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ACCOLIMUPOBAHHBIX C IIBETOM IJIA3, BOJIOC, KOXKMW, I'PYIIIION
KPOBH, TTOJIOBON IMTPUHAIJEXHOCTBIO, OCHOBHOMN
TAILIOTPYIIIION Y-XPOMOCOMBI, 1 ETO UCITOJIb30BAHUE
NI NCCIETOBAHUS CJIABIHCKOM HMOITYJISIINN
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B paGote mpencraBiieH METOH F€HOTUIMPOBAHUS TMaHeau U3 60 OMHOHYKJIEOTHIHBIX MOJIUMOPGU3MOB
(SNP) ¢ momomsio omHoctaguiitHou I1LP ¢ mocnenyroeit rubpuan3anveil Ha THAPOreISBOM OMOYHIIE.
[Myn ananu3zupyemsbix roaumMopdusmoB coctouT u3 41 SNP, sxogsiux B naHens HIrisPlex-S, 4 SNP rena
ABO (261G>Del, 297A>G, 657C>T, 681G>A), mapkepoB reHoB AMELX u AMELY v 14 SNP-MmapkepoB
ramiorpynn Y-xpomocoMmbl: B (M60), C (M130), D (CTS3946), E (M5388), G (P257), H (M2920),
1 (U179), J (M304), L (M185), N (M231), O (M175), Q (M1105), R (P224) u T (M272). ITony4yaembie Te-
HETUYECKHE AaHHbIC MO3BOJISIIOT IMIPOTHO3UPOBATh (PEeHOTUIT MCKOMOTO JIMIia 10 TIpU3HaKaM liBeTa IJ1a3,
BOJIOC, KOXXU, TpymiIie KpoBu ABO, TTo10BOIT MpUHAIJIEXXHOCTH, TeHOTEOrpadIecKOro MpOrCXOXKICHHUS 1O
MYXCKOM JIMHUU. [TpOTOKOI MOCTAHOBKY MaKCUMAJIbHO YIPOIIEeH AJIsl 00JerdYeHus] BHEAPEHUSI METOJa B
MPaKTUKY. YCTAaHOBJIEHO pacIipeiesieHue YaCcTOT ajljiesiell UCCleayeMbIX MTOJTUMOPGU3MOB, a TaKXKe TPYIIIT
kpoBu ABO cpenu cinaBsH (N = 482), mpoucXoxXIeHrueM IMPEeuMYyILeCTBEHHO 13 LieHTpaJibHOi Poccuu.

Kimouesble ciioBa: JIHK-dbeHoTunmpoBaHue, OMo4un, KpUMUHAIKUCTHKA, 1IBET IJ1a3, IIBET BOJIOC, LIBET KO-
xu, rpymma Kposu ABO, ramiorpyria Y-XpoMOCOMBI, ITOJI
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IMpecTymHOCTh COMPOBOXIACT YEJIOBEYSCTBO Ha
MPOTSDKEHUY BCEM €ro UICTOPUM U ITOMMKA ITPECTYITHU -
Ka Bcerga OyoeT OCTaBaThCsl aKTyaJIbHOM 3amadeil mist
obmiectBa. UMeHHO TT03TOMY KpUMWHAIMCTHAKA — OJl-
Ha M3 IIepBhIX 00JIaCTeii, B KOTOPOil JOCTVDKEHUS MO-
JIEKYJISIPHOM GMOJIOTUM HALITA MPaKTU4eCKOe pruMe-
HeHue [1]. 3ampoc 3KCIepTOB-KPUMUHAIMCTOB CTH-
MYJIMpYET UCCIeIOBaHMs, HaIlpaBJICHHbBIC HA IOUCK

Cokpaiienust: AFR (African) — adpukaHckas mnomyssiiusi;
AMR (Ad MixedAmerican) — cMel1aHHasi aMepUKaHCKasl 1o-
nynsiuusi; EAS (East Asian) — BocTouHoa3zuaTcKasi IMOITyJisi-
nusi; EUR (European) — eBpomneiickass nomyisuusi; SAS
(South Asian) — roxxHoasuarckas nomnyisuusi; SBE (single-
base extension) — peakiiysi OTHOHYKJICOTUIHOM MPOJOHTAlINU;
SNP (single nucleotide polymorphism) — ofHOHYKJIEOTUIHBIH
noaumopdusM; STR (short tandem repeat) — KOpOTKUi1 TaH-
JIEMHBII TOBTOP.

JII000I TI0JIE3HOM JIs1 CIEACTBUS MH(OpMalIMU, KO-
TOpasi MOXXeT OBITh M3BJIeYeHa 13 TeHoMa. B HacTosI-
1ee BpeMsI MOXHO pa3fevuTh IoaydaeMylo mHPOp-
MallMIoO Ha ABa TUMA: UACHTU(DULIUPYIOIIAs U MOUC-
KOBasl.

Npentudunupymomass uHGOpMaLUs IIPEICTaB-
JIIeT cO00¥ YHUKANBHBIN, B MacImTadbe ITOITYJISIIINHA,
reHeTUYeCKuit mpoduib yenoBeka. [TmoHepckue pa-
0OTBHI B 00JIaCT MOJIEKYJISIPHO-TEHETUYECKOM 3KC-
MEPTU3bl OBUIM MOCBSIIEHbI UICHTUDUKALIUN, WIN
eeHomHol dakmuaockonuu. Haubompliiee mpakTude-
CKO€ pa3BUTHE Ir'eHOMHas JaKTUJIOCKOIIMS ITOJIydu-
Jla Ha cCBOeM ponmHe, B BeamkoOpuTaHUM: Ha MIOHB
2021 roma HauuvoHanbHas1 6a3a atoit cTtpaHbl (The
United Kingdom National DNA Database; NDNAD)
comepxkaja 5.7 MJIH reHeTUdecKux npoduieid (s

860
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CpaBHEHUSI, B HAIIMOHAJIbHON 6a3e OMOMeTpHUYeCKOit
naHpopmanmu IDENT 1 HaxommuTcs HEMHOTUM OOJTb-
me — Bcero 7.1 MJIH 4ejloBeK). YUUTHIBasI, YTO IIO
maHnHbIM NDNAD 6onee 15% npoduieii 3any6ampo-
BaHO, B 6a3e oka3ajioch He 6ojiee 7.3% Bcero Haceje-
Hus crpanbl. HecMoTtpst Ha 1o, yTo B NDNAD nonana-
0T HaMEHee 3aKOHOITOCYIIIHBIE TPaKIaHe, BEPOsSIT-
HOCTb MACHTU(MUKALIMY MTPECTYITHUKA 10 COBMAJACHUIO
¢ mpoduseM B 6a3e, KaK MOXKHO BUIETh, HEBEJIMKA Ja-
Ke B HanboJiee pa3BUThIX B 3TOM OTHOLLIEHUM CTpaHaXx.

B cnyyae orcyTrcTBUS TIpodMIIsT pa3bICKMBAEMOTO
Jilia B 6a3e JaHHBIX Ha TIePBBIii TIJIaH BHIXOAST METO-
IIbl TIOJTy4YeHUST TIONCKOBOM MH(MOPMALINK, TO3BOJISI-
1o1e chopMUPOBATh KPYT MOA03pEBAEMBbIX JIUII.
CBuUIETeNbCKHUE TMOKa3aHUS OTHOCUTEIbHO BHEII-
HOCTH MpeCcTyIMHUKA CYOBEeKTUBHBI U HE BCeraa Jao0-
CTOBEPHBI BCJCACTBUE CTpecca, MI0XOT0 3peHUsT U
3pUTEJIbHOI MaMsITU, cJ1aboii ocBellleHHOCTU. B mo-
cJIeMHUE TOAbI, OJ1arogapsi pa3BUTUIO TEHETUKHU, B KpH-
MUWHAJIMUCTUKE TIOSIBUJICSI HOBBIM TEPMMUH “genetic wit-
ness” — reHeTuueckuii ceuaetesb. Ito JIHK npectymn-
HUKa, coaepxKallasi 00beKTUBHYIO MH(GOPMAIIUIO O
HeM. [lomxon, HampaBIeHHBIIT Ha U3BJEUYEHUE ITOM
nHpopmanuu, mmoayuma HaszBanue JHK-deHOTH-
nuposBaHus. K HacTosiiieMy MOMEHTY YCTaHOBJICHBI
reHeTUUYeCKre acCOLUMALIMU I MHOTUX (hEHOTUIIH -
YyeCKMX IIPU3HAKOB: moJja [2], murMeHTtauuu (1IBET
a3 BOJIOC M KoxXwu) [3], Hanmumuyus BecHyiek [4],
CKJIOHHOCTHM K paHHeMYy IToceleHuIo [5] u obbice-
HUIO [6], MOpdonornu Bonoc (IIpsIMbIE/BhIOIIIECS)
[7], pocra [8], mHOekca maccel Teaa [9], Bo3pacTta
[10], omoreorpadmaeckoro nmponcxoxaeHus [11], gept
Jmna [ 12]. BobIMHCTBO M3 3TUX PHU3HAKOB OTHOCHUT -
Cs1 K TIOJIMT€HHBIM 1 HE 1)1 BCeX 0OHapyKeHHbIE IeTep-
MUWHAHTBI II03BOJISTIOT IIPOTHO3UPOBATh (heHOTUII C A0~
CTaTOYHOM MJIs1 CJICACTBUS TOCTOBEPHOCTHIO. B CBsI3M ¢
3TUM Mbl OTOOPAJIU TOJIBKO T€ TIPU3HAKU, 151 KOTOPBIX
accouuanysl HaaexkHo IToATBepXkaeHa. B mocnemHee
JecSITUIETHE HaubosIee NCCeyeMble ITOMCKOBbBIE ITPU-
3HAKM CBSI3aHbI C MUTMEHTAlME: [IBET IIa3, BOJIOC
1 KOoXM. M3 HECKONbKUX COTEH ONMyOJUMKOBAHHBIX
paboT HauboJjiee TOCTOBEPHO 3TOT IIPU3HAK MPO-
rHosupyeT mnaHenb HirisPlex-S, npennoxennas MaH-
dpenom Kaiizepom u Crro3an Yo [3], mostomy 41

nosmMopdusM (SNP)!, Bxomsiimii B MX maHe b, Mbl
BKJTIOUMJIM B HAIITy paboTy.

