TIpeodyiafaHue MYXYUH Cpeau TpeACTaBUTENIer “MOJIOABIX” 3THUYECKUX
nuacrop). JanHele 06 McTOYHMKax (popMupoBaHUsI reHodoHaa HaceaeHuss MOCKBbI Ha COBPEMEHHOM
3Tare MoKa3bIBaloT, YTO I0Js poauBiIuxcd B Poccuu B “crapiieit” Bo3pactHoii rpyire (89%) HaMHOro
Gosblie, yeM B “muanireii” (76%). B nepBom cirydae reHodoHa hopMmupyercs Ha 3/4 3a cyer HaceJaeHUst
LentpanpHoro denepanbHoro okpyra (LIdPO), 3ameren Bkiaa [TpuBomkcKoro denepabHOTO OKpyra u
YkpauHsbl; Bo BropoM ciy4dae B LIPO ponunack Juiilb NOJOBUHA aHKETUPYEMbIX, MHOTO YpoxkeH1eB [Tpu-
Bospkckoro, CeBepo-Kaskasckoro, KOxHoro nu Cubupckoro okpyroB, pecityosnuk CpenHeit A3uu, YKpau-
HbI, ApMeHUM. JlaHHbIe aHKETUPOBAHMS MOATBEPKAAIOTCS aHATTM30M JaHHBIX MUTPALIMOHHOI CTATUCTUKHI
Poccrara o coctaBe MurpaHToB B MOCKBY T10 CTpaHaM BbIxoAa. Pa3nnuusi mapamMeTpoB MUTpALIMU B IBYX
BO3PACTHBIX TPYIINAaxX yKa3bIBalOT Ha BO3MOXKXHOCTh TMHAMUKN 3THOPETMOHAJTBHOTO COCTaBa HACEISHMS
MoOCKBBI B TTOCJICIYIOIIMX ITOKOJIEHUSIX, YTO HETIPEMEHHO BbI30BET UBMEHEHUE YaCTOT MHOTMX FeHEeTHYe-
CKHX MapKepoOB, B TOM YMCJI€ YaCTOTHBIX ITpodmieii MapkepoB IHK -nnenTudukamum. BeisiBneHHbIE B Ha-
CTOSIILIEM MCCIeNOBAaHMU OCOOEHHOCTH MUTPALIMOHHBIX TMpolleccOB B MOCKBE yKa3bIBalOT HA HEOOXOIU-
MOCTb CBO€BPEMEHHOTI0 OOHOBJICHHUS U aKTyaJIn3alii reHeTuIecKux 6a3 naHHbIX mid uenaeit JIHK-unen-
TU(dUKaIMU B MeraroJuce.

Kawuesvie crosa: nemorpadudeckasi TeHeTUKa, MeTarnoJnuchl, MocKBa, aHKeTUPOBaHUE, MUTPALIMOHHAS
CTaTUCTUKA, KOAGGUIIMEHT MUTPALIMU, MUTPALIMOHHOE PACCTOSIHUE, STHUYECKUI COCTaB, MMHAMUKA Te-
HodoHIa, 6a3el faHHbIX W1 neieit JIHK-unentudukanmm.

DOI: 10.31857/S0016675821120080
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Jemorpadmaeckoil reHeTUKe MOCKBEI TTOCBSIIIIE -
HBI MHOTOYMCJICHHBIE MCCJIENOBAHUS, IIPOBOINMEIC
B UOIen PAH [1—14]. IIpnTOK MUTpaHTOB BCETIa
OBbUI OCHOBHBIM, a IO OOJIBIIICI YaCTH, eIMHCTBEHHBIM
WCTOYHUKOM POCTa YUCICHHOCTH HaceJeHusT MOCKBBI.
Hacenenue MocKkBbI pociio 0COOEHHO OBICTPHIMU TEM-
mamMu, HaurmHasi co BTopoii mmojoBuHbI XIX B. (puc. 1),
Gyaromapsi pe3KoMy YBEIMUYCHUIO IIPUTOKA MUTPAHTOB
nocjie pedopMbl 1861 T., 0CBOOOAMBILEI KPECTbSIH OT
KpenocTHoi 3aBucuMoctu. Ileperuch 1897 r. 3aduk-
CHpOBaJia, YTO YMCIEHHOCTh HaceneHUsI MOCKBBI IIpe-

Bbicwia 1 MutH yet. (1039 Teic.) — ¢ aTOM naThl MOCKBY
MOXHO CYUTATh MeraroaucoM [15].

OCHOBHbIE TEHETUYECKU 3HAYMMbIe MapamMeTpbl
MUTPALMOHHBIX IpoLeccOB B MOCKBe M3ydeHbl HAMU
B MHOTOJIETHEII IMHAMMKE — HauyuHasl ¢ CepeauHbI
XIX B. KoadduumeHTsl MUrpanuu, paccyuTaHHbIE
0 JAaHHBIM IIepermceil U LEePKOBHO-IIPUXOACKUX
kHUT, Ha pyoexe XIX nm XX BB. ObIJIM Ype3BBIYAITHO
BbIcOKUMU: 0.7 < m < 0.8 [9] u mocTUriu MakCumMyma
B ronnl IlepBoit MupoBoii BoiiHbIL. B cepennne XX B.
KO3(IUIMEHT MUTpalMM OBLI IIOYTHM TaKOW XKe
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(0.76), xkak u Ha pybexe XIX u XX BB., ¥ 10 KOHLIA
XX cronetnda Konebacda Bonu3u 3HadeHuit m = 0.4—
0.5[1,7].

3a CcTOJETHUII MEepHON 3aMETHO BBIPOCJA JAJTb-
HOCTB TIEpeMEIIeHUS MUTPAHTOB — Ha pyoeske XIX n

XX BB. cpeIHMii paqryc MUTpauy R cocTaBasut 230 KM
(HanO oM BKJIaZ B TeHOPOHI MOCKBUYEI BHOCH-
JIM ypOoxXeHLBbl caMoii MockBbl, MOCKOBCKOIi rybep-
HUM 1 Onm3nexanix ryoepaunii HeuepHosembst). B Ha-
yajie XXI B. gaHHbII Moka3aresb IpeBbickyl 1000 km
(YBEIMUMIINCH IIOTOKY MUTPAHTOB U3 FOKHBIX PETHO-
HOB P® u cTpaH “OnmkHero 3apyoexbsa’™) [8, 13, 14].
IMTapannensHO ¢ paciIMpeHUEM 00JIaCTU MUTPAIIMOH-
HOTO IIpUTSDKEHUsST MOCKBEI IIPOUCXOIUT U yBEIYe-
HUE pa3HOOOpa3MsI STHUYECKOIO COCTaBa HACEICHMSI.

HpOBC}IeHHbIﬁ aHaJIn3 CBUIACTCILCTBYET O TOM,
YTO MHTCHCHMBHOCTb MUIpAIIMM M STHOPCTHUOHAJIb-
HbIA COCTaB MUTI'PAHTOB NNOABECP2KECHbI 3aMCTHBIM N HE
BCeraa npeacKkasyeMbIM UIBMCHCHUAM BO BPEMCHU. B
3TOUN CBS3U PEIICHO OBLITO IIPpOOJOJEKUTL M3YUYCHUHEC
JMHaAMUKHN OCHOBHBIX TCHETUYECCKU 3HAYMMBIX ITapa-
METPOB MUTPpallM1 HAa COBPEMEHHOM 3Tarie.

B nHacrosiiee BpemMst MockBa — camblii KpPYITHBIH
Merarnosuc 1 ctonuia Poccuiickoit @enepayu ¢ 4mc-
JIECHHOCTBIO HaceJleHus1 12636.3 Teic. yel. (Ha 1 sHBapst
2021 r.) [16]. ITo “cpenHeMy BapuaHTy” IIPOTHO3a
Poccrara mo 2036 1. ecTeCTBEHHBII ITPUPOCT HaceIe-
HUs1 MocKBbI OyieT UMeTh OTpUllaTe/IbHOE 3HAaUEH e
(ecTecTBeHHasl yObLJIb), @ MUTPALIMOHHBIN ITPUPOCT
Oynet Kojiebarhes Ha ypoBHe 100 ThIc. yesn. B rof [16].

B cBs131 ¢ TEM, UTO MHOTHIE, paHee UCITOIB30BAaHHBIC
HaMW WCTOYHUKU AeMorpadmdeckoil MHMOpMaLmm
CTaJI TeTleph HEMOCTYITHBIMU, HACTOSIIIIee MCCIIeI0Ba-
HHE OCHOBAaHO B OCHOBHOM Ha JTaHHBIX aHKETUPOBAHUS
MOCKBUYCH C MpUBJIeYEHUEM MaTepUaioB Teperiu-
cell HaceJIeHUsT, KOTOPhIE OCTAIOTCST €IMHCTBEHHBIMM
WCTOYHUKAMU JaHHBIX O HAITMOHAJIBHOCTH.

TEHETUKA Ne 12

TOM 57 2021

Ilenp HacToOsAIIETO WCCIENOBAHUSI — OLIEHKA OC-
HOBHBIX Te€HETUKO-IeMorpaduyeckux IapaMeTpoB
MUTIpalMy HaceaeHUs1 MOCKBbI B IEPBBIE NECITUIETUS
XXI B., BaXXHBIX IJIs TPAMOTHOTO (DOPMUPOBAHUST TTO-
MYJISILIMOHHBIX BBIOOPOK MPHU CO3MaHUN TEHETUUECKUX
0a3 JaHHBIX JJIA LIeJIeit MeTUIIMHCKOM TeHETUKU U KpU -
MUHAJIUCTUKH.

MATEPHAJIBI U METOJbI

MarepuanoM sl UCCeI0BaHMSI TTIOCTYXXKWIN MaTe-
puabl AeMorpaduyeckoi cTaTUCTUKU Tepputopuaib-
Horo opraHa PenepanbHOII CITy>KObI TOCy1apCTBEHHOI
CTaTUCTUKM TT0 T. Mockse [16] (manee — Moccerar), Ma-
Tepuanbl Bcepoccuiickux Tiepenuceil HaceJleHUs
2002 u 2010 rr. (manee BITH-2002 u BITH-2010) [17,
18]. Taxke WMCITOIB30BAIIM JTaHHBIE AHKETHPOBAHMS
JIBYX IpyIin xkutesieit MockBel: 1) “crapiiast” rpymia —
MpaKTUYECKU 3I0POBbIC JIMLIA, MPOXOAMBIINE AUC-
TmaHcepu3almio Ha 6a3e 15 roponckoil KTMHNIYECKOMN
O6oabHULBI T. MockBbl B 2001 1.; 2) “mnanimiast” rpyri-
na — MaTepu HOBOPOXIEHHBIX, ponuBIinuxcs B 2017
I. B poaaome 1pu [oponackoit KiimHUYeCKoii 60IbHU-
11e M. MyxuHa . MOCKBBI (MaTepU COOOIIMIN UH-
dopmanmio 1 00 oTuax aereit). BozpactHeie pacnpe-
JeJIeHUsI U UX MapamMeTpbl ISl IBYX BBIOOPOK MOCK-
BUYeEil conepxxaTcs B pazaeie “Pe3ynbrarhl”.

AHKETBI comepskaT NOIpOOHBIE TeHeaAIOTTYeCKIE
¥ feMorpadudeckre TaHHbIe (HAIIMOHAJIBHOCTD, M€~
CTO UM JaTa pOXIEHUS CaMOro aHKETUPYEMOTO U €To
MPEIKOB B TPeX MPEAIISCTBYIOIINX MOKOJeHUX). OT
BCeX aHKETHMPOBAHHBIX OBLIO MOJYIeHO WHMOPMU-
pOBaHHOE coIjJlace Ha WCIIOJIb30BaHMWE HAHHBIX B
AHOHMMHOM T€HETHKO-JIeMOTrpadmIeCKOM UCCIIeI0-
BaHUM.

Ha ocHoBe naHHBIX aHKETUPOBaHMS, a TAKXKe Ma-
tepuasioB BITH-2002, BITH-2010 u maHHBIX TeKylleit
JemorpadHu4ecKoi cTaTUCTUKKM [16—19] Gbuin pac-
CUUTAHBI CJEAYIOIUe TeHETUKO-AeMorpaduieckue
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Taomuna 1. [TonoBo3pacTHoI1 cocTaB HacesieHUs1 MockBbl Ha 1 sHBapst 2020 1. mo nanHBIM Moccrara (TbIc. uen.) [19]

BospacTHbie rpymmnsl, JeT MyK4MHBI U XKEHIITMHBI MyX4rHbBI KeH1Hb1
0—4 681.0 351.6 329.4
5-9 640.4 330.4 310.0
10—14 537.7 274.5 263.2
15—19 516.9 259.4 257.5
20—-24 497.8 243.5 254.3
25-29 729.1 362.1 367.0
30-34 1132.3 540.0 592.3
35-39 1155.4 555.0 600.4
40—44 1003.3 482.2 521.1
45—49 950.5 464.7 485.8
50—-54 819.1 388.3 430.7
55-59 947.5 431.6 515.9
60—64 857.8 367.0 490.8
65—69 696.5 279.4 417.2
70 u crapiie 1512.8 528.2 984.6
Bce Hacenenue 12678.1 5857.9 6820.2

anIMe‘{aHMe. CeprM (bOHOM BbIZICJICHA PENPOAYKTUBHAA 4aCTb IOIMYJIALIUUA.

napaMeTpbl HacejieHUs1 MockBbl: N, — a¢hdheKTuB-
HBI 00beM NONyJISIIUA (KOJIUIECTBO YEJIOBEK); M —
KO3 OUIMEHT MUTPALIUH (OJISI MUTPAHTOB B OOILIEi
CTPYKTYp€ HaceJieHusl Meranoiuca); R — Murpaum-
OHHOE paccTosiHUE (B KM); 9THUUYECKMI1 COCTaB Ha-
cesieHus Meranosuca. [Tonpo6Hoe onrMcaHue MeTo-
JIOB pacyeTa yKa3zaHHBIX MapaMeTpoOB MPUBEICHO B
crarbe [20].

DTHUYeCKast IIPUHAOJIC2KHOCTD aHKETHUPYEMbIX JINLL
IIPUBOANTCA Ha OCHOBE NX CaMOI/II[CHTI/ICpI/IKaLII/II/I.

PE3VYJIBTATHI
Ilonoso3pacmuoii cocmas u oyenxka N,

AHanu3 TMOJIOBO3PACTHOTO COCTaBa HaceJIeHUs
Mocksnl (Tabi. 1) meMOHCTpUpPYET HECOBIIaIEHHUE C
TPaaAULIMOHHOM MOAEJIbIO TTOJIOBO3PACTHOM MUPAMMIBL:
MaKCUMaJIbHasl YMCIEHHOCTb MPUXOIUTCS HE Ha JeT-
CKMe BOo3pacTa, a Ha Bo3pacTHbIe KoropThl 30—34 rona,
35—39 net, 40—44 rona (roawl poxaeHust 1986—1990,
1981—-1985, 1976—1980 cootBeTcTBeHHO). COOTHO-
IIeHUE MOJIOB (OTHOIIIEHME YUCIEHHOCTH MY>XKUMH K
YHCJIEHHOCTH XEHIIMH) BO BCEli MOMYJISIIMU COCTaB-
Jgstet 0.8589. MyX4MHBI YHUCJIEHO TpeodJianaloT B
MJIQIIIMX BO3PACTHBIX KoropTax 10 20-J1eTHero Bo3pac-
Ta, a Jajblle HapacTaeT YKCJIeHHOEe MpeobianaHue
KeHIIMH. OTHAaKO B peNpOAyKTUBHON YacTU MOITy-
sy (BeIAeaeHa B TaOd. 1) My>KUMH OOJbIIe, YeM
JKEHIMH, B CBS3U C TEM, UTO PENPOAYKTUBHbINI Mepuoz
IUTMHHEee JJIsi MYyXXCKoro mojia. Bes penpomykTrBHast
yacTh —6805.2 ThIC. Yell., My:KIUHBI — 3726.8 ThIC. YelL.,
keHrHbl — 3078.4 ThiC. yen. BennuuHa N,, paccun-

TaHHAas ¢ y4eTOM HEPaBHOTO COOTHOIIEHMS IOJIOB B
PENpPOAYKTUBHON YaCTM MOCKOBCKOM MMOMYJISIIVH,
coctasisieT N, = 6743.4 ThIC. yerl.

CpenHuii Bo3pacT HacejneHUsI MockBbI Ha 1 sHBa-
pst 2019 1. coctaBuia 42.30 net; 40.08 — y MyXYuH 1
44.21 — y xeHIIuH [ 16].