I'pynimma kposu ABO, HecMOTpsI Ha TO, UTO HE SIB-
JsieTcs: (DeHOTUMUUECKUM MPU3HAKOM BHEIIHOCTH,
HMCTOPUYECKU BXOAUT B KPYT MOMCKOBBIX XapaKTepu-
CTHUK, 3HAUMMBIX JJ1s1 cencTBusi. PaHee HaMu oIy0-
JIMKOBaH MPOTOKOJ OMNpeAeaeHUs] TPYNIbl KPOBU U
oja METOAOM reHOTUIIMPOBAaHUS Ha Ououmnax [13],
KOTOPBI yXKe YCIEeIIHO BHEIPEH B B3KCIEPTHYIO
npakTuky [14]. B mpencraBieHHOI 30eCch pabOTe MbI

' Mnst KpaTKoOCTH 31ech 1 najiee rnoa SNP Mbl monpaszymeBaem He
TOJIbKO OJHOHYKJICOTUHBIC, HO M MaJIble MHCEPLIMOHHO-IeJIe-
IIMOHHBIC TTOTUMOPGUIMBL.
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HCITIOJIB30BAJIN TC K€ HOJ'H/IMO])(bI/II%MBI, OIHaKoO Cylic-
CTBCHHO YJIYYIIWJIN METOANKY UX TCHOTUITUPOBaHMI.

ITonoBas npuHaAIEXHOCTb, KaK ONWH U3 Haubo-
Jiee BaXKHbIX (DEHOTUMUYECKUX TPU3HAKOB, BXOIUT
BO BCe HAOOpbI JIsI TEHOMHOW JAKTUJIOCKOIUU TI0
JIOKycaM KOPOTKUX TaHAEeMHBIX ITOBTOpoB (STR-10-
KycaM). B kadyecTBe Mapkepa yaile BCero UCroab3y-
ercst reH AMEL, paciuioxXeHHBI Ha 00enX MOJIOBBIX
XpOMOCOMax, HO OTJIMYAIOLIMIicd IO II0C/IenoBa-
TEeJILHOCTU Ha X- U Y-XpoMocoMax. MBI COUsH 1ieJie-
Cco00Opa3HbIM TaKKe BKIIIOUWTh €T0 B CBOIO MaHEb.

INocnenHss rpyrmna npu3HakoB, BHECEHHAasI B 3TO
HCCJIEIOBAaHUE — OCHOBHBIE, MM KOPOBBIE (OT aHIJI.
core), rarjorpynisl Y-XpoMocoMbl. B ¢Bsi3u ¢ Heol-
HOPOMHOCTBIO pacnpele/ieHUus] raryiorpyIn BHYTPU
pa3HbIX 3THOCOB 3HaHMWE TrarIorpynIibl B oopasiie B
psiie ciiydaeB MOXET JaTh MH(POPMAIIMIO O TEHOTEO-
rpacpu4YecKoM MPOUCXOXKIESHUM yesioBeKka. [1pu op-
MUPOBAHUHU TEPEYHsl raruiorpymnr, KOTopble OyayT
BKJIFOUEHBI B UCCJIEIOBAHUE, MBI OMMMPaINCh Ha pas-
pa6orannyo YCC (Y Chromosome Consortium) ¢pu-
JIOTEHETUYECKYIO CTPYKTYPY Y-XpOMOCOMBI, COCTOSI -
1myo U3 20 OCHOBHBIX TaIlIOTPYII, 0003HaYaeMbIX
nmaTuHCKUMU OykBamu oT A go T [15, 16]. M=l uc-
KJTIOUJTH 6 TaIlJIOTPYIII, TaK KaK OTpeae/ICHUE YeThI-
pex M3 HUX He OymeT AaBaTh MOTOJHUTEIbHOM MH-
dopMmanum (A — mpenKoBast AJisI BCeX COBPEMEHHBIX
myxunH, F — nipenkoBag mig rarmorpymn G—T, K —
st L-T, P— w1 Qu R), a S u M BcTpevaroTcs ToNb-
Ko Ha octpoBax FOro-BocTouynoii A3un u OkeaHUu 1
He akTyaiabHbl s EBpasuiickoro KoHTWHeHTa. B
UTOre, B TMaHesb Bouwio 14 u3 20 OCHOBHBIX ramjo-
IpyIrm, oOpasyloluX, COoNIacHO Kiaaccudukaiuu
YCC, camocTosTelbHbIE CTBOJBI 3BOJIOIIMOHHOIO
apesa Y-xpomocombl: B,C, D, E, G,H,I,J,L, N, O,
Q,RuT.

Kak yxe ObI10 cKazaHO, OOJBITMHCTBO (hEHOTUTTH-
YECKHX MPU3HAKOB, (DOPMUPYIOLINX MOUCKOBYIO WH-
dopManmio, SIBJISIOTCS MOJUTEeHHBIMU. DTO O3HAYAeT,
YTO JIJIS1 UX OTpPEeIeIeHUs ¢ MPUEMJIEMOM ISl TPaKTU-
YECKOro NMPpUMEHEHUsI TOUHOCTbIO TPEOyeTCsl TeHOTH -
MUpOBaHME OOJBIIOTO Yicaa noaumMopdnsMosB. B co-
BPEMEHHOM MOJIEKY/ISIPHO-OMOJIOTMYECKOM apceHasie
MOXHO HalTU TOCTATOYHO METOIOB MYJIbTUILIEKCHOTO
TEeHOTUIIMPOBAHMUSL: 3TO U CEKBEHUPOBAHUE HOBOTO M0~
kosieHust (NGS), 1 MUKPOUMIIBI BBICOKOM TUIOTHOCTU
(manpumep, Identitas [17]), u apyrue nmomxonsl. Om-
HaKO BCE OHU YCHEIIHO pabOTaloT TOJbKO Ha BBICO-
kux KoHueHTpauusx JHK xopoureii coxpaHHOCTU
[18]. B skcrmepTHOI IIpakKTHMKe TUIWYHBINA OoOpaselr]
AJHK — 310 10—100 nKr/MKJI, MpUYeM HEepeIKo B JIe-
rpaaivpOBaHHOM COCTOSIHMU, MO3TOMY, IpU paszpa-
0OTKe MeToJa reHOTUIIMPOBaHMS Ha TIEPBOM MecTe
HaxOJUTCSl €ro MPUMEHUMOCTD JIJISI TAKUX CIIOXHBIX
00pasIoB.

IMepcriekTBa BHEAPEHUS JI0O0T0 METOJA B 1IN~
POKYIO IMPaKTUKY 3aBUCHUT OT €r0 CIIOKHOCTH, TTO3TO-
My €ellle OJHa BaXKHasl 3a1a4a pa3paboTynKa — MaKCH-
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MaJIbHOE YIIPOIIIEHNE IIPOTOKOJIa IOCTAHOBKY 1 CHY-
KeHue TpeOoBaHMiT K KBaJM(pUKALMM 3SKCIIepTa.
Bosspamasice k manenu HlrisPlex-S, cienyer orme-
TUTh, YTO MpeajIaraeMbIii €€ aBTOpaMM CIIOCO0 T'eHO-
TUTNIMPOBAHMSI OCHOBaH Ha TexHonoruu SNaPshot ¢
perucTpanmeil pe3yjabTaToB KalWUISIPHBIM 3JIEKTPO-
¢dope3om. HecmoTpst Ha TO, 9TO 3TO yIOOHO, TaK KaK
Heo0xoauMoe 000pyIOBaHUE YXKE UMEETCS BO MHO-
TMX COBPEMEHHBIX DKCIIEPTHBIX TeHETUYECKUX JIah0-
paTopusIx, HEAOCTATOK KPOETCS B TPOMO3IKOM IIPO-
TOKOJIe MCclieqoBaHUsI oOpasna. B Hero BKIroueHO
ceMb cTaauii: ae myibTuinieKkcHble [T1P Ha 17 u 24
SNP, ouncrtka ITLIP-mmpomykTra Ha KOJOHKaX, IBE
MYJIbTUIUIEKCHBIE peaKIMM OJHOHYKJICOTUIHOM IIpo-
JioHraimu (SBE), o6paboTka 11ieiouHoit (pocdarasoid,
MIPOBeIeHNE KaMIIIpHOTO 3ieKTpodopesa. Hekoro-
pble U3 3TUX CTAAUiA MPEarnoyjaraloT OTKPbITHUE MPO-
OUPKU ¢ 00pa3LIOM, YTO CO3IAET PUCK KOHTAMUHAIIN.
Takoii MeToI MOXET OBITh OCBOEH B KPYITHBIX IIEHTPax
JUISI PE30HAHCHBIX ITPECTYIJICHUM, HO I IIOBCE-
JTHEBHBIX DKCIEPTU3 B PSIIOBBIX PETMOHAJILHBIX Jia-
OopaTopusix OH IBHO He IpeaHa3HaueH. Pe3romupys,
MOXHO CKa3aTh, UTO Ieped HaMM CTOsIJIa 3ajada co-
30aHUsI IPOCTOrO0 B IIOCTAHOBKE, YyBCTBUTEIHLHOTIO
METOJIa C BBICOKOI MYJIBTUILUIEKCHOCTBIO peaKIlu 1
MaKCUMaJIbHOM HEBOCHPMUMYMBOCTHIO K Jerpasia-
uu ucciaemyemoin JIHK.

Panee HamMu onvicaHbl OTAEIbHBIE METOAbI MOTY-
yeHus (EeHOTUNUYECKOW WHGhOpPMALlMM O TPYIIIe
KpPOBU U IIOJIOBOM NpUHAamIeXKHOCTH [13] 1 OCHOB-
HBIX rarjiorpymnnax Y-xpomocombl [19]. Mx Hemo-
CTaTKOM Obula Mayiast UH(OPMATUBHOCTh U UCTIOJIb-
3o0BaHMe THe3gHoi 1P, ycnoxHsome mocraHoB-
Ky W co3fnarolleil puckK KOHTaMUHaUUuu. Tenepb Mbl
npeajgaraeM MeTOll, JMIIEHHBINA BbIIIeYKa3aHHBIX
HEIOCTaTKOB, CO3IaHHbI C YUETOM CJIOXHOCTU MC-
cienyeMbIx oopa3noB JHK n mmo3Bosgrommii omHo-
BpeMEHHO Te HOTUITUPOBATH MaHe b 13 60 moJIMMop-
¢$u3MOB, KOTOpylo Mbl HazBau Phenotype Expert u
BKJIIOYIUIM B Hee Mapkephl nurmeHtauuu (41 SNP),
OCHOBHBbIE€ ramjorpynmnbl Y-xpoMmocombl (14 SNP),
non (AMELX/Y) n rpymry kposu ABO (4 SNP). Me-
TOA MMEET MaKCUMAaJIbHO YIIPOIIEHHbBINH MPOTOKOJI
MIpOBEACHUS U TIPEACTaBIISIET COO0I OMHOCTAAUNHYIO
52-nmnekcHyto 1P ¢ mocmenyroneit ruopuan3anueit
Ha OMOJIOTMYECKMX MUKpoumIiiax. s oneHKHM pac-
TpeneJIeHUs aJlIeliei B IMOIMYJISILUY MbI IIPOBEJIM T€HO-
turmipoBaHue 482 o6pasuoB JHK, momy4eHHBIX OT
CJIaBsiH, POXIEHHBIX B TropoAax INPeUuMYyIIECTBEHHO
IlenTtpansHoit Poccun u mpoxuBaronimx B Mockse,
MockoBckoit oomactu 1 Cankr-IletepOypre.

OKCITEPUMEHTAJIbHAA YACTb

Oo6pa3ust JIHK. B padoTte ncnonb3oBaHbl 00pas3-
bl JIHK 482 B3pocabix moHopoB (254 MyX4uUH U
228 XXeHILIWH). JIJ1s TTOBBIIIIEHUS OMHOPOIHOCTHU BbI-
OOpPKM B McciieoBaHUE ObUTH BKJIIOYEHBI TOJILKO J0-
HOPBI, MICHTUGUIHNPYIOIINE ce0sI PYCCKUMH W

MOIJIEKVJIAIPHAA BUOJIOTUA

caaBgHaMu. OOpas3mbl OMOJIOTMYECKOro MaTepuajia
obuTu coopanbl B MockBe u CaHkT-IletepOypre. 1o
MECTY POXICHUS OJOHOPHI pacIIpeaeIMINCh CIIemy-
fomuM ob6pa3oM: lleHTpanpHBIIT QeneparbHBIN
okpyr — 304 (13 Hux 187 — MockBa, 65 — MoOCKOB-
ckast obOnacthb), CeBepo-3ananHblii denepaibHbIi
okpyr — 75 (u3 Hux 59 — Cankr-IletepoOypr un Jle-
HUHTpaacKass obsnacth), IIpuBoKCKUit denepaib-
HbIlil okpyr — 28, KOxHbilt u CeBepo-KaBkazckuii
denepabHBIe OKpyra — 21, Ypanbckuit, Cnonpckmi
n JanpbHEeBOCTOUYHBIN GenaepanbHble okpyra — 20,
Vkpauna — 8, Kazaxcran — 7, Azepbaiimkan — 4, be-
napych — 3, Y36eknucran — 3, Kuprususa — 2, Typkme-
nucrtad — 1, [Tonpma — 1, I'epmanus — 1, JIutea — 1,
Yexus — 1, He ykazaHo — 1.

Bri6op mommopdubIx JIOKycoB. [lepedyeHb U psin
XapaKTePUCTUK ITOJMMOP(PU3MOB, BKIIIOUYEHHBIX B
nccaemIoBaHNue, IpUBeAeHBI B Ta0. 1. CieBa ykazaHa
rpynmna ¢eHOTUITNYECKUX TIPU3HAKOB, K KOTOPOI OT-
HocsTcsl cooTBeTcTByIomnue SNP. Takke B Tabnuiie
npuBeneHbl KoopanHatekl SNP B reHoMe, TeH, B KO-
TOPOM OH pacnoJjioxkeH (J1ubo rariorpynmna Y-xpo-
MOCOMEI, K KOTOPOI1 OH OTHOCHUTCSI), aJljIeJIbHbIC Ba-
puadTel 1 mMHB [T P-mipomykToB, comepskammmix
uccinenyemble SNP. TMonumopdpuambr NeNe 1—41
00BeIVHEHBI B 00110 Tpymry “IlurmeHTanuss pa-
IY>KHOM 000JI0YKH, BOJIOC M KOXKM ', TAK KaK 9acTh 13
HUX BJIMSIET MEPEKPECTHO HA HECKOJIbKO MPU3HAKOB
(6osee mogpoOHO cM. B padote [3]). [ onpeneie-
HUS TPYNIIBI KPOBU MCIIOJIb30BaHbI YETHIPE ITO3UIAN
B reHe ABO: 261 (C>del), 297 (A>G), 657 (G>A) u
681 (C>T) [20], — mg onpeAeiaecHUS Moja — pasin-
qaromuecss pparmMeHTsl reHa AMEL Ha X- 1 Y-Xpo-
MocoMax [ 13]. ITpu Bei6ope SNP, accolimnpoBaHHBIX
C TaIuIOTpyIIIaMu Y-XpOMOCOMBI, MBI PYKOBOACTBO-
Baymch gaHHBIMU ISOGG (Y-DNA Haplogroup Tree
2019—-2020, ver. 15.73). s rariorpymnrn, UMeIOmmx
HECKOJIbKO CUHOHMMUWYHBIX OMaJIIeJIbHBIX MapKe-
poOB, ObLIM BIOpPAaHBI HAM0O0JI€E€ MOAXOASIINE C TOUKI
3peHUsI KOHCTPYMPOBAHUS 30HI0B 1 Moadopa mpaii-
MEpOB U o0ecreYrBapIIe Haudoaee KOPOTKUE aM-
TUTMKOHBI.

MymsTumnekc. Ha crannu monbopa I1LP-tipatime-
POB OCHOBHOM 3amadeil OblJTa MUHUMM3AlIMS pa3Mepa
aMIUIMKOHA. B Tabi. 1 npuBeaeHbI 3HAYSHUS IJIsST KaXK-
Joro Jiokyca. CpenHsisi IJIMHA aMIUIMKOHOB COCTaBUJjIa
79 .H. B xonme akcneprMeHTaIbHOM OLIEHKU paboTo-
COCOOHOCTH TIpaliMepoB M Togdopa yciaosuii TTLIP
KCIIOJIb30BaJIM HECKOJIBKO OOpa3loB CBEXKEBBIIEICH-
Hoit JIHK B xoHuenTpamuu 5, 0.5 1 0.05 Hr/MKJI KaxK-
nbiid. [Tocne nocTuxXeHUs CTaOUIbHOM paOOThI MYJIb-
tumiekcHoi TP uccnenoBamu 482 o6pasua JHK
KOJUIeKIIMHY. B Xx01e reHOTMIIMpPOBaHMS MBI CTaJIKMBa-
JIUCh C BMU30JUYECKMM BBIMAJACHUEM psiia JIOKYCOB.
st obecrieueHus nx 0oJjiee CTabWIbHOI aMIuIuKa-
LMY KOHIIEHTPALIMKY COOTBETCTBYIOIINX I1ap IpaiiMe-
POB B cMecHu KoppeKTrupoBaiu. IToBTopHO 00Opa3lbl ¢
HETIOJIHEIM IIpoujIeM He TeHOTUIIMPOBAIN, II03TOMY
00BEM HAaHHBIX UIST OTACHBHBIX TOTUMOP(MU3MOB MO-
Ne 5
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XpoMocoMa, Amana
IIpusnak Ne SNP HO3MIISE T'en, ramorpynmna | Amienu?® | IpOOyKTa,
II.H.
1 [1s312262906 16:89919343 MCIR A/Del 76
2 [rs11547464 16:89919683 MCIR G/A 130
3 |rs885479 16:89919746 MCIR G/A? 130
4 [rs1805008 16:89919736 MCIR C/T 130
5 [rs1805005 16:89919436 MCIR G/T 58
6 |rs1805006 16:89919510 MCIR C/A 99¢
7 151805007 16:89919709 MCIR C/T 1300
8 |rs1805009 16:89920138 MCIR G/C 103
9 |rs201326893 16:89919714 MCIR C/A 130
10 |rs2228479 16:89919532 MCIR G/A 99¢
11 | rs1110400 16:89919722 MCIR T/C 130
12 |rs28777 5:33958854 SLC4542 A/C 77
13 |rs16891982 5:33951588 SLC45A42 G/C 57
14 |rs12821256 12:88934558 KITLG T/C? 98
15 |rs4959270 6:457748 LOC105374875 C/A 85
16 |rs12203592 6:396321 IRF4 C/T 90
17 | rs1042602 11:89178528 TYR C/A? 73
18 |rs1800407 15:27985172 0CA2 C/T? 79
19 | rs2402130 14:92334859 SLC24A4 A/G 66
TMurmenrauus panyx- | 20 |rs12913832 15:28120472 HERC2 G/A? 59
Hoit 06010uKH, Booc | 21 | rs2378249 20:34630286 PIGU A/G? 60
1 RoxH 22 [rs12896399 14:92307319 LOC105370627 G/T 70
23 |rs1393350 11:89277878 TYR G/A? 85
24 | rs683 9:12709305 TYRPI A/C 97
25 |rs3114908 16:89317317 ANKRDI11 C/T 49
26 |rs1800414 15:27951891 0CA2 T/C 53
27 |rs10756819 9:16858086 BNC2 A/G 87
28 |1s2238289 15:28208069 HERC2 A/G? 105
29 |rs17128291 14:92416482 SLC2444 A/G? 78
30 | rs6497292 15:28251049 HERC2 A/G? 58
31 |rs1129038 15:28111713 HERC2 T/Ca 74
32 |rs1667394 15:28285036 HERC2 T/C 65
33 | rs1126809 11:89284793 TYR G/A 76
34 151470608 15:28042975 0CA2 c/T® 90
35 |rs1426654 15:48134287 SLC24A5 A/G 70
36 | rs6119471 20:34197406 ASIP C/G 76
37 |rs1545397 15:27942626 0CA2 A/T 138
38 [rs6059655 20:34077942 RALY G/A? 61
39 |rs12441727 15:28026629 0CA2 G/A 63
40 |rs3212355 16:89917970 MCIR c/To 63
41 |rs8051733 16:89957798 DEFS A/G? 68
MOJEKVJIIAPHASA BUOJIOT'UA TOM 56 Ne 5 2022
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Ta6mma 1. OxoHuaHUe

DOECEHKO u np.

XpoMocomMa, Amana
IIpusnak Ne SNP I T'en, ramorpynma | Annenu?® | IpOOyKTa,
IL.H.

42 |rs8176719 9:133257521 ABO (6 ex) G/Del 130
43 |rs8176720 9:133257486 ABO (6 ex) A/G

I'pynia kpoBu
44 | rs8176742 9:133256050 ABO (7 ex) G/A %
45 |1s8176741 9:133256074 ABO (7 ex) C/T

Ton 46 - ;??265; 276271 AMELX/Y - 66/70
47 |rs2032623 Y:19716186 B (M60) Del/T 74
48 |rs35284970 Y:2866813 C (M130) C/T 83
49 15202084622 Y:13170094 D (CTS3946) G/A 71
50 [rs9786534 Y:7184761 E (M5388) A/T 86
51 |rs2740980 Y:12312201 G (P257) G/A 68
52 |rs576940616 Y:15364331 H (M2920) G/T 84

Tamtorpymmst Y-xpo- | 93 |rs2319818 Y:14242828 1(U179) G/A 117

MOCOMBI 54 |rs13447352 Y:20587967 J (M304) A/C 73
55 |rs2032607 Y:12792926 L (M185) C/T 85
56 |rs9341278 Y:13357844 N (M231) G/A 86
57 |rs2032678 Y:13396820 O (M175) In/Del 83
58 |rs563604826 Y:13022263 Q (M1105) G/A 69
59 |rs17307398 Y:15174113 R (P224) C/T 65
60 |1s9341308 Y:20576889 T (M272) A/G 60

4 Tak 0603HAYEHBI AJUIEIM, HOMEHKJIATypa KOTOPbIX B OpurMHaibHOi na”enu HlrisPlex-S, cootseTcTByeT npotuBononoxHoii nenu JHK.
OTH meCTh NO3UINI aMILUITM(GULIMPYIOTCS ¢ O0IIei Mapkl IIpaiiMepoB U HaxoasTcst BHyTpu omHoro I P-tiponykra mmmHoi 130 m.H.
¢ D11 1BE NO3ULIMK aMIUTMU(PULMPYIOTCA ¢ 00OLIel Iaphl TpaiiMepoB 1 HaxoaAaTca BHyTpu onHoro ITIP-npoaykTa minHOoM 92 I1.H.