I'eHnepHBIe 0COGEHHOCTH MUTPAIMOHHBIX MTOTO-
KOB OOYCJIOBIMBAIOT 3HAYMTETLHBIC PA3IMIMS TT0JIO-
BO3PACTHOTO COCTaBa TOPOACKUX KUTEJICH pa3IuYHbIX
HanuoHaibHOCTeM. Tak, mo manHeM BITH-2010, Ha
100 >XeHIIWH Y PYCCKUX IMTPUXOINTCSI 83 MYKUWHBI, Y
tatap — 84, y ykpauHiueB — 96, y 6enopycoB — 97, y
eBpeeB — 109, y apmsH — 120, y rpy3uH — 130, y azep-
GaiimkaHieB — 155, y y36ekoB — 186. Camble “MoJj10-
Ible” 3THUYECKWE rpynnbl B MockBe — y30eKu
(cpemumii Bo3pact 34.2 rona, 33.8 y myxuuH u 34.9 y
XKEHIIWH), azepOaimkaHbl (Cped. Bo3pacT 34.3 ner,
35.4 y Mmy>xuunH u 32.5 y XeHIIUH) 1 apMmsiHe (37.8 neT,
37.8 1 37.8 coorBeTcTBeHHO). Camas “crapast” 3THU-
yecKasi rpyIina ropoaa — eBpeu (cpem. Bo3pact 54.7 Jier,
53.7 y myxxuuH u 55.8 y xxeHiuH). [IpoMexXyTouHbIe
3HadYeHU — y O6esropycoB (49.6, 47.5 u 51.6 jeT cooT-
BETCTBEHHO) U yKpauH1ieB (49.2, 48.2 u 50.1). Moro-
Xe cpeaHuit Bo3pacT y tatap (42.1, 39.6 n44.3) uy
rpy3uH (40.4, 40.9 u 39.7). CpenHuii Bo3pact pyc-
ckux B Mockse cocraBisieT 40.8 et (38.2 y MyKIuH
u 42.8 y xeHmuH) [18].

AHanu3 pacnpeaesieHUsI aHKETUPYEMbIX MOCKBU -
Yel 110 TomaM pPOXICHMS MOKa3bIBaeT, 4TO B “cTap-
LIeii” rpynme, Kak MYXYMHBI, TaK W XEHIIVUHBI B
cpenHeM 1940—1950-x rogoB poXIeHUsI ¢ OOJIBIINM
pa3zMaxoM M3MEHYMBOCTH, Imoutu B 70 et (tadi. 2,

TEHETUKA Ttom 57 Ne 12 2021
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Ta6muna 2. [TapaMmeTpBl BO3pacTHBIX paclipeacacHUA aHKeTUPOBAHHBIX JINI Y KO3(MOUIIMESHTH MUTPALIMUA B IBYX BbI-
0opkax

BrBopku v [MapameTpbl BO3pacTHBIX pacIipenesieHui .
AHKCTHPYCMBIX X ts.e min max c
“Crapmas” rpyIia
MyKIrHBI 93 1949 £ 1.95 1914 1984 18.79 0.413
KeHIINHBI 204 1948 + 1.07 1922 1985 15.25 0.517
“Muanmrast” rpynma
OTtubI 165 1985 £ 0.54 1959 1998 7.05 0.636
Marepu 242 1988 + 0.27 1974 2001 5.10 0.657

HpI/IMe‘{aHHC. N — 4ucno U3BeCTHBIX AaT pPOXIEeHMA; X *s.e. — CpEeIHUI IOl POXAEHUS U €r0 CTaTUCTUYECKAST OlIMOKa; G — CTaH-

JIApTHOE OTKJIOHEHUE; M — KOIMOULIUEHT MUTPALIVIU.

99

puc. 2); B “Miiaaiieit” rpymnmne poauTeard HOBOPOX-
JeHHBIX B cpemHeM 1980—1990-x romoB poOXIEHUS
(Taba. 2, puc. 2). CpegHue Bo3pacTHBIE XapaKTepu-
CTUKH aHKETUPYEMBIX JINII “cTaplieii” TpyIITbl COOT-
BETCTBYIOT KoropTam 70—80-i1eTHuX B Taba. 1, omHa-
KO Ha MOMEHT IIPOBCACHUA aHKETHUPOBaHUA BO3pacT
oIpalllMBaeMbIX ObLT MeHbIIIe. Bo3pacTHbIe XapaKTe-
PUCTUKU “MJIadlieii” BO3pacTHOM IPYNIIbl COOTBET-
ctByIOT Koropre 30—40 netHux B Ta6a. 1. Takum 06-
pazoM, IBe TPYIIIbI aHKETUPYEMBIX pasaelisseT MH-
TepBaJ BpeMEH!, COOTBETCTBYIOIIMIA 1.5 ITOKOIEHUSI.
BaxxHocTh yueTa BO3pacTHBIX XapaKTePHUCTUK BbIOO-
POK B MOMYJISIIMOHHBIX UCCICAOBAHUIX ObLIa OTME-
yeHa paHee [21].

lTenemuueckue napamempusl muepauyuu no O0aHHbIM
AaHKemupoearnus u nepenuceﬁ HaceaeHus

Ilo naHHBIM aHKETMPOBAHUS “cTaplieili” Bo3pacT-
HOW Tpy1bl KoaddmimenT Murpanum m = 0.485, mpu-
yeM y MY:KUMH HMxKe, yeM y XeHIuH (0.413 u 0.517
COOTBETCTBEHHO). JIyst “Muaiieii” rpymnmnbl 3HaYe-
HUI Ko3PpunneHTa MATPAIIM HAMHOTO OOJTbIIe —
0.636 mnsa myxxauH u 0.657 ms skeHIWH (Tadr. 2).

KoaddumeHT MUTpaiim, pacCUMTaHHBIN Ha OC-
HoBe gaHHbix BITH-2002, paBen 0.4318; Ha ocHOBe
manHbix BITH-2010 — 0.4180, mpuyeM B 000X CIIy-
yagx 3HAYEHWE DTOro ImapaMeTpa y MYXKUYUH He3Ha-
YUTEJIbHO MEHBIIIE, YeM Yy KeHIIUH (Tadi. 3). 3Hade-
HUSIM m, TIOJydeHHBIM MO JAaHHBIM Mepenuceii, B
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Puc. 2. Bo3pacTHble pacnipeaeaeHust aHKETUPOBAHHBIX XKUTeJIeii MOCKBBI.
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Taomuna 3. Pacuer koadduumneHta murpaunu aist Mockssl o nanHeiM BITH-2002 u BITH-2010 [17, 18]

BITH-2002 BITH-2010
MockBa
BCETO MYXUMHBI | JKSHIIUHBI BCETO MY>XKUUHBI | XeHIIWHBI
Bcero ykazaBimx Mecto poxaeHus | 9680950 4568304 5112646 10898165 5026509 5871656
KuByT B MOCKBe ¢ pOKIEHHUS 5500829 2629847 2870982 6342983 2936231 3406752
JoJist XXKUBYIIUX C pOKIACHUSI 0.5682 0.5757 0.5615 0.5820 0.5841 0.5802
KosdpdummenT Murpanmm 0.4318 0.4243 0.4385 0.4180 0.4159 0.4198

IMpumevanue. JlaHHbIe TTepernceii mpencraBieHbl Mo Tabs. 1 u3: “IIponosKUTeTbHOCTD MPOXUBAHUS HACEJIEHNSI YaCTHBIX TOMOXO-
3SCTB B MECTE IMMOCTOSIHHOTO XKUTEIbCTBA 110 MOJIy U BO3PAaCTHBIM IpymiiaM no cyobekTam Poccuiickoit @enepanun”. Tom 10. “IIpo-
JTOJDKUTETbHOCTD MTPOXXUBAHUST HACEJIEHUST B MECTE MOCTOSTHHOTO XXUTEIbCTBA” .

Tabomuna 4. PactipeneneHue xuresieit MOCKBBI IO MECTY POXIIEHMUS TI0 TaHHBIM aHKeTUPOBaHUS U 1o gaHHbIM BITH-
2002 u BITH-2010 [17, 18]

“Crapluas” rpynmna “Muanias’” rpymnmna BITH-2002 BITH-2010
MecTo poxaeHus:
N % N % N % N %

Poccus, B T.4.: 261 88.78 310 76.17 8796686 88.63 10154733 91.42
PO, B T1.4.: 221 74.92 218 53.56 7503908 75.61 8777764 79.02
MockBa 152 51.53 143 35.14 5497687 55.39 6888041 62.01
MO 17 5.76 28 6.88 698921 7.04 634748 5.71
C300 3 1.02 1 0.25 199267 2.01 199633 1.80
(0]010] 4 1.36 10 2.46 245436 2.47 175259 1.58
Ido 19 6.44 36 8.85 454494 4.58 488391 4.40
Yp®O 2 0.68 4 0.98 92033 0.93 106391 0.96
CKDO** 3 1.02 23 5.65 — — 108997 0.98
CPO 5 1.69 12 2.95 188728 1.90 190061 1.71
AB®DO 2 0.68 6 1.47 112820 1.14 108237 0.97
A3zepbaiimxan 3 1.02 5 1.23 117718 1.19 78249 0.70
ApMeHUs 2 0.68 9 2.21 71547 0.72 58295 0.52
Benapycn 4 1.36 3 0.74 89283 0.90 75652 0.68
Tpysus 7 2.37 82331 0.83 55177 0.50
Kazaxcran 5 1.69 5 1.23 66389 0.67 74934 0.67
Kuprusus 19 4.67 14686 0.15 33243 0.30
MonnmaBus 8 1.97 55405 0.56 40150 0.36
TamxukucTan 11 2.70 44617 0.45 40183 0.36
Typxmenust 3 0.74 12693 0.13 13041 0.12
V36ekucran 2 0.68 12 2.95 58797 0.59 82115 0.74
YkpanHa 12 4.07 15 3.69 392323 3.95 303262 2.73
Hpyrue cTpaHbr*** 1 0.34 7 1.72 122246 1.23 98923 0.89
Bcero ykazanu 294 100 407 100 9924721 100 11107957 100

MEeCTO POXKIEHMS

TTpumeuanue. [laHHbIe Tiepencei MpeacTaBieHbl o Tab. 3 u3: “HaceyieHue 1o MecTy poXKIeHUsI U MECTY TTPOXMBAaHUS HA TeppU-
topuu Poccuiickoit @enepanun”. Tom 10. “IIponomKUTEILHOCT MPOXUBAHUSI HACEJIEHUSI B MECTE MOCTOSIHHOTO XKUTEJIbCTBA”.
C3®DO — Cesepo-3ananHblii henepanbHbiii okpyr, PO — LleHTpanbHblii (peaepaabhbiii okpyr, FOPO — KOxHBbI henepaabHbIi
okpyr, [IMO — INpuBoirkckuii henepanbHbiii okpyr, YpPO — Ypansckuii penepansubiii okpyr, CKDOO — Cepepo-Kapkasckuii de-
nepanbHbll okpyr, CDO — Cubupckuii penepanbHblii okpyr, JIBDO — JaibHeBOCTOUHBIN (henepanbHbIil oKpyT. ** — CeBepo-Kas-
Ka3cKuii (penepanbHbIil OKPYT C LHEHTPOM B ropoje [Isturopcke ObL1 BolnesieH U3 coctaBa KOxHoro ¢emepaibHOro okpyra Ykazom
TIpesunenrta Poccum ot 19 gusaps 2010 1. B cocraBe FODO ocranuce: Anpirest, Kaameikust, KpacHomapckuii Kpait 1 AcTpaxaHcKas,
Bonrorpanckast u PocroBckast o6nactu [17, 18]. B marepuanax BITH-2002 nanxsbie mo FO®O BKITIOYAIOT 1 TaHHBIE IO TEPPUTOPHUSIM,
BIIOCJICAICTBMM BOILIEAIINM BO BHOBb 00pa3zoBaHHbIil CKMO. *** — naHHbIe 10 CTpaHaM “IajibHero 3apy06exbsi” BOLLIA B KATETOPHUIO
“npyrue ctpaHbl”. B 3TOI KaTeropnu y aHKeTUPYeMbIX “crapiueii” rpynmbl — [epmanus (1 dent.), B “Mumamiieit” rpymie — Abxa3ust
(2 uen.), 'epmanus (2 uen.), Eruner (2 yen.), Typuwmst (1 yen.).

HanOOJIbIIIEl CTEIIEHN COOTBETCTBYET 3HaYeHUe 3T10- BITH-2010 (ta6n. 4). B “mimammreii” Bo3pacTHOIL

99

ro napamerpa B “crapuieii” BO3pacTHOM IpyIIIe. rpymiie ypoxeHieB Poccuu ropasno meHsble (76%)

IMonasnsolniee 60abIMHCTBO (o4t 90%) aHke- B “crapuweit” rpynme 3/4 MOCKBuueH poaunoch B
TUpYEMbIX JMI B “CTaplieii” rpymme poauioch B PO, B TOM YKCJIe YyTh OOJIbIIIE ITOJIOBUHEI B CAMOi1

Poccuu — IIPUMEPHO CTOJIBKO K€ YPOXKEHIIEB Poc- CTOJIMIIC, 3aMETCH TAaKXKE€ BKJIald HAaCCJICHUI H(DO, a
cum cpean MockBmueit otmMeueHo B BITH-2002 m m3 cTrpaH “OamkHero 3apyoexbss” — YKpauHbl u [py-

TEHETUKA Ttom 57 Ne 12 2021
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Ta6mma 5. CpenHuii paguyc MUTpAIlAM IS SKUTe el MOCKBBI, paCCUUTAHHBIN 1O TaHHBIM aHKETUPOBAHWS U1 TT0 TaH-

HbeiM BITH-2002 1 BITH-2010 [17, 18]

M cTouHnK naHHBIX N R *+s.e. (kM) Min Max c
Ai‘;;ﬁgfigzna 143 1008.55 + 106.76 100 8415 1276.67
MYKUHHBI 38 862.74 + 156.88 100 3651 967.09
KEHIMHBI 105 1061.32 + 133.88 100 8415 1371.89
f;‘;‘:;?ﬂ‘;‘:iafp’;na 264 1781.59 + 105.99 20 10211 1722.11
MYXKYMHBI 105 1711.92 £ 165.46 20 9172 1695.42
KEHIIMHBL 159 1827.60 + 138.25 20 10211 1743.30
Teperncs 2002 . 4304788 | 1277.25+0.81 100 9000 1677.16
Mepenucs 2010 T. 4149531 1337.48 + 0.83 100 9000 1694.02

TMpumeyanue. N — 4uCII0 LI, POAMBIIUXCS He B MOCKBE, C yKa3aHHBIM MECTOM POXXIEHUS. R — cpelHuii paaquyc MUTPALIUY; S.e. —
cTaTUCTUYeCKas OlMOKa; G — CTaHIApTHOe OTKJIOHeHue. M3 pacyeTa paauyca MUTpaLIMY 11O JaHHBIM MePenrCceil MCKITIOUEHbBI SKUTETU

CTpaH “IanibHero 3apyoexbs”.

99

3un. B “mnanieit” rpymme pacrnpenceiaeHue 10 Me-
cTaM poxneHus coBceM mHoe — B LIDO pomuiioch
YyyTh OOJIbIEe MOJOBUHBI aHKETHUPYEMbIX, B caMOii
MockBe — omHa TpeTb, MHOTO ypoxeHieB I1DO,
CK®DO, ODPO, CPO, a u3 cTpaH “OJMKHETO 3apy-
oexbs1” — Kuprusum, YkpauHsl, Y30ekucrana, Ta-
JDKMKVICTaHAa, ApMEeHMH (CTpaHBI IIEPEUYrCICHBI B II0-
psinKe yOBIBaHMS YKCJIa MUTPAHTOB U3 HUX B MOCKBY).

CpenHee MHUIPAllMOHHOE PAaCCTOSIHUE, PacCUM-
TaHHOE MO JaHHBIM aHKeT “cTaplleil” TpyIbl, CO-
crasiseT 1008 km (863 kM mta myxxuuH, 1061 km 1t
KEHIIWH), a I “Miagmieii” rpynnbsl ropa3ao 0071b-
me — 1782 xm (1712 xm g myxxuuH, 1828 kM mis
XeHIIuH) (Tabi. 5). OueHKa cCpegHero paguyca Mu-
rpau B MockBy Ha ocHoBe maHHBIX BITH-2002

R = 1277 xm, a BITH-2010 — R = 1337 km (Tabu. 5).

lenemuueckue napamempust muepauuu no OJaHHbIM
Muepauummoﬁ cmamucmuxku Poccmama

Haunbsle PoccraTa, mpencraBlieHHBIE B TaoO. 6,
CBHUACTEIBCTBYIOT O TOM, YTO B MUTPAILIMOHHEBIX ITO-
ToKax B MOCKBY MUTpaHThl U3 Poccuu cocTaBisiioT
MoaaBJsiolee 6OJbITNHCTBO — npuMepHo 90%. Ha
BTOPOM M TPETbeM MeCTaX C OOJBIIMM OTPHIBOM —
VYkpauna u Monmnosa.

B nocienHue necsaTs JET YMCIIO MUTPAHTOB, MPU-
OBIBIIIMX B CTOJIMILY, TOCTEIIEHHO pocio (0T 125 Thic.
B 2011 1. no 354 Thic. B 2018 1.); onHako B 2019 1. 3a-
MeTHO cokpatuyioch (10 300 ThIC.), 0COOEHHO COKpa-
THJIACh MEXIyHapOTHAast MUTpanus (o 26 TEIC., ode-
BUITHO BCJIEACTBHE OTPAaHWYEHUM, CBSI3aHHBIX C KO-
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BugoM). Ecium  paccmarpuBaTh  abCOJIIOTHBIE
3HAQUYEHUS YMCJIa MUTPAHTOB, TO MaKCUMAaJIbHOE MX
yucjao U3 YKpauHbl, MoaaoBbl, Y30ekucraHa, Ap-
MeHuM, AsepOaiimkana, TamkmkucraHa, [py3um,
Kuprusum, Kasaxcrana, bemapycn, Typxkmennn,
JlatBum ipu6eLTO B 2018 T. MaKcuMabHBINA IIPUTOK
n3 CIIA naGmonancs 2016 r., u3 I'epmanum — B 2011
I., u3 JIuTBel M “npyrux crpan” — B 2013 r., u3 Acro-
ann 1 U3panng — B 2015 1.