XeT ObITh MeHbIe 482. ITocnemoBaTeIbHOCTU IIpaii-
MEPOB JOCTYIHBI IO 3a11pOCy.

Cxema 6uouuna. briouynin HaHOCWIM IO cxeme, TIPU-
BeIeHHOI Ha puc. la. B Hero BXonut 4yetbipe OJI0Ka,
COOTBETCTBYIOIIMX I'PYIIIIE OIPEACISIeMBIX IPU3HAKOB:
nUrMeHTanus, rpymia kposu ABO, mos u rarorpymniia
Y-xpomocoMsl. 151 Bcex ToMmMophU3MOB OBLITO TTO-
JI00paHoO II0 Iape OJMIOHYKICOTHIOB, KOMILUIEMEH-
TapHBIX COOTBETCTBYIOIIMM aJUICJIbHBIM BapuaHTaM.
I P-nipaiimMepsl 1 JIHK-30HABI ITpon3BeIeHBI KOM-
nanueit “Lumiprobe” (Poccust). M3rotoBienue ruma-
porejieBbIX O0MOYUIIOB ITPOBOIMJIMN IO OPUTUHAIBLHOM
TexHoaorun MHCTUTyTa MOJIEKYJISIPHOII OMOJIOTHU
nM. B.A. Darenprapara Poccnitickoit akageMnn HayK
(MUMB PAH), B GecribuieBbIX TOMEIIEHUSIX, C UCTIOJIb-
30BaHUEM MUHOBOro podota Qarray?2 (“Genetix”, Be-
JIMKOOPUTAHUS ), COINIACHO paHee ONMCAaHHON METO-
nuke [19].

IIporokon reHorunupoBanusa. /I CcoKpalleHUs
IIPOTOKOJIA OCTAHOBKY MbI IIPUMEHIIM MOoaudUKa-
LU0 TIOTMMEPA3HOM LIETTHOM peaKliy, BIIEPBbIE OMNU-

MOIJIEKVJIAIPHAA BUOJIOTUA

cannyio non Ha3BaHueM LATE-PCR (linear-after-the-
exponential PCR) [21], wmu JITID-IILP, — muneitHas
nocyie akcnoHeHuuanbHoit TILIP. Bce oOGparHbie
npaiMepbl 110 5'-KOHIIY COIEp:KaT YHUBEpPCAIbHYIO
BCTaBKy, C KOTOPOI MNpH IOHIDKCHUU TeMIIEpaTyphl
oTxxura Ha quHeitHoi ctaguu JITID-TTLP cBsa3biBaeT-
cs1 (hITyOpecCLIeHTHO MeUYeHHBIN YHUBEPCAIbHbIN IIpaii-
Mep. Ha aToM aTane nmpoucxoaut acMMMETpUYHAasI aM-
TUIMUKALYS ¢ HAKOTJIEHMEM MeYeHOM, MpeumyIie-
ctBeHHO ongHouenodyeuHoit JIHK, Heobxonumoii miist
nocuenyioneii rmopuan3annu. JlaHHbBI BapmaHT
JITID-ITLIP ymipoliieH B CpaBHEHUU C paHee OITy0JIu-
KOBaHHBIM [22] 3a cYeT MCKIIIOYECHUSI YHUBEpCaIb-
HOI BCTaBKM B NIpSIMOM IIpaiiMepe. Xom 3KCIIEpH-
MEHTAaJIbHOI'O TTI0100pa YCIOBUI aMILTU(PUKALIUNA MBI
He IIPUBOIVM B TaHHOI paboTe, HIDKE yKa3aHa yxKe
ONTUMM3MPOBAHHASI MIporpaMMa M COCTaB peakliv-
OHHOI CMeCH.

ITLP npoBoaunu Ha amruipukatope SpeedCy-
cler (“Analytik Jena”, I'epmanusi) B o0beMe 25 MKII
peakumoHHou cmecu: ITLIP-6ydep ¢ mommmepasoit

TOM 56 Ne 5 2022
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HotTaq Multi, 4 e.a. (“Accdoren”, Poccust), 5 MM
MgSO,, 0.2 MM kaxnoro u3z dNTP (“CubsH3um”,
Poccus), cmech npaiiMepon; 200 mKMoJb YHUBEp-
canbHoro npaiimepa Cy5-TCATTGGATCTCATTA,
0.1-500 ar renomuoit JTHK. ITommmepasy akTuBupo-
Bayi 2 MuH I1pu 95°C 1 Ha IEpBOM 3Tarne MPOBOAVIIA
50 uukiioB ammmpukanmu (94°C — 30 ¢, 65°C — 40 ¢,
72°C — 30 ¢), 3aTeM Ha BTOpoM 3Tane — 50 LIMKIIOB
amruimpukanum (94°C — 20 ¢, 52°C — 30 ¢, 72°C —
30 c).

Tuopumm3amma. [nOpuIM3alMoOHHYI0 Kamepy OMo-
YMITa 3aIIOJHSIM CMEChIO CIIEAYIOIIEro cocrana: 25%
dopmamun, 5% SSPE, 50 06% I P-npomykra. [Tocne
nHky6auyu (10 g, 37°C) u otmbeiBku (10 MmuH B SSPE
MIpY KOMHATHOM TeMmepaType) OMOUYUIIbI ITPOMbIBA-
JIU TUCTUJIMPOBAHHON BOJOM, BBICYIIUBAJIU CXa-
TBIM BO3IyXOM, ITIOMEIIaJIM B IIOPTATUBHBINM aHAJIM3a-
Top (OO0 “BUOYUII-UMB”, Poccust) u peructpu-
poBaiu ¢ akcno3unuyeit 0.5—2 ¢ duyopecueHIIMIO B
¢opmare SPE. Ha puc. 1 npuBeneHbI IIpruMepbl TAKUX
GIIyOpECUEHTHBIX WM300paxXeHUi IJIT >XEHCKOTO
(puc. 16) nu myxckux (puc. 1 6—0d) o6pasuon JJHK.
AHanms n300paxkeHNsI IPOBOIWIIN C UCIIOJIb30BaHM -
eMm nporpamm ImaGel 2.0 u ImaGel Studio (UMb
PAH). PesynbraToM aBTOMaTUYE€CKOil 0OpabOTKU
KaxXknoro 6moumnna ObLT TEKCTOBBIM (Daiill ¢ TEHOTU-
noMm obpasua. PaBHoBecue Xapau—Baiinbepra pac-
CUUTHIBAIY OOILIEU3BECTHBIM CITOCOOOM.

YyBCTBUTENBHOCTD. JIJIS1 OLIEHKU YyBCTBUTEJILHO-
CTHU METOJIa IIPOBEIY TEHOTUIIMPOBaHUE TpeX 0Opas3-
o JIHK, kaxmplit 13 KOTOPBIX OBLI B3SIT B CIEAYIO-
mux KoHueHTpauusax: 500, 250, 100, 50, 25 u 10 rir Ha
peaKkiuio.

PE3VJIBTATHI 1 OBCYXIEHUWE

I[Ipu cocTaBieHMU IIepedyHs ONpPEae/ISIEMbIX I10-
VMICKOBBIX IMPU3HAKOB MBI MCXOIUJIU U3 UX MPAKTU-
YeCcKOl 3HAYMMOCTH OJIsl CJIeACTBEHHOM pabOTHI U
MOTEHLIMAJIbHOM BO3MOXHOCTH YCTAHOBICHMS 9TUX
IIPU3HAKOB I10 FreHOTUIly. B pe3yiabTare HaMu ObLIU
copMUpOBaHbI YETHIpE KjacTepa: MUITMEHTAIIUS,
rpynmna Kposu ABO, mmon m rarurorpymnmna Y-Xpomo-
COMBI.

Tluemenmayus

MHudbopmaliys o MUrMeHTalMu 11a3, BOJIOC U KO-
X1, 0€3yCIOBHO, IIPeACTaBiIseT ITOMCKOBYIO IICH-
HOoCTb. COTHM Hay4YHBIX paOOT, ITOCBSIIIEHHBIX 00-
HapyXeHUIO U BepupUKaM FTeHeTUIECKIX JeTCPMMU-
HAHT 3TUX [IPM3HAKOB, BBIIIUIM B CBET 3a MOCJICTHNE ABA
necaTuieTrsi. MbI OCTaHOBWJIM CBOM BEIOOD Ha MMaHEIN
HlIrisPlex-S, Tak KaK Ha JaHHbIA MOMEHT OHa Hanubo-
Jiee TOYHO IIPOTHO3UpPYeT (PeHOTUN NMUTMEHTALIUU.
J171s1 TOM TTaHEe M aBTOPHI HE TOJIBKO OIyOJIMKOBAJIN
MaTeMaTUUYeCKYyIO MOJe/b TPOTHO3UPOBaHUS (heHO-
TUIA, HO 1 0pOpMMIIM €€ B BUIEC YIOOHOTO OHJIAliH-
pecypca (https://hirisplex.erasmusmc.nl) Ha caiite [e-

MOJIEKVYJISIPHASA BUOJIOTUA
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MapTamMeHTa reHeTu4eckoi uaeHTudukaimm Erasmus
MC (Hunepnannei). MUHTEepdeiic pecypca MO3BOJISIET
BHECTU pe3yJbTaTbl TEHOTUIIMPOBAHUSI oOpasla u
MOJYYUThb BEPOSITHOCTHBIN pe3yabTaT 10 TPEM Mpu-
3HaKaM nurMeHrauuu. s usera a3 npeajaraercs
TPU KaTETOPUU: CEPO-TOJIyOOil, KApUA Y CMEIIAaHHBIA
(3enennie, O6osoTHEIE). LIBeT Bomoc oleHMBAETCs B
KaTeropusix CBETJIbIe/TeMHBIE, a TakKe B UYEThIpeX
rpagaumsx: OJJOHIVH, IIaTeH, OpIoHeT, pikuii. LIBeT
KOXHW TMoApasaesieTcss Ha MsATbh OTTEHKOB: OYEHb
OJjiemHasi, cBeTJIasl, CMyIJiasi, TeMHasl, uepHasi. B psie
HCCeA0BaHUI TOoKa3aHa BbICOKasi CTENeHb JOCTO-
BEPHOCTU MPOTHO3UPOBaHUs (heHOoTUMNa Mo JaHHOM
MO/IEJIU HE TOJIBKO B 3aI1aIHOEBPOIENCKUX U CEBEPO-
aMepuKaHCKMX [23], HO U B OoJjiee aKTyaJlbHbIX IS
Hac BOCTOYHOEBPOITEMCKIX TTOMYJISIIINSX [24].