B 2019 r. nons npuobsiBIInx B MockBy u3 Poccun
JIIOCTUTLJIA MAKCUMaIbHON BeTMUuHbI — 91.42%, a no-
JIT MEXIYHApOOHBIX MUIPAHTOB COKpaTWIach IO
8.58%; Ha BTOpPOM MecTe IO-TIpeXXKHeMy YKpauHa
(2.54%); na tpetbeM — MosmoBa (1.12%), Ha yeTBep-
ToM — Tamkukucran (0.66%); Ha TIITOM — Y30eKu-
craH (0.59%); Ha mectom — Azepbaiimkat (0.56%)
(Tabx. 6). Kak BugHo, pecriyonuku CpenHeit Asuu u
3akaBKa3sbsl, COIIacHO cTaTucTuke Poccrara, He Ha-
ouparor u 1%.

JluHaMMKa cocTaBa MUTPaHTOB B MOCKBY, TIpei-
CcTaBJIeHHad Ha pHUC. 3, CBUIETEIILCTBYET 00 OTHOCH-
TEeJIbHOM CTAaOMJIBHOCTH BKJIaga MUTPAHTOB M3 OT-
JIeJIbHBIX CTpaH mo rogaM. MCKIloueHUEM SIBIISICTCS
VYKkpauHa, 0ojisi MUTPAaHTOB M3 KOTOPOI CHIXXaJlach
g0 2013 r., a B 2014 1. (B cu1y U3BECTHBIX TTOJTUTUYE-
CKHX COOBITHI1), Bo3pocia, B 2019 1. BHOBb yIiana.
Honst MurpanToB 13 MonInoBbl, HAXOOWBIIASICS B MH-
tepBaie ot 1.3 10 1.8%, k 2019 . nagaet HanbGoIee 3a-
MeTHO — 110 1.12%. Jlonst MurpanToB u3 TaJKuKucTa-
Ha, [py3umn, Apmenuu, Kazaxcrana, AzepbaitakaHa,
V3bekucrana, bemopyccnu ynaia He Tak 3HAUYNTETb-
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Puc. 3. JluHamuka cocrtaBa MeXIyHapOIHbIX MUTPaHTOB B MockBe 1o ctpaHaM BbIObITUSI B 2009—2019 rr. (paccyuTaHo no
naHHbIM Pocctarta). Ha rpacduke npeacraBiieHbl TOJIBKO CTPaHbI, IIOCTABIISIIONIME HAMOOJIbIIIee YMCIO MUTPAHTOB.
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CrtpaHa BbIOBITUST

Puc. 4. PacnipeneieHrue MUTPaHTOB, IPUOBIBIINX B MOCKBY B 2012 I., o cTpaHaM BBIOBITUS (paccyuTaHO Mo TaHHBIM YDPMC).

HO, a BKj1ag Kuprusum ocrajics npuMepHO Ha TOM Xe
YPOBHE.

Koaddunment mMurpaumu, paccuMTaHHBIM Kak
yucyio npuoObIBIIKX 3a 2019 r., yMHOXeHHOe Ha 25
(YCIOBHO — IJIMHA MOKOJICHMS B TOaX) U MOAEICH-
HOE€ Ha CPEeIHETOA0BYIO YMCIIEHHOCTh HACEJICHUS ME-
ranoyuca, m = 0.59 — 3HayeHUe, HAXOASIIeeCs MPU-
OJIM3UTENILHO ITOCepeIrMHe MEXAY 3HAaUCHUSIMU M B
“Mumagmeit” m “crapiuieii” BO3pacTHBIX IpyIITax.

TEHETUKA  Ttom 57 Ne 12 2021

CoBepllIeHHO WHYIO KapTUHY PUCYIOT JaHHbIE
YO®MC no r. Mockse (puc. 4). [1o naHHBIM 3TOi1 op-
ranm3annu (HeiHe yrpasgHeHHoi) B 2012 1. B Mock-
By mpuObLio 2.37 MJIIH MUIPAHTOB, TMPUYEM HOJIS
puOBIBIINX U3 Poccru coctaBuiia ToIbKo 35%; BTO-
poe, TpeThe U YETBEPTOE MeCTa B 9TOM CITMCKE 3aHU-
MaroT Y30ekucraH, Tamkukucrad u Kuprusust, cym-
MapHBIil BKJIaJl KOTOPBIX B ITIOTOK MUIPAHTOB B
Mocksy coctaBui 27%; YkpanHa 1 MonmoBa Haxo-
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IISITCS Ha IISITOM U IIIECTOM MECTaX COOTBETCTBEHHO.
IIpumeuarenbHO, yTO U3 KuTass mpuObLIO IIPpUMEPHO
CTOJIBKO K€, CKOJIbKO 13 A3epbaiimkana (2.5%).

IMTommeiTKa paccunTaTh KO3(MOUIIMEHT MUTpALIN
110 JaHHBIM YO MC 3aBOIUT B TYITUK — IIPU IIepecye-
T€ Ha IIOKOJIEHUE IIOJIy4aeTCsl acTpOHOMUYecKas
CyMMa — IT0OYTH 58 MJIH MUTPaHTOB, CyMMa TTOYTH B
IISITh pa3 MpeBbIIIaolIas Bce HaceJleHne MOCKBBI.

PacxoxneHusi B JaHHBIX O CTpaHax MCX0oJa MU-
IPAHTOB CBSI3aHbl C OCOOEHHOCTSIMU MUTPAIIUOHHO-
ro yyera rpaxlIaH, CBOWUCTBEHHBIX NBYM pa3HbIM
yupexxaeHussM — Pocctaty u ®MC.

DmHu1ecKuil cocmae HacenreHus

VaenbHbI Bec JUI PyCCKOM HAllMOHAJIbHOCTU B
Mockse 1o manabeiM BITH-2010 cocrasiser 86%, a
o ganHbeiM BITH-2002 — 85% (ot umcna nui, mpu-
HSIBIIMX ydacTue B mepenucu) (tadm. 7). Obpaimaer
Ha ce0s BHUMaHue OoJiblllasi A0JIS JIUIL, HEe yKa3aB-
X HAIIMOHAJIBLHOCTh TPU TTPOXOXICHUU TIepertu-
cu, ocobeHHo B 2010 1., 4TO 3aTpyaHSIET aHAIU3 IT-
HIYECKOIo cocTaBa HacesieHus merarnonuca. B 2010 1. B
JIeCSITKY HanboJiee MHOTOUMCIEHHBIX HAlIMOHATBHO -
cTeil BXOISIT, MOMUMO PYCCKMX, MO YObIBAHUIO YUC-
JIECHHOCTM — YKpauHIIbl, TaTapbl, apMsiHEe, a3epOaii-
JDKaHIIBI, eBpeu, OeJlopyChl, TPy3UHbI, y30€KU, Ta-
xkuku. [lo maHHBIM aHKETUPOBAHUS KUTejeid
MockBBl HanboJee pa3sHoOoOpa3eH ITHUYECKUI CO-
cTaB “MutanIeii” rpyIiibl — B HEM IpeacTaBieHo 27
HallMoHajbHOCTel (B “cTtapuueit” rpynne — 14). Ilo-
MHMO PYCCKMX, B “MJIaAIIyI0” TPYIITy BXOOIT (IO
yObIBAaHUIO YWCJIEHHOCTHU): KUPIU3bl, AAreCTaHIIbl,
apMsiHe, TaJXXWUKU, TaTapbl, YyKpauHIIbl, y30eKu, ye-
YEeHIIbl, a3epOailiKaHIIbl, eBpeu, Oelopychl, yyBa-
LU, OCETUHBI, MOJIJABAHE, KOPEWNIIbI, Ka3aXu, UHTY-
mu (Tabj. 7); Kareropusi “apyrue” mpencTaBieHa
CleyIoIIMMU 3THOCAaMM: raray3bl, KabapIuHIIbI,
KaJIMBIKU, SIKyThbl, MOHTOJIbI, CHPUIALIBI, TYPKU, TYPK-
MEHBbI, ETUTITSIHE.

OBCYXIEHHME

CpaBHeHUEe TeHeTUKO-aeMorpaduyecKux Iapa-
METPOB IBYX Pa3HOBO3PACTHBIX TPYIIT KUATEJeH
Mockssl — “crapireit” (B cpenHem 1940—1950-x ro-
OB poxaeHus) u “mimagumieii” (B cpemHeM 1980—
1990-X rogoB poxXaeHMs1) CBUAETEIBCTBYET 00 yBEI-
YeHUW WHTEHCHUBHOCTU MUTPAIIMOHHBLIX ITOTOKOB B
MoOCKBY U O paclIUpeHUU 00JaCTU MUTPALIMOHHOTO
npuTsSCKeHUs Meraronnca. Ecimm B “crapmeit” rpym-
ne 3/4 mockBuueii ponuauck B LIPO u mumb 11% —
3a npeaenamu P®, to B “muanieii” rpymmne B LHPO
POIMIOCH 9yTh OOMBIIIE TOJIOBUHBI, a 3a pyOesKOM —
noytu 1/4. “Mnammass” Tpylia OTAMYaeTCs OT
“crapuieit” 6ojee BBICOKUMU 3HAYEHUSIMU KO hu-
IIMEHTa MUTPAIIMUA W CPETHETO MUTPAIITMOHHOTO pac-
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CTOAHMA, a TAKXKE Oosee paSHOO6pa3HbIM OTHHNYC-
CKHNM COCTaBOM.

CpaBHeHUE TeHEeTuKO-AeMorpadudeckmux mnapa-
METPOB MUTPALIMU B IBYX KPYITHEHIIIMX Meranoaucax
P® — MockBe u Cankr-IleTepOypre mokasbiBaeT,
YTO UCTOYHUKU (pOopMUpOBaHUS reHO(POHIOB Hace-
JIEHUSI TUX METaNoJIMCOB, PACMOJ0XEHHbBIX Ha pac-
ctostHuM 650 KM Apyr OT Apyra, pa3jiudHbl — FeHO-
donna HaceneHnust Cankr-IlerepOypra Ha 3/4 popmu-
pyetcs 3a cyet HaceseHuss C3PDO [21]. DTo roBopuUt
0 TOM, 4UTO 1IeJIeCOO0OPa3HO CO3aBaTh OTAEJIbHbIE Oa-
3bl TCHETUYECKUX JAHHBIX IS 1ieJieit mpoduiiakTi-
YeCKOi MeAUIIUHBI U KPUMUHATUCTUKY 11 KaXKI0TO
MeraroJiuca.

I'eHnepHble OCOOEHHOCTU MUTPAIIMOHHBIX MOTO-
KOB B MOCKBE NPOSIBISIOTCS B pa3andynsIx Koapdmn-
MEeHTa MUTpallUM U pagudyca MUTpalU, a TAKXe B
HEpaBHOM COOTHOIIIEHUHM I10JIOB B Pa3HBIX 3THUYE-
CKUX rpynmnax (4McjIeHHOE Ipeo0JiafaH1e KeHIIIUH Y
PYCCKUX, YKpauHIIEB, O€I0pyCcoB, Tatap M, Hampo-
TUB, — YMCJEHHOe TpeobagaHue MYXUMH Cpeau
MpencTaBUTEICH “MOJTOIBIX” STHUUYECKNX TUACTIOP —
apMsiH, a3epOaiiKaHIIEB, Y30€KOB). DT OCOOEHHO-
CTM HEOOXOAWMO YUYMTHIBaThb MpU (HPOPMUPOBAHUU
0a3 JaHHBIX IO OTHOPOIUTEIBCKUM MapKepaM.

Pesynbratel nccieqoBaHUS YKa3bIBalOT HA HEO0-
XOAUMOCTb MOCTOSIHHOTO OOHOBJICHMSI M aKTyasu3a-
1M1 TEHeTUIECKUX 0a3 JaHHBIX, B TOM YHCJIE IS 1ieJieit
JHK-uneaTndnkauyu. [Ipu dopmupoBanum pede-
PEHCHBIX TPYMII 1IeJIeCO00pa3HO YYUThIBATh BO3PACT-
HBIE XapaKTepUCTUKN. BBISIBIIEHHBIE B HACTOSIIIIEM HC-
CJIeIOBaHUM Pa3IMINs Pa3HOBO3PACTHBIX BEIOOPOK TT0
STHOTEPPUTOPUATIBHBIM UCTOUHMKAM UX (popMUpOBa-
HMSI YKa3bIBAIOT HA BEKTOP TMHAMUKY reHohOoHIa Ha-
CeJICHUsI MeTaroJIrca B TTOKOJICHUSIX — MOXHO TIPO-
THO3UPOBATh yBeJIMUeHe B MOCKBE YacTOT TeX T'eHe-
TUYECKUX MapKEPOB, PACTIPOCTPAHEHHOCTh KOTOPBIX
BBIIIIE B IOXKHBIX U FOTO-BOCTOYHBIX pernoHax P®D u
MOCTCOBETCKOI'O NMPOCTPAHCTRBA.

ABTOpBI OyarogapsT MOCKBHMYEH, NPUHSIBIINX
yJacTHe B aHKETUPOBAHWU, W PYKOBOACTBO MEIM-
LMUHCKUX y4YpexXIeHUii MOCKBBI, Ha 0a3e KOTOPHIX
OBLIIO TIPOBEISHO aHKETUPOBAHMS, 3a LICHHOE CO-
TPYOHUYECTBO.

HMccnenoBaHue MpoBeeHO B paMKax peajiu3aiuu
Mepornpusitusi 10 HaydyHo-TexHUYeCKOi TporpaMmabl
Coro3Horo rocymapcrBa “Pa3paboTka MHHOBAIIMOH-
HBIX reHoreorpauueckKnux U FTeHOMHBIX TEXHOJIOTUI
WISHTUDUKALIUMU JIMYHOCTA W UWHIAUBUAYaAJIbHBIX
0COOEHHOCTe yeoBeKa Ha OCHOBE U3yUeHUsI TEeHO-
¢onmos pernonoB Coro3Horo rocymapcrea” (“AHK-
UACHTU(UKALIUS ).

Bce mportenypbl, BRITIOJTHEHHBIE B MCCIIEAOBAHUHI

C yY4aCTHEM JIIOJIEI, COOTBETCTBYIOT STUYECKUM CTaH-
JapTaM MHCTUTYLIMOHAILHOTO U/ WIX HALMOHAIBHO-
ro KOMUTETA M0 MCCIENOBATEILCKON 3TUKE U XeJb-
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Tab6muna 7. HaumoHanbHBIN cocTaB Xuteseii MOCKBbI TTO TaHHBIM aHKeTMpoBaHus U 1o gaHHbiM BITH-2002, BITH-

2010 [17, 18]

“Crapias” rpymima | “Mianmas”™ rpymma BITH-2002 BITH-2010
HanunonanbHOCTB

N %* N %* N %* N %*
Pycckue 286 85.37 381 72.71 8808009 | 84.83 9930410 | 86.33
AszepbalimKaHLbI 4 1.19 6 1.15 95563 | 0.92 57123 | 0.50
ApMsiHE 5 1.49 17 3.24 124425 | 1.20 106466 | 0.93
barkupst 1 0.30 — — 5941 | 0.06 6609 | 0.06
Benopycst 5 1.49 3 0.57 59353 0.57 39225 0.34
I'py3uHbI 6 1.79 — — 54387 | 0.52 38934 | 0.34
Hapongp! Jarecrana 1 0.30 15 2.86 17738 | 0.17 21156 0.18
EBpen 7 2.09 4 0.76 79359 | 0.76 53145| 0.46
WHurymm — — 1 0.19 4050 | 0.04 43541 0.04
Kazaxu — — 1 0.19 7997 | 0.08 9393 | 0.08
Kuprusst — — 24 4.58 4102 | 0.04 18736 | 0.16
Kopeiiipl 1 0.30 1 0.19 8630 | 0.08 9783 | 0.09
MonnaBaHe — — 1 0.19 36570 | 0.35 21699 | 0.19
MopaBa 2 0.60 — — 23387 | 0.23 17095 | 0.15
Hem1ibt 1 0.30 — — 5271 0.05 4817 0.04
OceTuHbI — — 1 0.19 10561 | 0.10 11311 0.10
Tamxuku — — 13 2.48 35385| 0.34 27280 | 0.24
Tarapsl 6 1.79 13 2.48 166083 | 1.60 149043 | 1.30
VY36eku — — 10 1.91 24312 | 0.23 35595 | 0.31
YKpauHLBI 8 2.39 13 2.48 253644 | 2.44 154104 | 1.34
YeueH1bl 6 1.15 14465| 0.14 14524 | 0.13
Yysaium 2 0.60 2 0.38 16011 | 0.15 14313 | 0.12
Hpyrue** — — 13 2.48 110385 | 1.06 89977 | 0.78
YKazaBuime HallMOHAJTbHOCTD 335 524 9965628 10835092
HaiyoHanbHOCTh HE yKa3aHa — — — — 417126 | 4.02 668409 5.81
Bcero 380 100 524 100 |10382754 100 11503501 100

IMpumeuanue. * Ot Becex ui. ** [pynmna “npyrue” B “miajiieit” rpymrie: raray3bl, KabapaInHIIbl, KAJIMBIKU, SKYTbl, MOHTOJIbI, CUDUIi-

IIBI, TYPKH, TYPKMEHBI, ETUTITSIHE.
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CUHKCKOM nekjapanuu 1964 r. u ee mociaeayonmm
U3MEHEHUSIM WJIA COIIOCTaBUMBIM HOpMaM 3TUKH.

HccnenpoBanue omoOpeHO DTUYECKUM KOMUTE-
ToM MOI'en PAH. Ot kaxmoro u3 BKJIIOYEHHBIX B
WCCcIIefOBaHMEe YI9aCTHUKOB OBIIO TTOJIY4eHO MH(POP-
MUpOBaHHOE JOOpPOBOIbLHOE cortacue. Jdemorpadu-
YyecKHe JaHHbIe, ToJydeHHBIE B pe3yJibTaTe aHKETU -
pOBaHMs, ¥ pe3yJIbTaThl NCCIICTOBAHUS TTPEICTaBICHEI
M XpaHSITCS B aHOHUMHOI (00e31MYeHHOI) (popme.

ABTOpr 3a4BJIAIOT, YTO Y HUX HET KOH(l)J'H/IKTa HH-
TEPECOB.
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Genetic Demography of the Population of Moscow. Migration Processes
O. L. Kurbatova® *, A. S. Gracheva® **, E. Yu. Pobedonostseva“, and I. G. Udina“

Vavilov Institute of General Genetics, Russian Academy of Sciences, Moscow, 119991 Russia
*e-mail: okurbat@list.ru
**e-mail: palesa@yandex.ru

Determination of the principal genetic-demographic parameters of migration processes that are significant
for studying the structure of the Moscow population gene pool is based on an analysis of demographic statis-
tics, All-Russia population censuses and data from a sample survey of two groups of Moscow residents differ-
ing in age characteristics: the “older” group, mean year of birth 1948; “younger” — born in 1987 on average.
A significant increase in the migration intensity and migration distance in Moscow over the past 40 years has
been shown. The migration coefficient, calculated according to the survey data of the “older” group of Mus-
covites, is equal to 0.413 for men and 0.517 for women, the average migration radius is 1008 km; according to
the survey of the “younger” group — the migration coefficient is 0.636 for men and 0.657 for women, the av-
erage migration radius is 1782 km. Gender differences in migration flows are manifested in different age
structure and in unequal sex ratio within particular ethnic groups of Muscovites (e.g., predominance of men
in the “young” ethnic diasporas). Data on the sources of the formation of the Moscow population gene pool
at the present stage show that the share of those born in Russia in the “older” age group (89%) is much higher
than in the “younger” age group (76%); in the first case, the gene pool is formed by 3/4 at the expense of the
population of the Central Federal District (CFD), the contribution of the Volga Federal District and the
Ukraine is noticeable; in the second case, only half of the respondents were born in the CFD, many are na-
tives of the Volga, North Caucasian, Southern and Siberian districts, the republics of Central Asia, Ukraine,
and Armenia. The survey data are confirmed by the analysis of Rosstat Agency migration statistics data on
the composition of migrants to Moscow by country of exit. Differences in migration parameters in two age
groups indicate the possibility of dynamics of the ethno-regional composition of the Moscow population in
subsequent generations, which will certainly cause a change in the frequencies of many genetic markers, in-
cluding the frequency profiles of DNA-based identification markers. The features of migration processes in
Moscow revealed in this study indicate the need for timely updating of genetic databases for the purposes of
DNA-based identification in a megalopolis.

Keywords: genetic demography, megalopolises, Moscow, questionnaires, migration statistics, migration rate,

migration distance, ethnic composition, gene pool dynamics, databases for DNA-based identification pur-
poses.
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IMpoduns metrnupoBanus JJHK moxeT oTpaxaTh Kak TeHeTMYeCKME OCOOEHHOCTH, TaK U BHELITHUE BO3-
NeiCTBYSI, KOTOPBIE BIMSIOT Ha Psl TIPU3HAKOB YeJIOBEKa, BKIIFOYasi XapaKTepUCTUKU MOBEICHUSI, B TOM
YHCJIe aHTUCOIMANIbHOE ToBeaeHue. JIJIst ucciaenoBaHusI cBsi3u MeTunpoBaHust CpG-caiiToB ¢ arpeccuB-
HBIM TTOBeZicHMEeM ObLT onpeaesieH ypoBeHb MeTuipoBaHust 800K -caittos B IHK, BeinesieHHOI 13 nepu-
depuyeckoii KpoBu y 122 My>XUnH, COBEPILIMBIINX YOUICTBA, U Y 163 My>XKYMH KOHTPOJIbHOI Tpyniibl. JIJist
25 TonoBbix o apdekty CpG-caiitos (p < 1E-22) accoumaiiysi ¢ arpeCCUBHBIM MOBEICHUEM BOCIIPOU3BO-
IWJINCH B TECTOBOM BBIOOPKE M OCTaBajlach 3HAYMMOM Ha ypOBHE 3IIMTEHOMA TTOCIIe TIONPaBKU Ha COTTYT-
cTByIOIIME (DaKTOPHI (BO3pacT, KypeHue, HallMOHaIbHOCTD). Cpeaun (hakKToOpOB, aCCOLIMUPOBAHHBIX C TeHa-
MM, C KOTOPBIMU CBsI3aHBI BhIsiBJIeHHbIe CpG-caiiThl, TIpeACcTaBICHBI: HEOJIArOMPUSITHBIE YCIOBHS B IET-
CTBe, KypeHHue, 3JIOyIoTpeOJIeHUEe aJKorojeM M acTMa, YTO COOTBETCTBYET paHee OmNyOJMKOBaHHBIM
MTaHHBIM TTI0 (haKTopaM, CBSI3aHHBIM ¢ (DU3NIEeCKOM arpeccueii. [ToaydeHHbIe pe3yabTaThl BHOCSIT BKJIal B
MOHUMAaHUEe OMOJOTMYECKMX OCHOB arpecCuu U BhISIBJIEHUE 6MIOMapKepOB arpeCCUBHOTO MTOBEACHMSI.

Knoueswie cnoea: EWAS, metunupoBanue [JIHK, dusnueckas arpeccust, 6uoMapKepbl arpecCUBHOTO MOBE-

JEHWs, aHTUCOLIMAJIbHOE TTIOBEACHUE.
DOI: 10.31857/S0016675821120043

ArpeccuBHOE ITIOBEJICHUE NPEACTaBIsSIeT OOHY U3
BaXKHBIX COTMAIBHBIX TpobiieM. 1o manaeiM Beemmp-
HOIl opraHuM3alM 30paBOOXpaHEHUs, yOuiicTBa U
YMBILUIEHHOE NPUYMHEHUE TSKKOTO Bpela 3I0po-
BbIO BXOOUT B BeOyllMe NMPUYMHBI CMEPTHOCTU BO
BCeM MUpe I Jroneii B Bo3pacte 15—44 et [1]. B
Poccun Haubollee BBICOKMII YpOBEHb yOUIICTB Ha-
omomanca B 1990-e—2000-e¢ rogpl, TOCTUTasT B OT-
nenbHble Tiepuoabl 28—30 Ha 100000 HaceneHUsI, HO
K 2018—2020 rr. cHusmicsa go 5.4—5.8 va 100000 ye-
JIoBeK [2, 3].

HccnenoBaHust IMOKA3bIBAIOT, YTO arpecCUBHOE
[OBEIEHNE, B TOM YHCIIE SKCTPEMAIILHO arpecCUBHOE,
Be/lylLlieE K COBEPLIEHUIO CEPUMHBIX YOUIICTB, MMEET
HACJIENCTBEHHYIO COCTABISIIOLIYI0 [4—9], mpu 3TOM
BJINSTHUAE HACJIEACTBEHHOCTH, OLIEHEHHOE B OJIM3HE-
IHOBBIX UCCJICAOBaAHUAX U NCCIIEAOBAHUAX ITPUEMHbIX
nereit, coctasirsieT okoso 50% [6, 10].

CpenoBble BO3ACUCTBUSI, TaK1Me KaK psia 3aboJe-
BaHM WJIM CTPECC, WM KypeHHEe MaTepy BO BpeMsl
0epeMEeHHOCTH, HeOIaronpusTHbIE YCIOBUS BOCIIH-
TaHUS B JETCTBE U IPYrye MOTYT IPUBOIUThH K IIOBBI-
LIEHUIO pUCKa (POPMHUPOBAHUS aCOLIMAILHOIO, B TOM
YUCJIe arpecCUBHOrO MnoBeneHuss. Oco6eHHO 3HaYU-
Mbl BO3AEHCTBUS, NEPEHECEHHBIE B MPEeHATAJIbHbIN U
MMOCTHATAJIbHBIN IIePUOIIbI, KOTOPhIE, KaK MOKAa3aHO
JUIST YeJI0OBeKa 1 MOIEJbHBIX XKMBOTHBIX, MOTYT BBI-
3pIBaTh TOJTOBPEMEHHBIE AIMUICHETUYECKUE MOIM-
¢uKalMKy aKTUBHOCTHU T'€HOB, CBSI3aHHBIX C PEryJisi-
1IMeil moBeleHUsI, B TOM YHCJE 3a CUeT U3MEHEHUs
ypOBHSI MeTuanpoBaHus crienuuuHbeix CpG-caii-
toB [11—17]. IToka3aHo, IJIT HEKOTOPHIX IMTPU3HAKOB
MPEIUKIINS Ha OCHOBE YPOBHS METUJIMPOBAHMS ac-
COLIMMUPOBAHHBIX C IIPU3HAKOM SIIMTCHETUYECKUX
MapKepoB 6oJiee 3¢pheKTUBHA, YeM Ha OCHOBE ITOJI1 -
reHHoro mnokaszartensi pucka [18, 19]. M3meHeHus
ypoBHS MeTuupoBaHus CpG-caiiToB, CBSI3aHHEIC C
arpecCUBHBIM IOBEASHMUEM, TTOKa3aHbI KaK B UCCIIe-
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JIOBAHUSIX OTIEIbHbBIX TEHOB, TaK U B TIOJTHOT€HOMOM
aHajiM3e accolualluii 3MUTeHEeTUYEeCKUX MapKepoB
(EWAS, epigenome-wide association studies) (cm.
0030p u cceuiku B [17]). YpoBeHb arpeccumn B 3TUX
KUCCIEA0BAHUSX ONPEAESETCS MO MPECTYITHBIM Jes-
HUSIM, JIMOO ONPOCHUKAM, OLIEHWBAIOIIIUM TPOSIBIIE-
HUSI arpeccUBHOroO noBeaeHus. OaqHako GMoMapKephbl
arpeccUBHOTO MOBEAEHUS, B TOM YHCJIE 9KCTpeMallb-
HOIi (pu3uyecKoil arpeccuu, MposIBISIIOLIEICS Kak
YMBIIIJIEHHOE YOMIICTBO, KOTOPbhIE BOCHPOU3BOIU-
JIUCh OBl OT UCCIEAOBaHUS K UCCIIEIOBAHUIO, 10 Ha-
CTOSIIIIETO BpeMeH! He BhIgBIeHHI [17, 20], mosTomMy
TMOUCK UX TPENCTABIISIETCS aKTyaTIbHbIM.

B nanHoli paGoTe Mbl MPOBEIU MTOJHOT€HOMHOE
HCcea0BaHre acCOLMAlIMU YPOBHSI METUJIUPOBAHUS
CpG-caiitoB B IHK nepudepudeckoii KpoBu C
arpecCUBHBIM TIOBEACHUEM Y MYXYWH, COBEPIINB-
KX YOUHCTBO, B CPaBHEHWM CMYXUYMHAMU KOH-
TPOJBHOM TTOMYJISIIIMOHHOMN BEIOOPKH.

MATEPHAJIbI 1 METO/bI

B uccnenmoBaHuu ObUIM UCHOJB30BaHBI O0Opa3Lbl
BEHO3HOM KpOBU JIWIl, COBEPILIMBIINX yOWICTBA U
TOCIIMTAJIM3UPOBAHHBIX JJISI TICUXUATPUUECKOTO 00-
cienoBaHus B 2016—2018 rr. Bce oOpa3siibl KpoBU ObI-
JI1 cOOpaHbl Yy HEPOIACTBEHHBIX MHANBUIOB 101 KOH-
TpoJieM buostuyeckoro komurera UBI' YOUILL PAH
Cc cobioeHeM Mpolenypsl “MH(MpOPMUPOBAHHOTO
corytacusi” ¥ cOOpoM TaHHBIX O MECTE POKICHUS, Ha-
LIMOHAJIbHOUN TMPUHAMIEKHOCTU, KYpEeHUH, TTOTPEO-
JIEHUM aJIKOTOJISI M COLIMO3KOHOMUYECKHUX XapaKTe-
pucTyKax. B rpyminy mmii ¢ arpecCUBHBIM ITOBEACHUEM
(coBepIIMBIIMX yOUiicTBa) BOILIO 134 MyX4YWHBI B
Bo3pacrte 40.9 + 13.4 neT — pyccKux, TaTap, 0aikup,
YAMYPTOB M JAPYTruX HaluoHalibHOCTel. KOHTpoJb-
Has rpyrma npeacrabpiaeHa oopasuamu: JHK u3 pa-
Hee cCOOpaHHBIX MOIMYJISIIIMOHHBIX KOJUIEKIINI JTabopa-
Topun aHanm3a reHomMa MOI'en PAH m xomnekmumit
ononornyeckux marepuagoB 4enoBeka MBI YHII
PAH u Bkimrouana 163 MyxxumH B Bo3pacTe 46.1 +
9.4 — neT pycckux, TaTap, 6alkup, yiMypTOB U IIp.
JHK BreigeneHa m3 IUM@OILMTOB TieprdeprdecKoil
KpOBH MeTOIIOM (heHOJTBHO-XJIOPO(POPMHOI 3KCTpPaK-
1107078

AHaNM3 NaTTepHOB METWJIMPOBAHUS IIPOBOIUIICS
COITIACHO METOAUKE ITPOU3BOIUTEISI C TIOMOIIIBIO YHITA
InfiniumMethylationEPICBeadChipKit (Illumina,
CIIA) (EPIC 850K), koTophlii 06ecrieqrBaeT ornpe-
IelieHne ypoBHsI MeTunupoBanus 863904 CpG-caii-
TOB, TTOKPBIBAIOIINX BeCh TeHOM [21, 22]. Benen 3a
SKCHEPUMEHTAJILHEIM OIpeIeIcHUEM YPOBHS METH -
JIMpOBaHUSI MPOBOAMINA HOPMAaJIM3alMI0 JAHHBIX C
KOHTpPOJIEM KadyecTBa OIpeaeeHUS] METUIUPOBaHUS
M0 KaXXAOMY CaiTy, KOHTpPOJIEM KauecTBa oOpasia
(MCKITIOYAIoTCs 00pas3lbl ¢ OOJIBIIMM KOJIWYECTBOM
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CaiiTOB C HEKAYECTBEHHO OITpeIeJIEeHHBIM YPOBHEM Me-
TWIMPOBaHMs), HOpMaIr3alyeil 3HAYCHU 11 KOp-
PEKINY TEXHUYECKUX OIITMOOK, HOpMaTU3aIUsI 3HAYe-
HUI 1711 KOPPEKILIUU TPYHITOBBIX 3(PPEKTOB (UUTT/IuTI
KOppeJIslus) cComiacHO MpoleaypaM, ONUCaHHBIM B
[22]. 3 obmiero KoanmdyecTBa CaiTOB, IS KOTOPBIX
OBUIM MOJIy4eHBI OILIEHK! YPOBHEIl METWJIMPOBAHUSI
(beta) ¢ ucIoIb30BaHUEM ONMCAHHOTO BBIIIIEC METOAA
HOpMaJIM3alluu JaHHBIX, MOCTIe KOHTPOJSI KayecTBa
METUJIMPOBAHUS MO caiiTaM M obpasllaM OCTaJIoCh
823843 CpG-caiiToB, a yeTbIpe oOpa3iia He MPOLILIA
KOHTPOJIb KauyeCTBa.

HUccnenyemble o6pa3ibl OBLIN pa3neiieHBl Ha IBE
rpynmbsl — oOydaromasi BbeIOOpKa (52 MyX4YWH C
arpecCUBHBIM MOBeAcHUEM U 126 B KOHTPOJIBLHOI
IpyIine) U noaTrBep:Kaamlas Bbidopka (82 u 37 00-
pa3loB COOTBEeTCTBEHHO). OOyyaromias U IOATBep-
>KIaroniasi BBIOOPKU ObIJIM HE3aBUCUMBIMU 1 aHAJIU-
3UPOBAJINCH B Pa3IMYHbBIC TTEPUOIbI MCCASIOBAHMS.
3HAYMMOCTh Pa3IMYMil YPOBHEN METWJIMPOBAHUSI
CpG-caiiToB y yOUiill 110 CpaBHEHUIO C KOHTPOJIEM
OlICHMBAJach MO HemapaMeTpuyecKomy TecTy MaH-
Ha—YUTHU. AHaIU3 BO3MOXHBIX 3((PEKTOB COIMyT-
cTByIOLINX (aKTopoB (BO3pacT, KypeHUE, Halho-
HaJIbHOCTh) npoBoauics 1mo metony ANOVA, peanu-
30BaHHOMY B ITporpamme SPSSv. 12.