M3 ony06iuMKOBaHHBIX HMCCIENOBaHUN HapOIOB,
Hacessomux Poccuio, MOMUMO BhILLIEYKa3aHHOM
paboThI Ha OeTopyccKoil monysiiuu [24], elre omHa
ObplIa BBIITOJTHEHA Ha BBIOOpKe M3 144 o0Opas3mnoB
14 HaponHocTeii (B TOM uucie 8 00pa3lioB pyCCKUX)
o 29 mapkepam us 41 [25] u npyrasi — Ha BbIOOpKE 13
286 06pasuoB 38 HapomHOCTeH (B ToM uucie 50 o6pas-
LIOB pyccKux) 1o 24 mapkepam [26], XoTs gaHHbBIE IO
yacToTaMm ajuiesield B 3TUX paboTax He MpeacTaBIeHbI.

31ech MBI IIPUBOIUM pe3yIbTaThl TEHOTUITMPOBa-
Hus 482 obpasios (Tada. 2). Kak BumHO U3 npaBoii
yacTu TaOJI. 2, aJuleJAbHBIC YaCTOThI psida MOJUMOpP-
¢GU3MOB IPOSIBISIIOT TeHOreorpapuyecKyro CIICL-
¢uaHOCTh. [ Oosiee HANISIMHOTO TPEICTaBICHUS
pe3yabTaTOB Mbl COMOCTAaBWJIM Ha rpaduke (puc. 2)
YaCcTOTY MUHOPHOIO aJijIe]IsI KaXKI0TO MOJIUMOpPGhU3-
Ma, IMOJIy4YeHHYI0 HaMu B xone uccienoBaHus (RU),
C YyacToTaMU B TpeX HauoboJiee OJIM3KMX K Heil MakKpo-
nomnyisuuii: eBporeiickoit (EUR), BocTouHoa3uaT-
ckoii (EAS) u roxnHoasuarckoit (SAS). U3 puc. 2
BUJHO, UTO YaCTOThI aJUlejieil sl YeTBEPTU ITOJIM-
MOpP}U3MOB CYLIECTBEHHO OTJIMYAIOTCS IJIsi €BpPO-
neiickoit (EUR) u asnarckux (EAS u SAS) monyisi-
uuii. [IpyHUMast BO BHUMaHUE 3TOT (aKT, a TaKxKe
TO, YTO POCCHUIICKas ITOITYJISILIUS 3aHUMAET IIPOMEXY -
TOYHOE MOJIOXEHUE MEXIY €BPOIEMCKMMU U a3uar-
CKMMH HapoJaMu, IJs1 TOJy4eHUs] OCMBICIEHHBIX
JTAaHHBIX HEOOXOIUMO ObLIO YIEIUTh 0CO00E BHUMA-
HUE COCTaBJICHUIO OMHOPOIHOI BhIOOpKU. IlepBry-
Hble Pe3yJabTaTbl TeHOTUIIMPOBAHUSI, KOTOPBIC MBI
31€Ch HE IIPUBOANUM, ObUIN ITOJIYYEHBI OJIS 555 XuTe-
neit Mockssl m Cankr-IleTepOypra 6e3 yuyeTa UX 3T-
HU4YecKou npuHamiexHocTu. [1pu nx o6paboTKe Mbl
MOJIYYMJIN CYIIECTBEHHOE OTKJIOHEHHE OT pPaBHOBE-
cus Xapou—BaitaOepra misg moanmMopdp3MoOB, IMe -
IOIIIMX TeHOreorpauecKyto 3THOCIEIU(PUIHOCTD.
ITocne nckiaoYeHUsT U3 BHIOOPKM BCeX TOHOPOB C
HEeCIaBSIHCKOM caMOuIeHTU(UKALIUEN HaM yIaI0Ch
MOJYy4YUTh TaHHbIE, XapaKTepHbIE IJIs1 00jee OTHO-
POMHOI ITOITYJISIIINI.

TeMm He MeHee coueTaHKe TaKNX (PAKTOPOB, KaK pas-
JIM4aonieecs i psiaa MoJauMopdU3MOB alljie]IbBHOE
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Puc. 1. buonornueckuii Mukpouun Phenotype Expert v IpuMephl €ro UCIIOJb30BaHus ISl TeHOTUIMpoBaHus oopasuos JHK
yenoBeka. Cxema pacnionoxenust JJHK-30Hm10B Ha 6uouune Phenotype Expert (a). Lludpbl Hag Kaxmoil mapoi ssueek, cooT-
BETCTBYIOT HOMepY nojuMmopdusma u3 tabds. 1. O603HaueHUs BHYTPU siY€eK COOTBETCTBYIOT ajuiesisiM nosiumMopbhusMoB. Tpu
sSTYeKY “M” HeoOXOIMMBI 711 KOHTPOJIsI paGoThl IIOPTATMBHOIO aHaIM3aTopa, coaepxat (uyopodop Cy5 1 IT03BOJISIOT KOP-
PEKTHO MO3UIIMOHUPOBATH MATPUILY [IJIsI 0OCUETa CUTHAJIOB sTYeeK. B HUKHE 9acTy prcyHKa IMPUBEIeHBI MpUMepbI hiTyopec-
LIEHTHOT'O U300paXkeH!sI OMOUMTIIa, TTOJTYYeHHbIE B PE3yJIbTaTe TeHOTUITUPOBAHUS XKEHCKOTO (6) U TpeX MYKCKUX (6—d) 0Opas-

nos IHK.
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BUOYUAII 1JIA TEHOTUIIMPOBAHHWA TTOJIMMOPOHMU3MOB

pacnpenenearie B EUR- n EAS- momynsmmsix, yciaoB-
HOCTb TIOHSITMSI “ITHUYECKAs] MPUHAIIEKHOCTh , a
TakK>Ke MeTUCalUs JIUL, CAMOOMPeNesIoIINX cedst cia-
GAHAMU VTN PYyCCKUMU, YCITOXHSIET (POPMUPOBAHUE O~
HOpPOIHOI BBIOOPKM B MCTOPUYECKU TETEPOTeHHBIX
MOIYJISILUSIX TUIIA pOCCUiicKOii. MBI ITojlaraeM, 4To
MOBBILIEHHbIE 3HAYEHUST X2 IUIsI HEKOTOPBIX TOJIH-
MOP(dU3MOB 00YCIIOBICHBI 3TOI HEOTHOPOIHOCTBIO.

Kpome Toro, uaeHTudunupoBars ceos cragaHamu
WUIU pyccKuMy MOTYT JIMLIA JIIOOOTO 3THOTeorpaduye-
CKOTO IIPOMCXOXICHMsS. SApKUM IOATBEpKICHUEM
3TOTO CIYXMUT CJCAYIOLIWN 3MU304: MoauMopdu3m
rs1426654 (Ne 35 B Tabi1. 2) MeeT OJISIpHOE pacIipe-
nenenre dactotr amrens G B monymsumsgx EUR
(0.003) u EAS (0.988). B HalieMm ucclieqoBaHUU pac-
IpeaesieHe 4acTOT ero ajulejieil 3HAYUTEJIbHO OT-
KJIOHsIeTCS OT paBHoBecHs Xapan—Baitnoepra: AA —
480, AG — 0, GG — 1, % = 481. OueBUIHOI MPUYIH-
HOI 3TOro CTaJl eIMHCTBEHHBIN 00pa3el] ¢ TeHOTH-
noM G/G, HauboJiee XxapaKTepHbIM JJIsI BOCTOYHO-
a3MaTCKUX MoIryisauuii. Y geiicTBUTeIbHO, Ha (DOTO-
rpadum JoHOpa 3TOro oodpasua (JacTh KOJUIEKIIMU
oxapakTepu3oBaHa (ororpaduyeckr) MBI OOHapy-
KWJIN AEBYILIKY C TUIIMYHBIMY BOCTOYHOA3MATCKUMU
yepTaMu JIM1a; IpU 3TOM OHa UAESHTU(MUIIUPYET ceOs
PYCCKOlI 1 UMEET CIaBSIHCKME (paMUJINIO, UMSI M OTYE-
cTBO. Henb3s MCKIII0unTh, 4TO OHA IPUEMHBIN pede-
HOK B PYCCKOM ceMbe. DTOT ciaydail IMomdepKUBaeT
HEepaBHO3HAYHOCTh MPOUCXOXACHUS WM 3THUYCCKOM
camouneHTuuKanuu. IlorckoBast LIEHHOCTh B Ta-
KOM cUTyalluu 3aBUCUT OT TOrO, KaKue METOIbl MC-
IOB3YET CJIENCTBUE. MPHU paboTe C MHaCIIOPTHLIMU
JTaHHBIMU TaKO MHIWBUI OBLI OBI IIPOIYIIEH, a IpU
noucke 1o 6ase dororpaduii momo3peBaeMbIX WU
IIpU IIOKBApPTUPHOM O0XOAe TUIHWYHAs BHEIIHOCTh
MIpUBJIeKJIa OBl BHUMAaHUE.

K HacrosieMy BpeMeHU OmyOJIMKOBaHbI AeCATKU
paboT 1o oIpeAeeHno 01oreorpauiecKoro mpo-
HWCXOXIEHUS IO ayTOCOMHBIM MapkKepam. MeTombl,
OIMMCaHHbIE B 3TUX pabOTax, MO3BOJSIOT HE TOJBKO
BBISIBUTbD IIPUHAIJIEXHOCTh K MAKPOIIOITYJISILIAM (€B-
poreiickasi, a3marckasi, appuKaHCKasi), HO U yCTaHO-
BUTB CTEIIEHb MeTHUCALlUX MHAUBKAA [27—29]. MBI 110-
JlaraeM BO3MOXKHBIM U1 LeJIecOO0Opa3HbIM B JalIbHEI-
IIeM paclIuMpuUTh I1aHelb Phenotype Expert 3a cuet
aKTyalbHBIX 111 EBpasum ayTOCOMHBIX MapKepoB
ouoreorpaduUecKoro ImpouCXOXIeHNSI, KOTOPHBIE T0-
MOJTHSIT TTOJTyYaeMyI0o IIOMCKOBYIO MH(OpMaIIHIO.

Ipynna kpoeu ABO

CepoJiornueckoe omnpeaejieHUue TIpyIIibl KpOBU
ABO oyeHb 4YacTo JaeT OlIMOOYHBIE pe3yabTaThl Ha
9KCIIEPTHBIX 00pasliax, UTO CBSI3aHO C UX OaKTepu-
aJIbHBIM 3arpsi3HEHUEM U Jerpajaiveii arrmoTUHO-
reHoB. KpoMe Toro, He Bce OMOJIOTMUECKUE OOBEKTHI
MPUTOIHBI IS CEPOJIOTMUECcKOTo aHanuza. 'opasno
0oJiee TOCTOBEPHO IPyIINy KPOBU OINPENEISIOT TeHO-
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TUITUPOBAHUEM ITOJIMMOP(MU3MOB B 6 1 7 9K30HAX Te-
Ha ABO [30], npuyeM O0OBEKTOM HCCIECIOBAHUS MO-
KeT OBITh JTI00O0U MaTepura, CoaepKallnii TEHOMHYIO
AJHK.