DeHOTUTIBI, CONPSTKEHHBIE ¢ U3MEHEHUSIMHM T1aT-
TEPHOB METUJIMPOBAHUS TEHOB, K KOTOPbIM OTHOCSIT-
cs1 BbisiBieHHbIe CpG-caiiThl, MIPUBEAEHBI COTIACHO
OTKpHBITOU 06a3e maHHbIX ATiiac EWAS [23], koTopbiit
¢ onepxut onucaHus 288974 CpG B 35594 renax.

PE3YJILTATbBI U OBCYXIEHHWE

I1pu anannze metusioMa ¢ momoiwio yumna EPIC
850 K y My>KuiH ¢ arpecCUBHBIM ITOBEJICHEM B CpaBHE-
HUU C MY>XKYMHAMU KOHTPOJIbHOIT BHIOOPKH B O0y4Jar0-
1LIel BEIOOpKE ObII0 0OHapyxkeHo 19876 CpG-caiiTos,
YPOBEHb METWUJIMPOBAHMSI KOTOPBIX OTJIMYAJICS CO CTa-
TUCTUYECKOI 3HAYMMOCTBIO BBIILIE [TOPOTOBOIO COTJIAC-
HO TIONpaBKe HA MHOXECTBEHHOE TeCTUPOBaHUE (T0-
npaBka bondepponu (0.05/823843 = 6.1E-9)). U3
HUX 25 TonoBbIX 110 3¢pdexkty CpG-caiitoB (p < 1E—22)
YBEPEHHO BOCIIPOU3BOIUINCH B TECTOBOI BBIOOpPKE
(tabn. 1, puc. 1). BausiHue conmyTcTByIOmux GhakTo-
poB (BO3pacT, KypeHHEe, HAIlMOHAJILHOCTh) OKa3a-
JIOCh He3HAYMMBIM (Ta01. 2).

ComnacHo onucanuto CpG-caittoB uuna EPIC
850K Infinium Methylation EPIC v1.0 B5 Manifest
File  (https://support.illumina.com/downloads/in-
finium-methylationepic-v1-0-product-files.html) 22
W3 BBISIBJICHHBIX HAMU CaiiTOB PACHOJIOXEHBI B TEIIE,
menbde nam B IIpoMOTpHOM ydacTke 20 CTpyKTyp-
HBIX TeHOB 1 TeHoB MUKpPOPHK, Torma kak majst Tpex
CaliTOB CBSI3b C reHaMu HeusBecTHa. COIllacHO WH-
¢dopMmalnu, npeacraBiaeHHO B atimace EWAS [23],



1452 BOPUHCKAA u np.
Taomuna 1. Tonossie no 3 dekty CpG-caliTbl, ypOBEHb METUJIMPOBAHUSI KOTOPBIX aCCOLIMUPOBAH C arPECCUBHBIM IO~
BelleHUEeM
3HaYUMOCTh
HasBanue pasiiit
. T'en Jlokanuzauus DeHotutb
CpG-caiita
obyyJaroliasi| TectoBast
BBIOOpKa | BBIOOpKA
cg20450977 | MTRNR2LS Teno rena, BHe OCTpOBKa Heo6maronpusarhsie yciosusa | 1.9E-44 1.0E-47
B nerctBe, UMT, 6ecruionune
cg24159721 |RPI11-206L10.17 To xe Fibroblasts 8.3E-44 5.5E-48
cg27559706 | DHFR TTpomortep, wenbd Kypenue, cunapom HayHa 1.5E-33 1.5E-36
cg15890734 | DHFR Teno rena, menboh To xe 4.0E-32 2.9E-46
cgl1628021 — — — 4.9E-32 1.5E-03
cg05001044 | RP11-206L10.17 | Teno reHa, BHe OCTPOBKa Bo3spacrt, 6one3nnb Kpeiirii- 6.7E-32 7.7E-34
denpara—AKoba, cMHIPOM
JlayHa
cgl1894324 | RP5-857K21.5 Teno rena, menbd — 2.3E-30 2.2E-39
cg16581032 — — — 2.2E-29 6.9E-48
cgl7759706 |ANKRDI11 Teno rena, wenbd Heo6mnaronpustharie ycinoBust | 4.8E-28 1.6E-05
B IETCTBE, BO3PACT, AJIKOTOJIb-
Hasl 3aBUCHMOCTb, KypeHHUeE,
actma, UMT
cgl16340030 |STX3 Teno reHa, BHe OCTpOBKa ActMa, cunapom dayHa 7.3E-28 1.3E-10
cgl6267121 | MTRNR2L3 ITpomortep, 1renbd AcTMa, KoJIopeKTaabHbIl pak | 1.5E-27 2.7E-46
cg23106865 | MTRNR2L6 [TpoMoTep, BHE OCTPOBKaA To xe 1.7E-27 5.8E-08
cg22400896 | DENNDS5A Teno rena, BHe oCTpoOBKa Bospacr, kypeHue, neiikemus | 3.2E-27 1.2E-05
cgl1330075 | hsa-mir-1977, Teno rena, menbd — 8.8E-27 1.2E-45
RP5-857K21.4
cg05812299 | MTRNR2LS ITpomoTop, menbd AcTMma, KoJlopeKTalbHbIM pak | 2.9E-25 4.7E-23
cg25191519 | SPG7 Teno rena, wenbd Heo6naronpusitibie ycnosus | 3.3E-25 1.3E-05
B IETCTBE, BO3PACT, AJIKOTOJIb-
Hasl 3aBUCHMOCTb, KypeHHUe,
actma, UMT, cunapom JlayHa
cg27573888 | Clorf38 Teno reHa, BHe OCTpOBKa - 1.6E-23 2.0E-05
cg27237039 | SNRNP4E Teno reHa, menbd Bo3spacrt, cuaapom JayHa 3.2E-23 2.6E-03
cg03228760 |SSISLI To xe Bospacr, kypeHue, 4.1E-23 1.1E-09
aJIKOTOJIbHAsI 3aBUCUMOCTD
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Ta6muua 1. OkoHuaHue
3HAaYNMOCTh
paznuuuii
HaszBanue
N I'en Jlokanuzanus deHoTUIBI
CpG-caiita
obyyaroliasi| TecToBast
BBIOOpPKa | BEIOOpKaA
cgl4215390 | PHF20 TTpomotep, Geper Bospacr, kypeHue 5.1E-23 1.9E-03
cgl2376350 |hsa-mir-1977, Teno reHa, menbd — 1.1E-22 4 9E-38
RP5-857K21.4
cg22914762 | MTRNR2L13 [TpoMoTOp, BHE OCTPOBKA Bone3nb bexuera, petientop 1.1E-22 4.9E-15
dakTopa HeKpo3a OMyX0oJu
cg23127585 — Mensd Cunnpow lllerpena 3.6E-22 6.1E-06
cg26634885 | PLCD3 IIpomMoTOp, OCTPOBOK IIn3odpenus, Bo3pacr, 5.7E-21 7.4E-07
KypeHue, acTMa, CUHAPOM
JlayHa
cg03838322 | ZNF326 Teno rena, menbd Bricokoe motpebiaeHME 5.8E-21 1.1E-04
HaCBIIIEHHBIX JKUPHBIX
KWCJIOT, MTHCYJIMHOBAs
PE3UCTEeHTHOCTh

anIMe‘{aHHe. l'lpoqepKM O3Ha4yaloT, YTO HET JaHHBbIX.

MeTmwinpoBaHue apyrux CpG-caiiToB B reHax, ¢ KO-
TOPBIMH CBsI3aHBI BBIsIBIIeHHBIE HaMu CpG-caiiToB,
aCcCOIMMPOBAHO C KYpEeHUEM 1 BO3PacTOM (IO BOCh-
MU CIIydasiM Cpeay Halumx 25 caiiToB), ¢ HebJaro-
MIPUSITHBIMU YCIIOBUSIMU B IETCTBE U 3JI0YIOTpeOITe-
HUEM aJIKOToJIsI (TI0 TpeM IeHaM), C aCTMOI1 (CaliThI B
CeMHU TeHax), CTOJBKO Xe ¢ cuHapoMoM JlayHa m
OIVH CalT B TeHE, aCCOLMMPOBAHHOM C N30 peHUEI.
Jasg Toro, 4roOBl OLEHUTH OOOTAIIECHHOCTH BBISIB-
JICHHOUM TpyMIibl TeHOB TIeHaMU C KaKUMH-JTUOO0
orpenesIeHHBIMM (PYHKITUSIMU, MBI CPAaBHUJIA YaCTOTY
BCTPEUYAEMOCTU aCCOLIMUPOBAHHBIX ¢ TeHaMU (heHO-
TUITIOB B BBISIBJICHHO# HaMU TPYIIIIe 1 B 1IEJIOM B aTJjia-
ce EWAS (1a6:1. 3). B BbIsIBJIEHHOI TpyTITe TEHOB B IBA
paza yailie, 4YeM B cpeiHeM T1o atiacy EWAS mipencras-
JIEHbI T€HbI, aCCOLIMUPOBAHHBIE C HEOJIATONMPUSTHBIMU
YCJIOBUSIMU B IETCTBE, KypeHUEM, OTPEOJIEHUEM alKO-
rojist 1 actMoil. MiaMeHeHue ypoBHSI METHUJIMPOBAHMUS
AHAJIOTUYHBIX TPYI T€HOB (AaCCOLUMMPOBAHHBIX C HE-
GJIATOIIPUSITHBIMH YCJIOBUSI B IETCTBE, KYpeHUEM M
MOTpeOIeHNEeM aJTKOTOJISI I UMMYHHBIMU (DYHKITHS-
MM) BBISIBIICHO B ONMYOGJIMKOBAHHBIX MCCIICTOBAHUSX
CBSI3U METUJIMPOBAHUS C arpECCUBHBIM MOBEICHIEM
[17, 24]. B HacTosIiIeM HCCIeOOBaHUM YKa3zaHHOE
MIPEBHINIIEHNE YaCTOTHI OBIJIO CTATUCTUIECKN 3HAUM -
MBIM JIMIIb 111 acTMBl (p = 0.019); mia HeGnarompu-
SITHBIX YCJIOBUI B IETCTBE, KYPEHUS U TTOTPEOICHMS
AJIKOTOJIST IIPEBBIIIIEHUS YaCTOT OKa3aIrch Ha YPOBHE
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terneHuuu (0.05 < p < 0.07). st ocTaJbHBIX BHISIB-
JICHHBIX (PEHOTHUITOB YaCTOTA BCTPEYAEMOCTH OTM3Ka
K CpelHeli yacToTe BCTpeuyaeMocTH B atiiace EWAS.

B uccimenoBaHUSIX 3MUIeHETUYECKUX MapKepOB,
aCCOMMPOBAHHBIX CO CPEIOBBIMU BO3IEHCTBUSIMU,
TaKMMU KakK KypeHue [25] win HeOJIaronpusiTHbIMU
YCIOBUSIMU B IeTCTBE [26], HAGII0mMaeTCS BOCIIPOU3-
BOOMMOCTH OOJIBIIIMHCTBA CBSI3aHHBIX C 3TUMU IIPU-
3HaKaMU 3MMUTeHETUYECKUX MapKEPOB OT MCCIIEa0Ba-
HUSI K uccienoBanuio. OmHAKO IS arpeCCUBHOTO
MOBEIECHMsI TaKWE YCTOMYMBO BOCIIPOU3BOIMMEIC
MapKephl TT0Ka He BhIsIBIIeHH! [17, 20, 24]. BrisiBieH-
HBIC B JAaHHOM MCCJICAOBAHUU MapKephl, aCCOLIMHUPO-
BaHHBIE C 3KCTPEMAaIbHO arpeCCUBHBIM ITOBEICHIEM
(yOMiicTBOM), HEOOXOIMMO MMOATBEPAUTD B JaJbHE -
IIMX HCCIEeIOBAHMSIX Ha HE3aBUCHUMBIX BBIOOpKAaX.
IMTouck bmoMapKepoB arpeCCUBHOTO ITOBEICHUS, KaK
YKa3bIBAIOIIMX Ha MPUYMHHBIE M3MEHEHUSs, JexkKa-
IIMX B OCHOBE CBSI3aHHBIX C arpeccreil HeliposHI0-
KPUHHBIX, IMMYHHBIX 1 METa0OIMIECKUX HapyIle-
HU, TaK U MapKepoOB, OTPaXKaIOIIUX COIPSKEHHbBIE
BJIMSIHUSI OKPYXalolleil cpelbl, COOTBETCTBYET 00-
el CTpaTeruu pa3BUTHS Mep IIPEIOTBpPaICHUS
acoLIMaIbHOTO MOBEACHUSI, BKITIOYAIOIIEH KaK MOHH -
TOPUHT CEMEMHBIX U COLIMORKOHOMMYECKUX (PaKTO-
POB, TaK M MeOINKO-0monorndeckmx [20, 27—30].

PaGora BBITTOTHEHa B paMKax MEpOIIPUSITUS 5
“Pa3paboTka METOTUKH ONpeAcsICHNs cTaTyca reHe-
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Puc. 1. I1 e e oMe oBa CpG-caiito (© O CPaBHEHMUIO C KOHTPOJIEM. A — arpecCMBHOE 1TOBe
neHue, K — momynsimmoHHBIIT KOHTPOIb, MHIEKC “1” MapKUpPyeT TECTOBYIO BBIOOPKY, OCH aOCIIMCC — UCCIIETOBAHHEBIE BbI-

GopKH.

TUYECKUX JIOKYCOB U MPUXKU3HEHHOI MoauduKalnu
ygactkoB JIHK, Bustronmx Ha ICMXo3MOMOHATBHBII
CTaTyCc 4esJoBeKa” HaydHO-TEXHUYECKOU MporpamMMbl
Coro3Horo rocygapctBa “Pa3paboTka MHHOBAILIMOH-
HbIX reHoreorpauyeckux U TFeHOMHBIX TEXHOJIOTHIA
UIEHTU(PUKALIMM JIMYHOCTU WM WHAWBUIYaTbHBIX
0COOeHHOCTeil yeaoBeKa Ha OCHOBE U3yUeHUsI TeHO-
¢onnmos pernoHoB Coro3Horo rocymapctea” (“AHK-
uneHTuduUKalus”) npu (GHUHAHCOBOI MOAAEPXKKE
MunucTtepcTBa HaykKu 1 oopazoBanus P® (I'ocynap-
cTBeHHBII KOHTpakT Ne 011-17 ot 26.09.2017).

Bce mipoiieypbl, BBIITOJTHEHHbBIE B UCCIIEIOBAHUMT
C YYaCTHUEM JIIOJICi, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM UHCTUTYLIMOHAIBLHOTO U/WJIN HAIIMOHATBHO-
ro KOMUTETa 110 UCCICA0BATEILCKOM 3TUKE U Xeb-
CUHKCKOM nekmapamuu 1964 1. 1 ee Mmocieayonmm
W3MEHEHMUSIM WUJIM COITOCTAaBUMBIM HOpMAaM 3TUKH.

OT KaXmoro M3 BKJIIOYEHHBIX B HMCCIIEIOBaHUE
YYACTHUKOB OBIJIO TOJy4eHO WH(GOPMUPOBAHHOE
JIOOPOBOJIBHOE COIIACHE.

ABTODBI 3asIBJISTIOT, UTO Y HUX HET KOH(JIMKTA UH-
TEePECOB.