B Ta61. 3 mpuBeneHbI coueTaHU ajIjiesieit o ye-
ThIpeM noJimMopdusMmam B reHe AB0, oOpa3yrolmx
(Gnaromaps BBIIEJIEHUIO TPEX BApUAHTOB HYJIEBOTO
amnens: O, O u O?) 15 reHeTUYECKUX TPYIII U 4 ce-
posiorudeckue. DTo MO3BOJISIET pa3imdaTth mecTh 1(0)
rpyni, yetbipe 11(A), yetsipe 111(B) u omny IV(AB).
B pesynbrare reHOTUNUPOBaHUsI OTPeaeIeHbl YacTO-
THI aJIJIeJIei, TEHETUYECKUX U CEPOJIOTMUECKIX TPYIII B
uccaenyeMoii BEIOopkKe (Tabi. 4), 4To He TOJIBKO JaeT
BO3MOXKHOCTh JAeJIaTh BEPOSITHOCTHBIE pacueThl IMpu
BBIHECEHUHU SKCIIEPTHOIO 3aK/IIOUEHUSI, HO U MOITOJ-
HSIET 3HAHUSI B 00JIACTH MOMYJISILIMOHHOM TeHETUKM.

Onpedenerue eannoepynnol Y-xpomocomol

3HAYMMOCTh Te€HETWYECKOM WH(oOpMaInu, pac-
MMOJIOXKEHHOM Ha Y-XpOMOCOMe, JJIsI IPaKTUUEeCKOM
KPUMUHAIUCTUKY MOATBEPKIAETCS HE TOJIHKO MHO-
KECTBOM HAY4YHBIX ITyOJMKAllMii, HO U HaJIudueM
IIMPOKOTO CIIEKTpa KOMMEPYECKUX HAOOPOB, TAKUX,
kak Yfiler® Plus PCR Amplification Kit (“Applied Bio-
systems”, CILIA), PowerPlex® Y23 System (“Prome-
ga”, CIIIA), AmpFLSTR® Yfiler™ PCR Amplification
Kit (“Applied Biosystems”), COrDIS Ystr (OO0
“Topmu3”, Poccust) m apyrux. OTu HaOOpHI, B
MepBYI0 ouepeb, MpeaHa3HaYeHbI 1J11 UIeHTU(hUKA -
muu angHocTH 1o ajutensiMm STR-10KycoB, pacnosio-
KEHHBIX Ha Y-XpOMOCOME, OMHAKO OHU IIPUMEHSIIOT-
csl U 711 oNIpeAeIeHUsI TallJIorPYIIbl HETIPSIMbIM M-
TOJIOM — C IIOMOIIBIO IPOTPaMM-IIPEINKTOPOB.

st ompenesieHusl rariorpymnnbl Y-XpOMOCOMBI
STR- 1 SNP-MapKepbl IMEIOT CBOM IIPEUMYIIIECTBA
n HegoctaTku. C TOYKM 3peHUs] OTHO3HAYHOCTU
YCTaHOBJIEHUsI TaruIorpyImbl 6oJjiee TOCTOBEPHBIMU
cuntaiorca SNP, Tak KaKk MIMEIOT 9aCcTOTy CIIOHTaH-
HBIX MyTallMii cylnecTBeHHO Hike (2.5 x 1078 [31]),
yem STR (10~2—10—3 [32, 33]). C onHOii CTOPOHHI,
BbIcOKas yactota mytanuii B STR-10Kycax cimyxur
MPUYMHOI TOMOILUIa3UU, KOTOpasi, B CBOIO ouepelb,
MOXET MTPUBOJIUTH K OLIMOKAM OIpenesieHus rarjio-
IPYII C MOMOIIIBIO NTpeaukTopoB. C Npyroi cTopo-
HbI, TIpu BepHOIi nmpeaukuuu STR-ramnotumn o6ia-
naeT 6osbliieit THPOPMaTUBHOCTbIO, TaK KakK JJIsl MO~
JIydeHUs CTOJIb Xe JeTalbHOW WHbOopMaluu II0
SNP-mMapkepaM NoTpedyeTcsi aHaJIM3 CYIIECTBEHHO
OoJIb1IeTo YKrcia moJauMopdu3MoB. C mo3ULIK Kpr-
MUHAJIMUCTUYECKOM MPAKTUKK TPEANOYTEHUE HAXO-
nuTtcs Ha ctopoHe SNP-MapkepoB, Tak Kak He0OJIb-
1asi IpOTSKEHHOCTh aMIUTM(PULIMPYEMOTO IIsI UX
onpenesieHns pparMeHTa 00ecIeunBacT IIpeuMYyIIe-
CTBa Ipu ucciaenoBaHuu aerpagupoBaHHoi [THK B
CpaBHEHUU c OoJjiee JIMHHBIMU (hparMeHTaMu Tpu
anaimm3e STR-mapkepos.
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Puc. 2. I'papuk gacToT MUHOPHBIX ajiiefieit 41 moaumopdu3Ma, OTHOCSIIETOCS K ITaHean nmurMeHTanun. [ToanMopdusMel
PAacIIOJIOXKEHBI TT0 Mepe BO3pacTaHMsI YaCTOTHl MUHOPHOTO aJljiesIsl B ucciiefoBaHHO# HaMu Beibopke (RU). Takoke mist kKaxkmo-
ro noauMopdu3Ma puBeaecHbI YacToThl B eBporneiickoii (EUR), BoctouHoasuatckoii (EAS) u roxxHoa3uarckoit (SAS) nory-

nsmsix, cormacHo maHHBIM 1000 Genome Project.

JaHHBIE O pacHpeneIeHNN TraIuIorpyIIl B pa3iny-
HBIX 3THOCAX IMO3BOJISIOT BLITIOJHUTH BEPOSITHOCTHYIO
OLICHKY 3THOreorpa(guieckKoro MmpOUCXOXKICHUS HO-
cutenst JHK. Ocobast neHHOCTh MH(OpMAIINT O Tall-
JIorpyrie Y-XpoOMOCOMEI CBsI3aHa C Tpagulineil mepe-
a4y (paMIIMY IO MYKCKOI TMHUM. MOXHO CKa3aTh,
YTO raruiorpyria u paMuinsl — 3TO IBa CLIETUICHHBIX
MeXKIy co0O0I ITpU3HaKa C pa3HbIM CITOCOOOM HacCea0-
BaHUS: TEHETUYECKMM U KYJIbTYPHEIM COOTBETCTBEH-
HO. 3aMeTuM, YTO JaXe IIpU 3HAYUTETbHOM HMBEJIM-
pOBaHMM B CMEIIAHHBIX OpaKaxX XapaKTepHBIX aHTPO-
MOJOTUYECKUX IIPU3HAKOB IIPEIKa MO MYXCKOM JIMHUN
ero (pamMmaus OynmeT mepegaHa MCKOMOMY HOCHUTEIIO
JHK. YuuteiBasg Haauuue 3THUYECKOM creuuuy-
HOCTU (haMUJINI1, MBI MOXKEM TOBOPUTH O BO3MOXKHO-
CTHU HCIIOJIb30BaHUS MH(MOPMAIIUM O TarjIorpyIne B
oOpa3lie ¢ MecTa IMPecTyIUICHUs IJIs1 paHKUPOBaHUS
nomo3peBaeMbIX 110 ux (amuausaMm. PokycrpoBKa
JajdbHEHWINEN 3KCIepTU3hl Ha Hanmboyiee BEPOSITHBIX
MOA03PeBaCMbIX ITO3BOJUT COKPATUTh CPOKM M 3a-
TpaThl Ha paccliefoOBaHUE.

Spxum npuMepoM, IeMOHCTPUPYIOIIM TTOMCKO-
Bble BO3MOXHOCTM 3TOTO MOAXOIa, MOXET MOCHTy-
KUTh HAIll ONBLIT — KOLJA MPU T€HOTUITUPOBAHWUU
KOJUIGKIIMM OBIT OOHApy:KeH eOIWHCTBEHHBIN OoOpa-

3ell ¢ raruiorpyiinoii O, mpakTuyecKy He BCTpedyalo-
LIelics y eBpoIeiilieB, HO pacIpOCTpaHEHHOM B CTpa-
Hax BocrouHoit A3un. OToT oOpa3sel mpuHaIIexKan
JIOHOPY C XapakTepHOM KOpeMCKoi damMuamnei
IOraii. HecMoTpst Ha TO, YTO TakKule KOHTPAaCTHLIC
IpUMEpPBI Ha MPaKTUKE BCTPEUYAIOTCS HEYaCTO, OHU
HaIIAHO IEMOHCTPUPYIOT BO3MOXHOCTU METOJA.
st pacliupeHHOro BHEAPEHUSI 3TOTO IOMCKOBOIO
noaxoaa TpebyeTcs ero niybokast mpopaboTKa B Tec-
HOM COTPYTHUYECTBE C OHOMATOJIOTaMMU.

Kak ormedeHO B BBOOHOM 4acTH, HAMU IpoOaHa-
JIM3UPOBAHBI BCe 0A30BbIE TaILIOTPYIIIbI, IIPEICTaB-
JISTIOIIHAE CAMOCTOSITEJIbHBIE CTBOJIBL ApeBa Y-XpOMO-
COMBI, 3a UCKJIIoUeHneM M M S, KOTOpbIe IIpaKTHu4e-
CKHU He BCTpevaloTcs 3a mpeneaaMu ocTpoBoB FOro-
Bocrounoit A3un u Oxkeanuu. TeM He MeHee IIpeaia-
raeMbIii METOZ, IT03BOJISIET KOCBEHHO YCTAaHOBUTD Ha-
Jquare M- mam S-raruiorpyIrim B oOpasiie: B 9TOM
KpaliHe MaJIOBEpOSITHOM ciydae I1o BceM 14 Y-map-
KepaM OylIeT HaOJIromaTbCcs TUOPHAM3AIMS TOJHKO
BepxHeTo psiga sueek, comepxkammnx JHK-30HmBI K
aJUIEJISIM IIPEAKOBOIO TUIIA.

bonee moaHo pacKpbITh HOTEHLIMAT Y-XpOMOCO-

MBI KaK UICTOYHMKA TeHoTreorpaduieckoit nHgopMma-
11U TTO3BOJIMT JajJbHeNIIas AeTaar3alus Kaxa10i 13
MOJEKVYIIAPHAS BUOJOTUA Ne 5
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Taomuna 3. AjutenbcrieniuUYHbIE TOJIUMOPMHbBIE TTO3U-
LMY B 9K30Hax 6 u 7 reHa AB0, ucrojb3yeMble ISl TEHO-
TUTIUPOBaHUS B TecT-cucteMe Phenotype Expert

Mosuuus SNP, DK30H 6 BOK30H 7
asens” 261 297 681 657
A G A G C
B G T
0! del
ow del G A
0? G

@ Tenotun amtens A (BblIeJIEH XKUPHBIM LIPUMTOM) 110 JOrOBO-
PEHHOCTH CUMTACTCS IPESIKOBBIM.