TEHETUKA Ttom 57 Ne 12 2021
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Ta6amna 2. 3HaYMMOCTh BIUSIHUS KOBapuat (BO3pacT, KypeH1e, HAallMOHAIILHOCTh) Ha Pa3JIMdusT ypOBHEH METUINPOBa-
HUSI MEXY TPYINaMU ¢ arpeCCUBHBIM MTOBEIEHNEM U KOHTPOJIEM

3HaYMMOCTbD HeicTBUS (pakTOopa (p-3HAYCHUS)
daxkropbl craryc BO3pacT KypeHue HaIlMOHAJIBLHOCTh

CpaBHeHUS: A-K Al-K1 A-K Al-Kl1 A-K Al-K1 A-K Al-K1
cg20450977 | 3.4E-56* 7.8E-41* 0.901 0.432 0.079 0.743 0.478 0.113
cg24159721 |9.5E-54* 3.3E-39* 0.576 0.056 0.007* 0.563 0.859 0.069
cg27559706 | 6.9E-64* 1.7E-23* 0.006* 0.410 0.185 0.016* 0.627 0.425
cg15890734 | 3.5E-54* 9.9E-36* 0.386 0.141 0.964 0.514 0.129 0.123
cgl1628021 |4.3E-27* 4.0E-03* 0.358 0.562 0.464 0.748 0.694 0.273
cg05001044 | 3.0E-62* 6.1E-22% 0.294 0.240 0.765 0.959 0.938 0.770
cgl1894324 |2.5E-58* 1.9E-26* 0.088 0.212 0.239 0.606 0.312 0.684
cgl6581032 |2.0E-51* 5.8E-36* 0.428 0.277 0.299 0.459 0.637 0.383
cgl7759706 | 1.8E-18* 6.9E-06* 0.418 0.779 0.492 0.683 0.709 0.632
cgl6340030 |2.5E-12* 8.5E-06* 0.306 0.423 0.292 0.263 0.612 0.789
cgl6267121 |3.2E-45* 4.6E-33* 0.035 0.235 0.220 0.644 0.167 0.346
cg23106865 | 1.0E-18* 1.1E-04% 0.767 0.959 0.273 0.778 0.210 0.029
cg22400896 |2.9E-12* 5.5E-05* 0.736 0.120 0.116 0.156 0.446 0.294
cgl1330075 | 1.4E-46* 3.8E-32* 0.736 0.254 0.571 0.747 0.779 0.519
cg05812299 (4.9E-38* 1.4E-15* 0.487 0.050 0.435 1.0E-04* 0.196 0.008*
cg25191519 |4.2E-17* 1.5E-04* 0.548 0.859 0.392 0.100 0.501 0.073
cg27573888 |2.5E-15* 3.2E-05* 0.517 0.307 0.546 0.075 0.229 0.708
cg27237039 |3.2E-11* 2.0E-03* 0.501 0.145 0.828 0.405 0.687 0.129
cg03228760 |2.3E-18* 3.4E-07* 0.050 0.935 0.964 0.907 0.168 0.990
cgl14215390 |2.2E-14* 9.0E-03* 0.590 0.218 0.379 0.114 0.574 0.550
cgl2376350 | 1.5E-27* 5.3E-27* 0.760 0.191 0.026* 0.328 0.275 0.068
cg22914762 |8.5E-33* 7.4E-10* 0.719 0.084 0.769 0.001* 0.054 0.002*
cg23127585 |2.2E-11* 1.3E-04* 0.322 0.425 0.229 0.751 0.636 0.316
cg26634885 | 3.5E-09* 7.5E-06* 0.226 0.146 0.251 0.047* 0.737 0.169
cg03838322 |3.9E-14* 2.0E-03* 0.005 0.999 0.345 0.905 0.560 0.943

anIMe‘{aHHe. 3HaYnMble pasianiudg OTMCUYCHbI 3BE3I0YKOM.

Ta6mma 3. YacTora BcTpeyaeMocTu (DEHOTUIIOB, aCCOIMUMPOBAHHBIX C TeHAMU, C KOTOPBIMU CBSI3aHbl BBISIBJICHHbIE
CpG-caiiTer

JlaHHOe ncciegoBaHue Atnac EWAS
DeHOTHI KOJIMYECTBO KOJINYECTBO p-value
acCoLMUPO- JacToTa accoluupo- yacroTa
BaHHBIX T€HOB BaHHBIX TEHOB
He6maronpusatHelie yCJIOBUS B IETCTBE 3 0.188 3348 0.094 0.057
Kypenne 8 0.500 12603 0.354 0.072
[MoTpebaeHue aakorost 3 0.188 3273 0.092 0.053
Bospact 8 0.500 14296 0.402 0.145
Act™Ma 7 0.438 8352 0.235 0.019
Cungpowm JlayHa 7 0.438 12062 0.339 0.137
MIn3odpenus 1 0.063 2846 0.080 0.369
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Methylation and Aggressive Behavior
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The DNA methylation profile may reflect both genetic features and exposure to external factors that affect
certain human traits, including behavioral characteristics. To study an association of CpG methylation with
aggressive behavior, the methylation level of 800K sites was determined in peripheral blood DNA samples
from 122 men who have committed murder and 163 men of a control group. For 25 top CpG sites (p < 1E-
22), the association with aggressive behavior was reproduced in the test sample and remained significant at
the epigenome level after correction for concurrent factors (age, smoking status, and ethnicity). Phenotypes
associated witht hegenes that correspond to the identified CpG sites include child abuse, smoking, alcohol
abuse, and asthma, in agreement with published data on physical aggression-associated factors. There sults
contribute to under standing the biological basis of aggression and identifying biomarkers of aggressive be-
havior.

Keywords: EWAS, DNA methylation, physical aggression, biomarkers of aggressive behavior, antisocial be-
havior.
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AJJAIITUBHBIE UBSMEHEHUWA TEHOB TECATYPALIUN ZKUPHDBIX KUCJIOT

Y KOPEHHOI'O HACEJIEHUSA CEBEPO-BOCTOKA CUBUPHU
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B TpanuiioHHoO# “apKTUUecKoil” mueTe KOpeHHBIX xkurteeit kpaitHero CeBepo-Boctoka Cubupu (3cku-
MOCOB, YyK4eil, KOPSIKOB) U3IpeBIIe MPeodIaaanu MsCco U KUP JACTOHOTMX U KUTOB, 6boratsie omera-3 1o-
JIMHEHACHIIIEHHBIMU XXUPHBIMU KUCJIOTaAMU. DTO OTPa3UIOCh HA OCOOCHHOCTSIX JIUIUIHOIO oOMeHa ce-
BepHbIX abopureHoB. Hampumep, cpean HUX MpernMyIleCTBEHHO pacpOCTpaHeHbl BADUAHTHI TEHOB Jeca-
Typa3 XupHbIX Kuciotr (FADSI u FADS2), xogupywoiine (epMeHTbl ¢ MMOHUXEHHOM aKTUBHOCTHIO. B
HacTosIIIe paboTe ncciaenoBaHa pacpoCcTpaHEeHHOCTD 22 MH-UuHcepunu reHa FADS2 (rs66698963), koTo-
past BIMSIET Ha 3KCIpeccuto reHa FADS, B TonyasiiusiX CeBepO-BOCTOYHOM (KOPSIKU, 9BEHbI) U IOXKHOM
(6ypsThl) yacteit Cubupu. Y KOpsIKOB 0OHApyKeHa MUHUMaJIbHAast yacToTa 22 nH-uHcepuuu (5.6%) — mo-
YTHU Ha MOPSIIOK peke, 4eM y 0ypsT (45.3%). Kpome 3T0r0, y KOPSIKOB 3aperMCTPUPOBaHa BbICOKAsl 4acTOTa
(10.9%) nonceHnc-myrtaumu B reHe CYBSR2 (tmo3utmst 7694023 xpomocomsl 11), TpuBoasIeit K mpexie-
BpeMeHHOI TepMuHaLuu cuHte3a NADH-1mToxpoM b5 peaykrasbl, HEOOXOAUMOM TSl (DYHKLIIMOHUPOBAHUS
necarypas, Kogupyembix FADS-reHamu. BbisiBieHHBIE TeHETHYECKUE OCOOEHHOCTU KOPEHHOTO HaCeNeHMSI
Kpaiitnero CeBepa 0OBSICHSIOTCS TOJITOBPEMEHHOM ajanTalveii K TpafuLIMOHHOM JueTe, 04eHb OOraToM NN -
JIaMU, B CBSI3U C Y€M OTMHaAaeT HEOOXOIUMOCTD JOTOJHUTEbHOTO CUHTE3a MOJIMHEHACHIIIIEHHBIX XKUPHBIX
KHCJIOT C IOMOIIIBIO A€CaTypa3 XUPHBIX KHUCJIOT.

Karoueswvie crosa: reHnl necatypas XupHbix Kuciot, FADS1, FADS2, CYB5R2, nonynasuuu yeioBeka, Ko-

peHHoe HaceneHue Cubdupu.
DOI: 10.31857/S0016675821120109

Hecatypasbl XKUPHBIX KUCJIOT, KOAUPYyEeMbIe TeHa-
Mu FADS 1w FADS2, KaTanu3upyloT CUHTE3 ABOMHBIX
CBsI3eil B alIMJIBHBIX LIETISIX XKUPHBIX KUCIOT. M3BecT-
HO, 4YTO FADS-reHbl BO3HUKIIM B pe3yJIbTaTe TeHHBIX
NyTUIMKALIMii 1 00pa30BaJiv KJIacTep T€HOB B y4acTKe
mmHoM npuMepHo 100 ThIC. TTap HYKJI€OTUIOB (ITH)
Ha xpomocoMme 11 uenoseka (11q12-13.1) [1]. B pyHK-
IIMOHAJIbHOM OTHOIIIEHUM JIecaTypa3bl XKMPHBIX KMC-
JIOT MMEIOT OOJIbIIIOe 3HAaYeHHE, TOCKOJIbLKY OHM 3a-
JIeJICTBOBAaHBI B IpOIeCCEe CHUHTE3a ITOJMHEHACHI-
meHHbIx XupHbix kuciaor (ITHZKK), a mocnemHue
YY4acTBYIOT B (pOPMHUPOBAHUM ONTUMAILHOIO (PU3M-
YeCKOI0 COCTOSIHMSI OMOJIOTMYECKMX MeMOpaH KakK B
HOpMe, TaK 1 B YCIIOBHUSIX TEMIIEpaTypHOTO CTpecca.
IIpenmosaraercst, 4To IIpU HU3KOTEMIIEPATypHOM
crpecce KoHueHTpauuu [THXKK B nunumax MemopaH
MOBBIIIAIOTCS 32 CYET YCUJIEHUST SKCIPECCUU TEHOB
necatypa3 KK 1 o0pa3zoBaHUs JOTIOJTHUTEIBHBIX KO-
maectB ITHXKK [2]. B cBs31 ¢ amanTaliiyeii K XoJIomy
OOJIBIIION UHTEPEC TIPENCTABISIOT UCCIEAOBAHUS KO-
penHoro HacenieHusI Kpaitnero Cesepa (3CKMMOCOB,
YyyK4eil M KOPSKOB), M3IPEBJIE IIPOXMBAIOIIETO B

KpaiiHe 3KCTpeMaJIbHBIX YCIOBUSIX MPUPOIHOU cpe-
Ibl. OMHUM M3 IIPOSIBICHUI 3KCTPEMAJIbHOCTU KW 3-
a1 Ha KpaitHem CeBepe B IponijioM ObLT AepUIIAT
PACTUTEILHBIX YIJIEBOIOB U U30BITOK JUMUIOB XKHU-
BOTHOIO IIPOUCXOXIeHUs. B TpamuumuoHHOI nuete
abopureHoB Kpaiinero Cesepa 1ipeobiaagaayd MsICO M
JKMp JIJACTOHOTWX Y KUTOB, 6orateie omera-3 ITHKK —
IJIAaBHBIM 00pa30M 3MKO3al€HTACHOBOM 1 JOKO3areK-
CacHOBOIT KMCJIOTaMH. DTO OTPa3MIOCh HA OCOOEHHO-
CTSIX YIJIEBOOHOTO U JIMIIMIHOTO OOMEHa KOPEHHBIX
xwureneil kpaitHero CeBepo-Boctoka Cubupu. Tak,
4acTh T'€HETUUYECKOM BapMaOeIbHOCTU Yy HUX IIpea-
cTaBJieHa BaprMaHTaMU MojauMopdu3mMa, o0yCcIOBUB-
IIMMHA HEZOCTAaTOYHOCTh KapHUTHH-ITAJIbMUATOMII-
TpaHcdepasbl 1A, TaHKpeaTUIeCcKOM aMIIa3bl, caxa-
pa3bl-M30MaJibTa3kl, Tperanassl [3].

YcTaHOBIEHO, YTO B OOJIACTU PaCIIOJIOXEHUS
FADS-TeHOB HaxoodaTcs IBa raruio0JioKa CHETUIEHUS:
rarmro6o0K 1, ompenensieMblii BaprMaHTaMM ITTOJIH-
Mopdusma B reHe FADSI u mepBoil 4yacTU reHa
FADS2, n ranno0I10K 2, onpenensieMblii BApuaHTaMU
noauMopdu3Ma OCTaBIIECHCS ITOCIESA0BATEIbHOCTH
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reHa FADS2 (ot 3Kk30Ha 6 10 5'-HeTpaHCIUPYyeMOit
obnactu) [4]. B nipenenax ramiao06ig0Ka 1 BBISIBJICHBI
JIBa OCHOBHBIX rarioruna — A u D, BapuaHThI ITOJIN -
Mopdu3Ma KOTOPHIX CHEIUIEHBI Ha pacCTOSHUU
38.9 ThIC. ITH. DTU TaIUIOTUIIBI 3HAYUTEIHLHO Pa3in-
YaloTCs 10 YPOBHIO KCIIPECCUM U COOTBETCTBEHHO
II0 CIOCOOHOCTH KOOMPYEMBIX Jecarypa3 CUHTE3M-
poBatb nnuHHouenmoueuHbie [TH2KK. ITokazaHo, uto
raroTuribl A 1 D KoaupytoT (hepMeHThl COOTBET-
CTBEHHO C ITOHM>KEHHOM 1 MOBBILIEHHOM AecaTypas-
HOI aKTUBHOCTBIO [4—6]. PacipocTpaHeHue ramio-
tuma D, mo MHeHuo Ameur et al. [4], oOycioBieHO
HEOOXOOUMOCTBIO TOBHIIIECHUS 3(POEKTUBHOCTU
CUHTEe3a XUPHBIX KMCJIOT B YCJIOBUSIX UX Ae(UIIMTA B
nuiie (HanpuMep, B AQpuke), a TakKxKe MOXKET ObITh
CBSI3aHO C BBITOJAMM B Pa3BUTUM TOJIOBHOTO MO3Tra B
ycaoBusx runieBoro Hegoctatka ITHXKK. B coBpe-
MEHHEIX YCIOBUSIX, OQHAKO, HOCUTEIBCTBO TaIVIOTH-
na D MoxXeT ObITh HeOJIarOIIPUSITHBIM B OTHOIIIEHUN
pa3BUTHUS aTepocKiiepo3a [4]. B coBpeMeHHBIX €BpO-
MEMCKUX MOITY/ISLMSIX IIpeodiagaet raruioTull D, on-
HAKO CpeIy JOHEOJIUTUIECKIX OXOTHUKOB 1 COOMpa-
Teaeit EBporibl ObLT paciipocTpaHeH B OCHOBHOM Ta-
IUTIOTUITI A. YCTAaHOBJICHO, YTO B MOCJIEAYIOIINE SIIOXU
ox, IeiicTBMEM OTOOpa y eBpoIeieB cTa 0ojee Jya-
cTeIM rariotun D [7—-9].

[MonynsaumoHHO-TeHETUYECKUE  MCCASIOBAHMSI
MOKa3aJiv, YTO TaIIOTUIT A 3HAYUTEILHO pexke BCTpe-
yaeTcsl B appUKAHCKUX U €BPOIEICKMX TTOMYJISIIINSIX,
HO HAaMHOTO YaIlle, HallpuMep, Cpeau MHACHIEB AMe-
puxu [4, 8, 10, 11]. B momyJisitiusix KOpeHHOTO HaceJie-
Hust CuOMpM 4YacToTa TaIuIOTUIIA A CYIIECTBEHHO
MIpeBaIMPYET HAZl YacTOTOM rarutoruna D B ceBepHOI
yactu Cubupu [12]. HauboJiee BBICOKME YaCTOTHI T'a-
IUIOTUIIA A 3aperUCTPUPOBAHBI U Cpeayd 3CKHMMOCOB
YykoTtku, Ansdacku u I'pernanouu [6, 8, 13], a Takxke
amepukaHckux uHaeines [11, 19]. O6HapyxeHoO Tak-
XKe, 4TO y TPEHJIAHACKUX 3CKMMOCOB 1 aMepUKaH-
ckux uHaennes reubl FADSI n FADS2 naxonsarcs
TOJI JEMUCTBUEM ITOJIOKUTEIBHOTO OTOOpa, KOTOPHIM
CITOCOOCTBOBAJI ITOYTHU MOJTHOM (pMKCALUU TaIUIOTH-
na A B atux nonysaousax [ 11, 13, 14].