TaIUIOTPYNIT 10 HECKOJIBKMX IECITKOB CyOKIIamoB
(cyoramorpyrm). CyllecTBYIOIIUil HayYHO-TEXHU-
YeCKU ypOBEHb HE MO3BOJISIET CO3IaThb METOM IJIsl
OMHOBPEMEHHOTO TeHOTUITUPOBAHUS COTEH MapKe-

POB, KOTOPBIM MPU 3TOM XapaKTepPU3yeTCSI BBICOKOIA
YyBCTBUTEIBHOCTBIO 1 MPAaKTUYECKOU nmpocToToii. B
9TOU CUTyalluMd OITHUMAJbHBIM ITOAXOOOM MOXET
OBITh IBYX3TAITHOE MCCIEI0BaHNE, B KOTOPOM IIOMCK
Ha HavaJlbHOM 3Tale CyxKaeTcs J0 OIHOM 0a30Boit
raruIorpyImbl, a HaA BTOPOM PaCIIMPSIETCS 10 UCCIe-
JIOBaHUSI ee CyOKIIamoB. [JIst pa3BUTHS 9TOrO HAaIIpaB-
JIEHUsI BeleTcs paboTa II0 CO3AaHUIO OTAEIbHBIX
OMOYMITIOB, UACHTUMULIMPYIOLINX CYOKIaabl KaXXKa0MN
13 0a30BBIX rarIOrpymil.

Ouyenka memooa 2eHOMUnNUPOBAHUSL

Kak ckazaHo Bbillle, K METOIAM T€HOTUITUPOBA-
HUS B KPUMUHAIMCTUKE TPEIbIBISIOTCS IMOBBI-
LIeHHbIe TpeOOBaHUS, CBSI3aHHbBIE C HU3KUM Kaue-
CTBOM U APYTMMU OCOOEHHOCTSIMU UCCIEAYEMOIro
Mmartepuana. Haumboisee IMOJIHO OHU M3JI0XEHBI B
“PykoBoAcTBEe MO Baludallid METOIOB aHaIu3a
JHK” MexnoyHaponHoil paboueii Ipyniibl CyaeOHBIX
akcrreproB B SWGDAM (Scientific Working Group

Taomuna 4. YacToThl ajuieneii, reHOTUITOB U rpyIin KpoBu ABO 1o pesysibTaTaM TeHOTUTTMPOBAHUS KOJIJIEKIIUU 00pa31ioB
crnaBsHcKoi romysstuuu (N = 482) B Trect-cucteme Phenotype Expert

Ipymma Annens I'enoTun Yacrora, (N)? Yacrora rpynisl Kposu, (N)?
A 0.263 (254)
B 0.174 (168)
0! 0.348 (335)
oV 0.193 (186)
0’ 0.022 (21)
0'/0! 0.112 (54)
o'/o 0.149 (72)
ool 0.290 (14)
1(0) 0.307 (148)
0%/0! 0.010 (5)
0?%/0" 0.004 (2)
0%/0? 0.002 (1)
A/A 0.075 (36)
A/O! 0.191 (92)
11(A) A/ON 0,093 (45) 0.371 (179)
A/O? 0.012 (6)
B/O! 0.120 (58)
1(B) B/O™ 0081 (39) 0.241 (116)
B/O? 0.012 (6)
B/B 0.027 (13)
IV(AB) A/B 0.081 (39) 0.81 (39)

4 (N) — 4ncio ayuiesneii, TeHOTHUITIOB JIM60 06pa3LI0B C COOTBETCTBYIONIEH TPYIIOil KPOBH.
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on DNA Analysis Methods; https:;// www.swg-
dam.org/ files/ugd/4344b0_813b241e8944497e¢99b9c45
b163b76bd.pdf). MBI yuuTHIBaIM TpeOOBaHUSI
SWGDAM B xone co3maHns MHCTpYMEHTa T€HOTH-
MMMPOBaHMsI, OMHAKO €ro 3KCIepuMeHTaIbHAS Balv-
nJaius o BceMmy nepeuHio SWGDAM — 310 06beM-
HOE€ HCCJIeIOBaHMeE, COCTaBJISIIONIEE IIPEAMET OTAE I b-
HOI MyOInKalIu.

st yBeJIM4eHUsI IIIaHCOB YCIEITHOTO TeHOTUIIU -
poBaHust ¢pparmeHTupoBaHHoit JJHK mpu musaiine
MpaiiMepoB cToslJIa 3aa4a MoJay4YeHUs MaKCUMallbHO
KOPOTKUX aMIUIMKOHOB. B pamkax meroma ITHP c
Mnocjeayomei Tuopuan3alueil MUHIMaabHas 1JI1-
Ha (pparmMeHTa, KOTOPbIM MOXHO TOJIyYUTh, 3ABUCUT
OT HYKJICOTUIHOTO COCTaBa JIOKyca U B MIAEaIbHOM
ciygae (ripu cootHomeHun AT/GC = 1) cocrasisieT
okouo 50 m.H. dng 6onpmmHcTBa SNP OBITH TTOIO-
OpaHbl MHIUBUAYaJIbHbIC TIpaiiMepbl, OMHAKO B FeHaX
MCIR n ABO 4actb aHaNM3UPyEeMbIX TOJIUMOPGhU3-
MOB OKa3ajlaCh paclojioXeHa 10CTaTOYHO KOMITaKT-
HO 1 UX 1IeJIeCO00pa3HO ObLIO aMILUTU(MPUIIIPOBATH B
npeneinax omHoro [T P-npomykra: NeNe 2,3, 4,7, 9,
11 — 130 m.H.; NeNe 6, 10 — 92 m.H.; NeNe 42, 43 —
130 m.H. 1 NoeNe 44, 45 — 83 n.H. (Tabn. 1). D10 yBe-
JIMYWJIO CPEIHION JUIMHY aMIJIMKOHOB, OHAKO CHU-
310 MynbtuiuiekcHocts ITHP ¢ 60 no 52. B urtore
HaM yaajioch 1o00uThesl cpenHeil miuHbl T P-mpo-
IyKTa 79 M.H., YTO HE TOJIBKO CYIIIECTBEHHO MEHbIIIE,
yeM B Omkaiimem aHasore (133 m.H. [3]), HO 1 mpu-
OKaeTcs K IMpeiey BO3MOXHOCTEM MeTo1a THOpH -
JIU3allMOHHOTO aHaIu3a.

JJ1s ToHMMaHus rpaHUull IPUMEHUMOCTU METoAa
B KPpUMUHAJIMCTUYECKON MPaKTUKE TPeOyeTCs OlleH-
Ka €ro 4yBCTBUTEJbHOCTU. CHIXKEHUE KOHIEHTpa-
vy JIHK B aHanu3upyeMoM oOpaslie IOBBIIIAET Be-
POSITHOCTD BBITIaJIEHNS OIHOTO U3 ajiiesieit 11bo BCero
JioKyca. BellaieHre onfHOro U3 ajuiesieit mpyu romMmo3u-
TOTHOM T€HOTUIIE HE BU3YyAJIM3UPYETCS HAa TMOpUIU-
3alIMOHHOI KapTHMHE U HE BJIUSIET Ha pe3yJIbTaT UHTEP-
nperauuu. B ciyyae e reTepo3MroTHOro reHOTUIa
BbIMaJIeHUE aJljiesisl CO3AAeT JOKHYIO TOMO3UTOTHOCTD
1 MOXET TOBJIMSITh Ha MPOTHO3UPYEMbIii (DEHOTHII.

Mpbl mpoBenau IIpeaBapUTEIbHYIO OLIEHKY 4YyB-
CTBUTEJIBHOCTU pa3paboTaHHOro MeToAa Ha TpeX 00-
pasuax, conepxanue JJHK xoroprix cocrapisuio 10,
25, 50, 100, 250 u 500 Or B peakiimoHHOM cMecu. Jiist
o6paszuos 50—500 nr Ha peaklnio ObLI MOJTYYEH IO~
HOLICHHEIN NMpoduIb o0 BCeM JIOKycaMm; IIpu 25 Ir
BBITIAASHUS ajuiesieit HaOIIoaalu B IBYX JIOKyCax OJl-
Horo u3 o6pa3uos; npu 10 Or B 1Byx oopasuax obL10
MIOTEPSIHO MO OJHOMY aJUIEIIO U B TPETheM 00pasiie
BBINTAJIM aJUIeIM B IISITH JIOKycaX. YUYMTBHIBAs, 4YTO
10 ir AHK cooTBeTCTBYET MeHEE YeM ABYM TTOJTHBIM
TeHOMaM 4eJIOBeKa, MOXHO IIPEAIIOJI0XNUTh, YTO BbI-
nageHue CBSI3aHO ¢ (PU3NIECKMM OTCYTCTBHEM B pe-
aKIIM1 XpOMOCOMBI WU ee ¢hparMeHTa, colepKalie-
ro BTOPOM ajule]lb HEKOPPEKTHO MPOTCHOTUIIMPO-
BaHHBIX OJUMOP(PU3IMOB.

MOIJIEKVJIAIPHAA BUOJIOTUA

XapakTepHBIil YPOBEHb YyBCTBUTEIBHOCTH OOJIb-
IIMHCTBA MYJIBTUILJIEKCHBIX HAOOPOB 11 KpUMHWHA-
ymctuku coctasisgeT 50—100 rr renomuoit JJHK Ha
[T P, a xist Hambonee OJIM3KOTO K pa3padoTaHHOMY
HaMM HaOopy [JIsi TeHOTUIIMPOBAaHUSI — TIaHEIU
HIrisPlex-S metronom SNaPShot [34] — oHa cocTaB-
JseT 63 KT IS KaXIOi U3 IBYX MYJIbTUILIIEKCHBIX
peakiIiuii, TO €CTh ISl TTIOJIYYEeHMUS TTOJTHOTO TIpOohuIs
o 41 mapkepy norpedyercs 125 nkr JIHK, uto u cie-
JIyeT CYMTAaTh MCTUHHOI YYBCTBUTEIBHOCTBIO 3TOTO
MeTona. IlonmyyeHHbIe MpeaBapuTeIbHbIE PE3YIbTaThl
IO3BOJISIIOT HaM yIOBJIETBOPUTEILHO OLIGHUTb WH-
cTpyMeHT Phenotype Expert mo mapaMeTpy 4yBCTBH-
TEJILHOCTHU.