Mexny TeM B psiie APYTMX UCCIIeNOBaHUI apKTH-
yeckux Iomysiuuii Cubupmu (3CKHUMOCOB, UyKYei,
KOpSIKOB, HTaHacaH, sskyToB) U CeBepHOit AMepuKu
(3CcKMMOCHI) OeiicTBUe OTOOpa Ha reHbl FADSI n
FADS?2 He BBISIBJICHO, HECMOTPSI HAa BHICOKHE YaCTO-
THI raruioTuna A B 3Tux nonyasauusx [ 15—18]. Tem He
MeHee Amorim et al. [11] cuuTaloT, 4TO U3HAYATIBHO
CUTHAJ TTOJIOKUTEIBHOTO oTOOpa B reHax FADSI n
FADS2 Bo3HMK y npeBHero HacejeHus1 bepuHruu,
MPENKOBOIO MO OTHOIIEHUIO K aMEPUKAHCKUM WH-
Jieiiiam, B CBSI3U C HEOOXOIMMOCTbIO a1alTUPOBATHCS K
XOJIONY W OTPAaHWYEHHBIM IIUIIEBBIM pecypcam,
npenocTtaBieHHbIM  ApkTukoit. [lpeamnonaraercs,
YTO BO3HUKIINUE TAKMUM 0Opa3oM aJalTUBHbIEC TeHe-
TUYECKWE BapMaHThl COXPAaHWIMCh B reHodOoHIax
aMEpMHIIOB U 3CKMMOCOB [ 11]. Mexmy TeM 3a neiicTBre
oTOopa y abopureHoB APKTUKN/AMEPUKA U Y €BPO-
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MeHIeB OTBETCTBEHHBI pa3Hble KOMOMHAILIMM BapHaH-
TOB noiuMopdusma B FADS-reHax, MOCKOJbKY y €B-
poreiilieB I1od AeHICTBMEM O0TOOpa OKa3aJIiCh JIOKYCHI,
pAacIIOIOXKEeHHBIE B TaIIO0MIOKe 1, a y 3CKMMOCOB — B
OCHOBHOM JIOKYCHBI, PACITOJIOKEHHEBIC B Tarjio0JIoKe 2
[7,8, 11, 13, 19]. DT0o MOXeT ObITh OOYCJIOBIEHO pa3-
JIMYHBIMY IIPUYMHAMM BO3HUKHOBEHMSI OTOOpa Bapy-
aHTOB TToJiMMopdusmMa FADS-TeHOB B TTONMYJISILIUASIX: Y
€BPOIICIIICB — 3TO CABUT B CTOPOHY PACTUTEIBHOM A1~
€THI B ITOCJIC-HEOJIUTUIECKOE BPEMSI, BCICACTBUE YEeTO
OoJiee GIAroNpUSTHBIMU OKa3aJuch D-rarioTunsl ¢
MOBLIIIEHHOI JecaTypa3HOM aKTUBHOCTBIO, a Yy
MIPEOKOB 3CKUMOCOB — 3TO BOZHMKHOBEHHUE CIICILIM-
durIecKon “apKTUUECKOM”’ AMEThl C OUEHb BEICOKUM
conepxanuem ITHXKK, BcaeactBue uero OoJjee
MPEAIIOYTUTEIbHBIM 0Ka3aJ10Ch MOAACPKAHNE MaK-
CUMaJIbHOI YaCTOThl BApUAHTOB TraruioTUIia A ¢ BO3-
MOXHO ellle 0oJiee MOHMXKEHHOM IecaTypa3HOi aK-
TUBHOCTBIO (B CPaBHEHUU C €BPOIIEMICKMMU A-Bapu-
aHtamm) [19].

Elie omHMM TEHOMHBIM YYacTKOM, 3alIeiiCTBO-
BaHHBIM B aJanTallMy K paCTUTEJILHOM NUeTe, SIBJISI-
eTcs JIOKYC 1s66698963, pacroyioKeHHBIN B MHTPOHE 1
reHa FADS2 psimoM c peryiIvMpyeMbIM CTEpPOJIaMU
dyHKIIMOHAIBHBIM 2ieMeHTOM SRE. YcraHoBieHo,
YTO UHCEPLVS IJIUHON 22 ITH B 3TOM y4acTKe IeHa
FADS?2 Bnmuser Ha skcnipeccuio reHa FADST [5]. bo-
Jiee TOro, TpearojaraeTcs, 4ro Giarogapsi UMEHHO
3TOIl MHCepUMU TaruioTunn D komupyeT ¢epMeHT ¢
MOBBIIIIEHHOM JdecaTrypa3Hoii akTuBHOCTBIO [20].
Curnanasl oTOOpa IjIs JIoKyca rs66698963 s3aperu-
CTPUPOBAHbBI B PA3JIUYHBIX IMOOYJISILUIX AGPUKU,
IOxno0it 1 Boctounoit Asnn [5, 8, 20]. Tak, B HEKO-
TOPBIX MHAUMACKUX MONYJISIIMSX, IIATEILHO IPaKTU-
KYIOIIIMX BEreTapuaHCTBO, YaCTOTa MHCEPLUU B JIO-
Kyce 1866698963 mocturaer 80—90%, B TO BpeMs Kak
B €BPOIICHCKUX MOIMYJISIIUSIX €€ YacTOTa COCTaBJIsIET
MeHee 50% [20]. DTo oObsACHSETCS TeM, 9TO 22 MH-
WHCEPLMs TIOMOTaeT BereTapruaHiiaM 00XOoIuThCs 0e3
>KMBOTHOM TIMILMU, TTOCKOJBKY €€ HOCUTEIU UMEIOT
6oJIbllle METAOOIMYECKUX BO3MOXHOCTEM IIST CUH-
te3a mauHHouenodyeyHbix [THXKK u3 6uoxmmunue-
CKUX MpeaiiecTBeHHUKOB [5]. Takum obpazom, cie-
JIysI 3TOM JIOTUKE, B TTOIMYJISILIUSIX KOPEHHOTO HACEJIeHYST
Cepepo-Bocroka Cubnpu, amreta KOTOPOTO JUINTEThb-
HOe BpeMsl ObLla OCHOBaHA Ha TOTPeOJIeHNU TTPOIYK-
TOB MOPCKOTO 3B€POOOITHOTO IIPOMBICTIA, MOXKHO OXKU-
JTaTh HU3KYIO 9acTOTy 22 mMH-WHcepunr reHa FADS2.
HeicTBUTENILHO, TIpeABapUTEIbHBIE WCCIICIOBAHMUS
MOKa3aJik, 4YTO €€ YacToTa Y CUOMPCKUX SCKUMOCOB
cocTasisgeT npuMepHo 25% [8].

B mocnenHme rombl HAKOMWJINCH TaHHBIE O TOM,
YTO OCOOEHHOCTM “apKTUYECKOI” mueThl (M30BITOK
JIMITUAOB U OEJIKOB MPU HEeAOCTaTKe YIJIeBOIOB) CY-
MIECTBEHHO MOBJINSUIN Ha TeHETUIECKHE XapaKTeph-
CTUKM KopeHHoro HacejieHust Kpaiitnero Cepepa. ¥V
3CKUMOCOB, YyKUYeil U KOPSIKOB OOHApY>KeH Ae(UIIUT
¢epMEHTOB KaK yIJIeBOMHOTO 0OMeHa (reHbl AMY2A,

SIv TREH), Tak u aunmuaHoro oomeHa (reusl CPT1A
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u CRAT) [3]. KpoMe 3TOTO, Y IpeHJIAHICKHNX 3CKHU-
MOCOB OBLJIM BBISIBJICHBI CBSI3aHHBIE C TOMEOCTAa30M
TIOKO3bl MyTaliuu B reHax 7TBCID4 u ADCY3, KoTo-
phle TIOBBILIAIOT PUCK OKUPEHUS U AuabeTa 2-To TUIIA
[21, 22]. UHTEepecHO, UTO B psiAe CiaydaeB reHeThude-
CKU€ U3MCHEHUS ObUIM OOYCIIOBJICHBI HOHCEHC-MY-
TaUSIMH, TPUBOISIINMU K CTOIT-KOJTOHAM VTN K Ha-
pyluieHuo cruiaiicunra (ot reHos SI, TBCID4 u
ADCY3), a Takke aenelueii 1ieaoro reHa (Kak B CiIy-
yae reHa AMY2A). IlosiBIeHue u pacopocTpaHeHUe
TaKOTO poja MyTalluii B MOMYJSILIUSIX MOXET ObITh
CBsI3aHO C OocJIabJiecHrueM O0TOOpa, BO3HUKIIMM M3-3a
JIeULTa YIIIeBOOAHBIX CyOCTPaTOB B TPATULIMOHHOIM
JIeTe CeBEPHBIX a0OPUTEHOB.

MN3BecTHO, YTO M3OBITOK JUITHUIOB B MUIIE TAKXKe
MPUBEJ K MOHWXEHUIO aKTUBHOCTU HEKOTOPBIX (hep-
MEHTOB  (HampuMmep, KapHUTUH-alWITpaHcdepas
CPTI1A u CrAT) B mony/siusix KOPEHHOTO HACEJICHUS
Kpaiinero Cesepa [23, 24]. MccienoBaHusi TeHOM-
Horo nojumopdusMa IoKazaayd Takxke Haludue u
HOHCEHC-MYTallMil B TeHaX JIMIUIHOTO OOMEHA Yy KO-
peHHoro HacelneHuss Cubupu [25, 26]. Tak, y Kopsi-
KOB M 3CKMMOCOB Oblla BbISIBJIEHAa OYEHb penaKas
HOHCceHC-MyTaumsds B reHe CYBS5SR2 (mo3uuus
7694023 xpomocomsl 11), komupytomeMm NADH -mu-
TOXpOoM b5 pemykTasy [26]. DTOT (hepMEHT OTHOCUTCS K
YUCITy KJIIOUYEBBIX 2JIEMEHTOB B CUCTEME JecaTypaliun
KUPHBIX KUCJIOT, MOCKOJIbKY nMeHHO NADH-pemyk-
Taza obOecrieurBaeT rnepeaadyy 3JIeKTPOHOB K AecaTypa-
3aM, KonupyeMbIM FADS-renamu. IloBpexneHne reHa
CYB5R2, o Bceit BUIMMOCTH, MOXKET CITOCOOCTBOBATh
CHWXEHUIO aKTUBHOCTH JIecaTypa3 XXUPHbIX KUCJIOT.

Llenbto HacTosILIEl paOOThI SIBJISIETCSI UCCIEIOBaHNE
pacIpocTpaHeHHOCTH 22 MH-MHcepunun (rs66698963)
reHa FADS?2 B nonynsuusix CeBepo-BocrouHoii Cu-
OUpU — Yy KOPSIKOB 1 DBEHOB CEBEPO-3aMagHOro Mo~
oepexbst OXOTCKOro MOpsi, U3JaBHA 3aHUMAaBIINXCS
MPpUOPEXKHBIM PHIOOJIOBCTBOM, TOOBIYEH TIOJIEHEN U
OXOTOI, a Takxke y 0ypsaT FOxHoit Cubupu — KoueB-
HUKOB-CKOTOBO/IOB, B TPAAUIIMOHHOI AUETE KOTOPbIX
OCHOBHOE MECTO 3aHMMAIOT IIPOAYKTHI JKMBOTHOTO U
JKMBOTHO-PACTUTEILHOTO TIpOUCXOXIeHUs1. Kpome
3TOTO, B HACTOSIIIIEM UCCIEAOBAHUU MTPOBENEH TOMYy-
JISLIUOHHBIM CKPUHUHT YaCTOThl HOHCEHC-MYTallu
11: 7694023 rena CYB5R2 y KOpPSAKOB U OXOTCKHX
5BEHOB.

MATEPHAJIbI 1 METO/bI

M3ygenbl BEIOOpKHM KOpeHHOTo HaceneHust Cese-
po-BocrouHoii Cubupu (Kopsiku 1 3BeHbl CeBepo-
DBeHCcKoro paitoHa MaragaHckoii objact) u FOx-
Hoii Cubupu (OypsIThl U3 pa3IMYHBIX paiioHOB Pec-
nyonuku bypsaTust). MaTtepuaiom Ijist UCCAea0BaHUS
ciyxwuia reHoMHas JAHK, BelaesieHHass U3 LEIbHOMI
KPOBHU C MOMOIIbIO CTAHIAPTHOTO METO/IA, KOTOPbIi
BKJTIOYAET B ceOsI JIM3UC KIETOK 1%-HBbIM pacTBOPOM
nomeuunicyinbgara HaTpus U nporerHasoi K (Sigma,
CIIIA) u mocnenyouyo IenpoTeMHU3aluI0 (HEeHO-

MAJIAPYYK u np.

JoM u xjopodopMoM. [eHOTUIMMpPOBaHUE JIOKycCa
rs66698963 reHa FADSZ2 mpoBoauInd KaK OIMMCAHO
paHee [5]. [I1s aToro yyactok reHa FADS2, Bkitouya-
IOIIMIA aHATM3UPYEMBbIIA JIOKYC, aMILUIMMDUIIMPOBAIN C
IMOMOIIIbIO TToJIMMepa3Hoii 1ienHoit peakiuu (ITLIP), a
3ateM NpoayKTthl [T P (ppakiimoHupoBain 31eKTpO-
dopernaecku B 5%-HBIX TOJMAKPIIIAMUIHBIX TEJISX.
Hnsa nerekuuu JITHK ucrionb3oBanu okpacky reaeit
OpPOMUCTBIM 3TUIMEM C MOCJEAYIOIIe BU3yaliu3a-
uueit JHK B YOD-cBeTe.

I P-dpparmenT reHa FADS2 cekBeHUpPOBAIM
Takxke 1o CaHTepy C TTOMOIIBIO TeX e OJTUTOHYKJIIeO-
TUOHBIX TIpaiiMepoB, KOTOPHIE WCHOJIb30BaId OJIs
nposengeHus TP, n HabopoB miIsg LIMKINYSCKOTO
cekBeHupoBaHus JIHK Big Dye Terminator (Applied
Biosystems v. 3.1) Ha TeHeTHMYECKOM aHaJIM3aTope
ABI Prism 3500xL (Applied Biosystems, CIIIA).

HyxiieoTunHyo  mocjaenoBaTelIbHOCTh  IeHa
CYB5R2, BKIIOYAOIIYI0 B CBOM cocTaB JoKyc 11:
7694023, aMmMGULMPOBAIM C TOMOIIBLIO Taphl
OJIMTOHYKJIEOTUAHBIX mpaitMepoB cybL (5'-GCCT-
GAAACATCCTTCCTGT-3") u cybR (5'-GGCAG-
GTTCTGTCAGCTTTC-3"). Hymeparmsa HyKIeOTH-
JIOB MPUBOAUTCSI COMIACHO pedepeHTHOM mocieaoBa-
TenbHOCTH TeHoMma 4enoBeka GRCh37.p13 (hgl9).
I1paiiMmepsl mogoOpaHbI ¢ MMTOMOIIBIO aHAJIM3a HYK-
JICOTUAHOI nociaenoBaTenbHOCTH reHa CYBSR2 (nion
"HoMmepoM NC _000011.10 B 6a3e manubsix GenBank) ¢
HUCITONb30BaHWeM mnporpaMMmbl Primer3 [27]. Yuacr-
ku JJHK amruimunupoBain B TeueHre 35 IIMKITOB B
TemIieparypHoM pexkume: 94°C — 30 ¢, 52°C—-60cu
72°C — 60 c. IIponyktel I P-ammindukanum ce-
KBEHHUPOBAJIM KaK OMKCAHO BHIIIIE.

g BeIpaBHMBAHUS W aHAlIM3a HYKJIECOTUIHBIX
nocnegoBaTenbHOcTel JIHK mcrmonmbs3oBan rmporpam-
MbI TTaketa MEGADS [28]. YacToTy anneneii aHaau3upy-
€MBIX JJOKYCOB, T€TepO3UTOTHOCTh ¥ COOTBETCTBHE pac-
MpeaeieHus] TEHOTUIIOB paBHOBeCUIO Xapau—BaiiH-
OGepra pacCYMTBHIBAIM C MTOMOIIBIO TTAKeTa IMPOrpaMm
Arlequin 3.01 [29].

PE3YJIBTATbBI 1 OBCYXIEHHUE
ITloaumopghuzm nokyca rs66698963 eena FADS2

CexkBenupoBanue I1LIP-¢pparmenTa rena FADS2
y 4eThIpeX KOPSIKOB MTOKA3aJI0 HAIMYHE AeJIELIMUOHHO-
WHCEPLIMOHHOTO NojanMopdu3mMa B 3TOM ydacTke. B
OIIHOM cJlydyae 3aperucTpupoBaHa TeTepo3urora c
HOPMAaJIbHBIM (1) U MHCEPLUIMOHHBIM (/) BapuaHTaMu
B JIOKycCe 1s66698963 1 B TpeX CITydassx — TOMO3UTOTEI /71,
B coorBeTcTBUU C TOJIyYEHHBIMU paHee NAaHHBIMU
[5] uHCcepLa B noKyce rs66698963 nmeeT LuHy 22
nH (puc. 1). DTa nHCepIUsT HAOMIOJAETCS B cOUeTa-
HMMU C JOTIOJHUTEIbHON MHCEpLME TPEX HYKII€OTHU -
noB (CCA) B nokyce rs138766446, pacriojioxkeHHOM
Ha pPacCTOSTHUMU 53 ITH OT JIoKyca rs66698963, uTo Tak-
ke paHee orMeuanoch Reardon et al. [5] (puc. 1).
TEHETHKA Ne 12
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n TGCCCCC---CCCCAGCCCTCCTCCCTGCCTGCCCCCAGGGCCTCCTCCCTGCCTCCCCAG
i TGCCCCCCCACCCCAGCCCTCCTCCCTGCCTGCCCCCAGGGCCTCCTCCCTGCCTCCCCAG

e ACTTCT
i GGACTTCTCCCTGCCTCCCCAGGGACTTCT

Puc. 1. HykieotuaHsle mocieaoBareibHOCTU reHa FADS2 mexmy mosurusiMu 61 834980 u 61 835070 xpomocomsr 11 mist Bapu-

aHTOB 1 (HOpMa) U [ (MHCepIHs) JoKyca rs66698963.

Anekrpodopernyeckuii aHamms [TLP-mipoaykTos
reHa FADS2 B 5%-HbIX TOJIMAKPWIAMUIHBIX TEISIX
MO3BOJIUII ONPEASIUTh PACIIPOCTPAHEHHOCTh ajijie-
JIeif ¥ TEHOTUIIOB TI0 JIOKYCY 1s66698963 B Tpex BbI-
Oopkax KopeHHoro HacejeHuss Cubupu (Tadna. 1).
DneKTpoPOPETUYECKUII aHAJIU3 HE TO3BOJSIET Ha-
JIEKHO 3aperucTpUpPOBATh JOITOJHUTENBHYIO 3 ITH-
MHCEPLMIO B J0Kyce 15138766446 1 mosaTomMy moy-
YeHHBIE HAMU pe3yJIbTaThl (KaK U B APYrMx paboTax
[5, 20]) ommchIBaIOTCS manee JUIh B OTHOIIEHUU
22 MH-UHCEPLIMHU B JIOKYyce 1s66698963.

Kak BugHO u3 1a6a. 1, yacTtora 22 MH-UHCEPLIUU
YBEJIMYUBAETCS B PsIILy HONYJISLMIA KOPSAKOB (5.6%),
5BeHOB (13.6%) u 6ypat (45.3%). 'eHOMHBIE HCCe-
JIOBaHWsI, TIPOBEIEHHBIE paHee B paMKax IPOeKTa
“1000 renomoB” (http://www.1000genomes.org), 1mo-
Kazajyd, 4TO YacToTa 22 IH-WHCEPLUHUH B JIOKyCE
rs66698963 BapbpHpyeT OT OYeHb BHICOKHUX 3HAYCHU
y HacesleHust FOxHoi#t Asun (84%) u Abpuku (74%)
10 6osiee yMepeHHbIX B BocTtouHoit Azuu (56%), EB-
pore (46%) n Amepuke (44%). CornacHO OITyOJIMKO-
BaHHBIM paHee pe3yJbTaraM aHajJIu3a TeHOMHBIX
JAaHHBIX, CAMbIC HU3KH1E YACTOThI 3TOM MHCEPIIUY Ha-
6moJaIuCh Y CUOUPCKUX 3CKUMocoB (~25%) [8].
Mexay TeM MOJIydeHHbIE HAMU Pe3y/IbTaThl aHATA3a
noauMmopdursma ydyactka reHa FADSZ2, BKioyalole-
To B cebs JIOKyC 1s66698963, mmokKa3pIBaloT, 4TO Ha
CeBepo-BocToke Cubupu yacrora 22 mH-MHCEPLUN
eme HuxXe (5.6%). Ha 1ore Cubupu y OypsiT 3Ta MH-
cepLMsi OTMEYAEeTCs C 4YacTOTOH, JIUIIbL HEMHOTO
MEHbIIIEN, YEM B pErTMOHAJIbHOIM BOCTOYHOA3MaTCKOM
BbIOOpKe mpoekTa “1000 reHoMOB”.

Hwuskyro gactorty 22 mH-mHcepunu reHa FADS2 y
KOPSIKOB MOXKHO OOBSICHUTD JOJTOBPEMEHHOM agar-

99

Taoguen K TpagulIMOHHOM “apKTWJecKou” mueTe,
O4YeHb OOraToi JMIMIAMH, B CBSI3M C YeM OTIIajgaeT
HeoO0XoIUMOCTb JonoiaHuTeabHoro cunre3a ITHKK.
IIpenmomaraercs, 9To mMpeakn KopsikoB CeBepHOTO
I1proxoThst YCBOUJIM OCHOBBI KYJIBTYPhl MOPCKOI'O
3BepOOOITHOrO MpPOMBIC/IA OT IIPEIKOB 3CKMMOCOB
ellle HECKOJIBKO ThICIUeIeTHil Ha3am 1, 10 Bceil BU-
JVMMOCTH, JaXe aCCUMMWJIMPOBAIM KaKue-TO TPYIIIbI
ackuMocos [30].

Y OXOTCKMX PBEHOB TaKxKe OOHapyKeHa He CTOJb
BBICOKasI, KaK y OypsT, YacToTa 22 MH-MHCEPLUU, 9YTO
MOXET OBITb OOYCIOBJIEHO JIUTEIbHBIM COCEICTBOM
1 OpauyHBIMM KOHTAKTaMM MeEXIy KOpsSIKaMHU U 3Be-
Hamu CeBepHoro IIpuoxoTbsd Ha NpPOTSKEHUM He-
CKOJIKUX BEKOB. MI3BECTHO, UTO 3BEHbI — KOUYEBHU-
KM -0JICHEBOJBI, IIOSIBIJIMCH Ha IT00epeskbe OXOTCKOIo
MOpsI, 3aHITOM KopsikamMu, B cepennae XVII B. [31].
B niporiecce MeXX3THUYECKUX B3aUMOAEUCTBUIA YaCcTh
KOPSIKOB BOIIIJIa B COCTaB ®BEHCKUX POJIOB, UTO €CTe-
CTBEHHO MOBIMSIJIO Ha TEHETUIECKIE XapaKTepUCTU-
KU 9BEHOB U COJIM3WIO UX C KOPSIKAMU.

Yacmoma noncenc-mymayuu
11: 7694023 eena CYB5R2

HccnenoBanue MOJTHOTEHOMHOM U3MEHUYUBOCTU Y
102 ipencraBuTeneit KopeHHOTO HaceneHuss Cubupu
MO3BOJIMJIO BBISIBUTh HOBBIM BapUaHT MOJUMOPDU3-
Ma — HoHceHCc-MyTauuio G — A reHa CYB5R2 B no-
sunun 7694023 xpomocombl 11, TIpuBOASIIYIO K
cror-kogoHy GInl12Stop B NADH-1utoxpom b5 pe-
noykTase [25, 26]. DToOT BapuaHT moJuMopdu3Ma ObLT
O0OHapyXeH TOJBKO B BEIOOpPKax KOpSIKOB (N = 16) u
3cKUMOcoB (N = 4) ¢ yactoToit 25%. AHanus omyo-

Taomuua 1. PacripeneneHue 4acToT TeHOTUIIOB U aJljiejieii JIoKyca 1$66698963 B HeKOTOpPBIX mmonyastiuusix Cubupu

I'enoTumsl Annenu
IMonynsus H, H, HWE, p
nn ni ii n i
Kopsiku (N =71) 0.887 0.113 0 0.944 0.056 0.112 0.107 1.0
OBensl (N =70) 0.743 0.243 0.014 0.864 0.136 0.243 0.236 1.0
Bypsitel (N = 74) 0.27 0.554 0.176 0.547 0.453 0.554 0.499 0.36
IIpumeyaHue. n — HOPMaJIbHBIN BApUaHT; i — MHCEPLIMOHHBIN BapuaHT JloKyca rs66698963. H, n H, — HaGmonaeMast 1 oxxugaemast

rerepo3urotHocts; HWE, p — cTatnctiyeckast 3HAaUMMOCTh OTKJIOHEHHUSI OT paBHOBecHsT Xapau—BaitH6epra (moctoBepHo mipu p < 0.05).
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MAJIAPYYK u np.

Ta6mmma 2. PacnipenesieHre 4acTOT TEHOTUITIOB U ajutelieii Jjokyca 11: 7694023 reHa CYB5SRZ2 y KOPSIKOB 1 9BEHOB

T'eHoTuIe! Annenn
IMonynsuus H, H, HWE, p
GG GA AA G A
Kopsiku (N = 78) 0.807 0.167 0.026 0.891 0.109 0.167 0.195 0.211
DBeHbl (N = 68) 0.971 0.029 0(0) 0.985 0.015 0.029 0.029 1.0

IIpumeuanue. H, u H, — HabmonaeMas U oxugaemas rereposurotHocts; HWE, p — cratucruyeckas 3Ha4MMOCTb OTKJIOHEHUS OT

paBHOBecus Xapau—Baiitnoepra (moctoBepHo nipu p < 0.05).

JINKOBAHHBIX TaHHBIX ITOKA3bIBACT OTCYTCTBUE MyTa-
uuu 11: 7694023 y 6osee yem 125000 mpeacraBute-
JIel pa3IMYHBIX 3THOPACOBHBIX IpyIld (6a3a JaHHBIX
gnomAD v2.1.1 (https://gnomad.broadinstitute.org)).
OnHOKpaTHO 3Ta MyTauMsl Oblla 3aperdcTpupoBaHa
TOJIBKO Y KOPEMCKMX TMAIMEHTOB C PaKOM JIeTKUX [32];
OHa 3aperucTpupoBaHa rmog Homepom COSM 1188159
B KaTaJlore COMaTWYeCKUX MyTaluii Tpu pake
COSMIC (https://cancer.sanger.ac.uk/cosmic).

JIJ1s1 o1IeHKM paciipocTpaHeHHOCTH MyTaunu G — A
B mmo3unun 7694023 xpomocomsl 11 Ha CeBepo-Bo-
ctoke CMOUpPY HaMU IPOBEIEH CKPUHUHT €€ YaCTOThI Y
KOPSIKOB M OXOTCKUX 3BEHOB (Tabi1. 2). B pe3ynbraTe
YCTAHOBJIEHO, YTO YacToTa A-BapuaHTa y KOPSIKOB
cocrapmsier 10.9%, a y sBeHOB Bcero nuib 1.5%.
Cpenn KopSIKOB 0OHapy:KeHbI IBa MHINBUAYYMa, TO-
MO3UTOTHBIX IO 3TOM MyTalu (4actoTa 2.6%).

Mytanus 11: 7694023 uHTepecHa TeM, 4TO OHa
MMeeT HEeMOCPeACTBEHHOE OTHOIIEHUE K IPOIecCy
JecaTypaliy XXKUPHBIX KUCJIOT. DTa MyTalus IIPo-
n3onnia B reHe CYB5SR2, xomupyroniem NADH-m-
TOoXpoM b5 penykrasy. JlaHHBIN (pepMEHT BBITTOJIHSIET
B OpraHU3Me LeJbIi psa (PYHKIUIM, CBSI3aHHEIX C JIe-
caTypalyel M 2JIOHTallMeil XUPHBIX KUCIOT, OMO-
CUHTE30M XOJIECTEpUHA, KIJIETOUHBIM JIbIXaHUEM,
ouotpachopmanmeidi kceHoonoTukoB. NADH-1u-
TOXpoM b5 pemykraza SIBIsSI€TCS LIEHTPAJIbHBIM dJIe-
MEHTOM B CUCTeMEe OMOXUMUUYECKUX peaklnii geca-
TypallMM >XWPHBIX KHMCJIOT, ITOCKOJIbKY HMEHHO
NADH-penykraza obecrieunBaeT Iepenady 3JIeKTpO-
HOB K JiecaTypa3am, KonupyeMbiM FADS-reHamu. Ta-
KM 00pa3oM, OOHapyXeHHasl B ITOIMYJISILUSIX KOPEH-
poro HaceneHuss Cesepo-Bocroka Cnbdupm 3ameHa
GIn12Stop B NADH-1muToxpoM b5 penykrase, 1o Bceit
BUAMMOCTH, TEPMUHUPYET CUHTE3 3TOro Oenka. B Ta-
KoM cirydae HegoctaToK NADH -1tmroxpom b5 penyk-
Ta3bl MOXET MIPUBECTU K CHUKEHUIO aKTUBHOCTH JI€-
caTypas XMPHBIX KMCJIOT.

PesynbpTaThl mMpOBENEHHOIO MCCIEAOBAaHUS I103-
BOJISIIOT TIPEANOJIOXUTh, YTO, MO BCE BUIMMOCTHU,
n36bIToK ITH2KK B TpaguiimoHHON nueTe ceBepHBIX
aboOpUTreHOB MPMBEI K HEHYXXHOCTU IOIOJHUTEIb-
HOTO CHUHTE3a KUPHBIX KUCJIOT, YTO MPOSIBUIOCH B
oTbope epMEHTOB CO CHMXXKEHHOM aKTMBHOCTBIO —
Kak JecaTypas3, Koaupyembix FADS-reHamu, Tak m
JPYTUX YYaCTHUKOB 3TOTO OMOXMMMUUECKOIO MPOLieC-
ca — Hanpumep, NADH-umtoxpom b5 pemykrasbl.
BaxHo orMeTUTBh, UTO e€ClM B IIpONIJIOM (DepMEHTHI

meTtaboanizma ITHXKK co cHuzkeHHOI aKTMBHOCTBIO
MOTJIM UMETh aJallTUBHOE 3HAYCHUE JIJISI KOPEHHBIX
CEeBEPHBIX HAPOIOB, TO B HACTOSIIEE BpeMsI TIPH TIe-
pexone OT TpaTUIINOHHOI TUETHI K “eBpoITiefickoMy”
TUITy MUTAHUS UX TPUCYTCTBUE MOXET HETaTMBHO
TTOBJIMATH Ha 300POBbE M CTATh MPUINHON pa3BUTHS
aTepoCKiepo3a M BOCTATUTEIbHBIX 3a00JIeBaHUM B
TOIYJISALMSIX KopeHHoro HaceneHusi KpaitHero Ce-
Bepa. DTo OOYCJIOBJIEHO TEM, YTO IJIsSI AUEThI “€BpO-
Meiickoro” TUTa XapaKTepHO CHIDKCHHE B parlioHe
OTHOCUTEJILHOM J0JI1 OMeTa-3 SKUPHBIX KUCIIOT U OT-
HOIIIEHUST oMera-3/oMera-6 KUCIIOT.

B nccnepoBanusx ackuMocoB [ peHnanaum ObII0O
OOHapy>XeHO, YTO aJuleId raryioTUIIa A, HaXOASIIUecs
101, BO3IECTBUEM OTOOpPA, aCCOLUMMPYIOTCSI C aHTPO-
MOMETpUYEeCKUMM (DeHOTUIIaMU (POCTOM 1 BECOM) U
MeTabO0INYECKMMHU XapaKTepUCTUKAMU (YPOBHU MH-
CyJIMHA 1 XOJIECTEpHUHA B KPOBH), a TAKKe MTOBJIUSUIN
Ha XXMPHOKUCJIOTHBIN CHEKTP B MEMOpaHaX 9pUTPO-
uTtoB [13]. TakuM ob6pazom, OxXKMUIaeTCsl, YTO ramnao-
THUIIBI CO CHIZKEHHOI aKTUBHOCTBIO JIecaTypa3 MOIJINA
UTpaTh IIPOTEKTUBHYIO POJb B OTHOIICHUM aTepo-
CKJIEpO3a M BOCITAJIMTENLHEIX IIpolieccoB [4, 13, 33].
OnHako pe3ynbTaThl MOJ00HOTO poda KIMHUKO-Te-
HETUYECKUX MCCIEAOBaHMUIA TTOKa JOBOJIbHO MPOTHU-
BopeuuBbl [34—36], B CBI3M C YeEM HEOOXOAMMBI
JaJbHEeNIIIe NCCIea0BaHUsI OMOXUMNYECKNX U hu-
3MOJIOTMYECKMX IIOCIAEACTBUI T€HETUYECKU IeTep-
MUHUPOBAHHOIO CHMKEHUSI aKTUBHOCTHU Jecarypas
KUPHBIX KUCJIOT.

Bce npouenyphl, BLIITOJHEHHbIE B MICCIEIOBAaHNM
C YYaCTHUEM JIIOJICi, COOTBETCTBYIOT 3TUYECCKUM CTaH-
JapTaM MHCTUTYIUOHAJIBHOTO 1/WI1 HAIIMOHAJILHO -
O KOMUTETA MO UCCJIEI0BATEIbCKON 3TUKE U XEb-
CUHKCKOM nexknapaiuu 1964 r. 1 ee Mocieayonmm
N3MEHEHUSIM MJIM COTTOCTaBUMBIM HOpMaM 3THKU.

OT Kaxmoro M3 BKJIIOYCHHBIX B MCCJIEIOBaHUE
YYaCTHUKOB OBLJIO IIOJIydeHO HH(POPMUPOBAHHOE
JTOOPOBOJIBHOE COIJIACHE.

ABTOpLI 3ad4BJIAIOT, YTO Y HUX HET KOH(i)J'II/IKTa HNH-
TEPECOB.
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Adaptive Changes of Fatty Acid Desaturation Genes
in Indigenous Populations of Northeast Siberia
B. A. Malyarchuk* *, M. V. Derenko?, and G. A. Denisova“

4[nstitute of Biological Problems of the North Far-East Branch of Russian Academy of Sciences, Magadan, 685000 Russia
*e-mail: malyarchuk@ibpn.ru

Since ancient times meat and fat of seals and whales, rich in omega-3 polyunsaturated fatty acids, prevailed
in the traditional “Arctic” diet of the indigenous people of the far North-East of Siberia (Eskimos, Chukchi,
Koryaks). This was reflected in the peculiarities of lipid metabolism of northern aborigines — for example,
among them, variants of the genes for fatty acid desaturases (FADS1 and FADS2) encoding enzymes with re-
duced activity are predominantly widespread. In this study, we investigated the distribution of 22 bp insertion
of the FADS2 gene (1rs66698963), which affects the expression of the FADS! gene, in populations of the
northeastern (Koryaks, Evens) and southern (Buryats) parts of Siberia. The Koryaks had a minimum fre-
quency of 22 bp insertions (5.6%) — almost an order of magnitude less frequently than Buryats (45.3%). In
addition, a high frequency (10.9%) of nonsense mutation in the CYB5R2 gene (position 7694023 of chromo-
some 11) was detected in the Koryaks. This mutation leads to premature termination of the synthesis of
NADH cytochrome b5 reductase, which is necessary for the functioning of desaturases encoded by FADS
genes. The revealed genetic features of the indigenous population of the Far North are explained by long-term
adaptation to a traditional diet very rich in lipids, which is a reason that prevents the need for additional syn-
thesis of polyunsaturated fatty acids using fatty acid desaturases.

Keywords: fatty acid desaturase genes, FADS1, FADS2, CYB5R2, human populations, indigenous populations

of Siberia.
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