IMonBoass uTor, MOXHO CKa3aTb, YTO IIPEACTaB-
JIeHHas B padote maHenb MapkepoB mirst JJHK-deno-
TUIIMPOBAHUSI MPEBOCXOAUT MMEIOIIMECs] aHaJoTu
o o0beMy MOJIy4aeMOil ITOMCKOBOM MH(pOpPMaLNH,
a pa3paboTaHHBIII METOI OPMEHTHUPOBAH HA MCCIe-
JOBaHUE IerpalupoOBaHHBIX 0OBEKTOB U MO3BOJISICT
IIOJIy4aTh BECh 3asIBJICHHBIIA O0OBbEM TI'€HETUYCCKUX
IaHHBIX M3 00pa3lloB ¢ HU3KOM KOHIEHTpalluei
HAHK, xapakTepHOil JIsI 3KCIIEPTHONH MNpPaKTUKMU.
IIpenenbHO MPOCTOM MPOTOKOJ T€HOTUIHPOBAHUS
MIO3BOJISIET O0ECIEeYnTh YCIIEIIHOEe BHEAPECHHE Me-
TOJa B IIMPOKYIO TIPAKTUKY, a TOJIydeHHbIC HOBbIE
JIaHHBIE O paclpencjeHU YacTOT ajijiejieil UCIIOJIb-
3yeMBbIX ITOJMMOPGU3MOB BIIEPBBIE YCTAHOBJICHBI
IS POCCUICKOM MOIYJISILIY Y MCITOJIb30BaHbI IS
BaJIMJAlIAM METOMA.

Hammicanue HacTosieil ctaTbu He HOTD€6OBEU'IO
CrieunaJbHOTO (I)I/IHaHCI/IpOBaHI/IH.

Bce nipouieypbl, BBIITOJTHEHHbBIE B UCCIIEIOBAHUMT
C y4acCTHEM JIIOACH, COOTBETCTBYIOT 3TUYECKUM CTaH-
JapTaM MHCTUTYIIMOHAJIbHOT'O I/I/I/I.HI/I HallUOHAJIbHO-
ro KOMHUTETA IO UCCIIEAOBATEILCKON 3TUKE U Xellb-
CHHKCKOI Aekiiapauuu 1964 roga v ee MMocaeayoImM
N3MEHECHUAM WIN COIIOCTaBUMBIM HOPpMaM 3TUKMU. OT
KaKIOTO M3 BKJIIOUEHHBIX B UCCIIEAOBAHUE YYaCTHU-
KOB OBLIO MTOIyYeHO MH(POPMHUPOBAHHOE TOOPOBOIb-
HOE comacue.

ABTOPBI 3aIBJISTIOT 00 OTCYTCTBMM KOH(MIIMKTA MH-
TEPECOB.

CIIMCOK JIMTEPATYPbI

1. Jeffreys A.J., Wilson V., Thein S.L. (1985) Hypervari-
able 'minisatellite’ regions in human DNA. Nature.
314(6006), 67—73.

2. Mannucci A., Sullivan K.M., Ivanov P.L., Gill P.
(1994) Forensic application of a rapid and quantitative
DNA sex test by amplification of the X-Y homologous
gene amelogenin. Int. J. Legal Med. 106(4), 190—193.

3. Chaitanya L., Breslin K., Zuniga S., Wirken L.,
Pospiech E., Kukla-Bartoszek M., Sijen T., Knijff P.,
Liu F, Branicki W., Kayser M., Walsh S. (2018) The
HIrisPlex-S system for eye, hair and skin colour predic-
tion from DNA: introduction and forensic develop-
mental validation. Forensic Sci. Int. Genet. 35, 123—135.

Ne 5

TOM 56 2022



10.

11.

12.

13.

14.

BUOYUAII 1JIA TEHOTUIIMPOBAHHWA TTOJIMMOPOHMU3MOB

Kukla-Bartoszek M., Posdpiech E., Wozniak A.,
Boron M., Kartowska-Pik J., Teisseyre P., Zubanska
M., Bronikowska A., Grzybowski T., Ptoski R., Spél-
nicka M., Branicki W. (2019) DNA-based predictive
models for the presence of freckles. Forensic Sci. Int.
Genet. 42, 252—259

Poépiech E., Kukla-Bartoszek M., Kartowska-Pik J.,
Zielinski P., Wozniak A., Boronn M., Dabrowski M.,
Zubanska M., Jarosz A., Grzybowski T., Ptoski R.,
Spélnicka M., Branicki W. (2020) Exploring the possi-
bility of predicting human head hair greying from DNA
using whole-exome and targeted NGS data. BMC Ge-
nomics. 21(1), 538.

Marciriska M., Po$piech E., Abidi S., Andersen J. D.,
van den Berge M., Carracedo A., Eduardoff M.,
Marczakiewicz-Lustig A., Morling N., Sijen T., Skow-
ron M., Sochtig J., Syndercombe-Court D., Weiler N.,
EUROFORGEN-NoE Consortium, Schneider P.M.,
Ballard D., Bersting C., Parson W., Phillips C., Branic-
ki W. (2015) Evaluation of DNA variants associated
with androgenetic alopecia and their potential to pre-
dict male pattern baldness. PLoS One. 10(5), e0127852.

Pospiech E., Kartowska-Pik J., Marcifiska M., Abidi S.,
Andersen J.D., Berge M., Carracedo A., Eduardoff M.,
Freire-Aradas A., Morling N., Sijen T., Skowron M.,
Sochtig J., Syndercombe-Court D., Weiler N., Schnei-
der P. M., Ballard D., Bersting C., Parson W., Phil-
lips C., EUROFORGEN-NoE Consortium (2015)
Evaluation of the predictive capacity of DNA variants
associated with straight hair in Europeans. Forensic Sci.
Int. Genet. 19, 280—288.

Aulchenko Y.S., Struchalin M.V., Belonogova N.M.,
Axenovich T.I., Weedon M.N., Hofman A., Uitterlin-
den A.G., Kayser M., Oostra B.A., van Duijn C.M.,
Janssens A.C., Borodin P.M. (2009) Predicting human
height by Victorian and genomic methods. Eur. J. Hum.
Genet. 17(8), 1070—1075.

Cho S., Lee E. H., Kim H., Lee J.M., So M.H., Ahn J.J.,
Lee H.Y. (2021) Validation of BMI genetic risk score
and DNA methylation in a Korean population. [Int.
J. Legal Med. 135(4), 1201—1212.

Vidaki A., Ballard D., Aliferi A., Miller T.H., Barron L.P.,
Syndercombe Court D. (2017) DNA methylation-
based forensic age prediction using artificial neural net-
works and next generation sequencing. Forensic Sci. Int.
Genet. 28, 225—236.

Frudakis T.N. (2010) Molecular Photofitting: Predicting
Ancestry and Phenotype Using DNA. Elsevier.

Claes P., Hill H., Shriver M.D. (2014) Toward DNA-
based facial composites: preliminary results and valida-
tion. Forensic Sci. Int. Genet. 13, 208—216.

Mdecenko J1.0., Murgesa O.H., Hacenkuna T.B.,
Py61oB I1.M., JIsicoB YO.1I1., 3acenareneB A.C. (2010)
IeHoTMIIMpOBaHKWEe OHMOJOTMYECKOrO0 MaTepuana IO
nokycaMm HLA-DQAI, ABO, AMEL c nioMo1pio 61o-
qutioB. Moaekyasp. 6uonocus, 44(3), 456—462.

®decenko 1.0., UBanos I1.J1., Kopuuenko A.E., 3em-
ckoBa E.JO., 3acemateneB A.C., Hacenkuna T.B.
(2011) OnruMm3anys 6MOIOTMISCKOrO0 MUKPOIMIIA IS
TeHOTUITMPOBAaHUS JIOKyca AB(0: aHaIMTUYECKIE acIeK-
Tbl. CydebHo-meduyunckas sxcnepmusa. 54, 30—33.

MOJIEKVJIAPHAA BUOJIOTUA  tom 56  Ne 5

2022

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

879

Y Chromosome Consortium. (2002) A nomenclature
system for the tree of human Y-chromosomal binary
haplogroups. Genome Res. 12(2), 339—348.

Karafet T.M., Mendez F.L., Meilerman M.B., Under-
hill P.A., Zegura S.L., Hammer M.F. (2008). New bi-
nary polymorphisms reshape and increase resolution of
the human Y chromosomal haplogroup tree. Genome
Res. 18(5), 830—838.

Keating B., Bansal A.T., Walsh S., Millman J., New-
man J., Kidd K., Budowle B., Eisenberg A., Donfack J.,
Gasparini P., Budimlija Z., Henders A.K., Chan-
drupatla H., Duffy D.L., Gordon S.D., Hysi P., Liu F.,
Medland S.E., Rubin L., Martin N.G., International
Visible Trait Genetics (VisiGen) Consortium. (2013)
First all-in-one diagnostic tool for DNA intelligence:
genome-wide inference of biogeographic ancestry, ap-
pearance, relatedness, and sex with the Identitas vl Fo-
rensic Chip. Int. J. Legal Med. 127(3), 559—572.

Alvarez-Cubero M.J., Saiz M., Martinez-Garcia B.,
Sayalero S.M., Entrala C., Lorente J.A., Martinez-
Gonzalez L.J. (2017) Next generation sequencing: an
application in forensic sciences? Ann. Hum. Biol. 44(7),
581-592.

Fesenko D.O., Chudinov A.V., Surzhikov S.A., Zase-
datelev A.S. (2014) Biochip for genotyping SNPs defin-
ing core Y-chromosome haplogroups in Russian popu-
lation groups. BioChip J. 8, 171—178.

Yip S.P. (2000) Single-tube multiplex PCR-SSCP
analysis distinguishes 7 common ABO alleles and readily
identifies new alleles. Blood. 95(4), 1487—1492.

Sanchez J.A., Pierce K.E., Rice J.E., Wangh L.J.
(2004) Linear-After-The-Exponential (LATE)-PCR:
an advanced method of asymmetric PCR and its uses in
quantitative real-time analysis. Proc. Natl. Acad. USA.
101(7), 1933—1938.

®ecenko 1.0., Kopauenko A.E., Yynunos A.B., Ha-
cenkuHa T.B. (2011) IMomydyeHme OmHOIIEIIOYEYHOI
JHK B omHostanHoii I1LIP ¢ nerkoriaBKuM M30bI-
TOYHBIM TIpaiiMepoM [JIsI TUOpUIM3AllUU Ha OUOYM-
nax. Monexyaap. buoaoeus. 45(2), 267—271.

Chen Y., Branicki W., Walsh S., Nothnagel M., Kayser M.,
Liu F. (2021) The impact of correlations between pig-
mentation phenotypes and underlying genotypes on ge-
netic prediction of pigmentation traits. Forensic Sci. Int.
Genet. 50, 102395.

Cepenenko (Illunkesuu) M.B., Bakyna C.W., Illan-
typeHko M.H., Konapatiok A.B., boposko C.P., Jly-
roBHeB A.B., I'ymuenckags WM.I., Ckpwmmank O.B.,
Mapuenko JI.H., Kunpuesckuii A.B. (2021) IIporuo-
CTUYECKasi CITOCOOHOCTh CUCTEMbI TEHETUYECKOTO (e-
HotunupoBaHus HlIrisPlex B 6enopycckoii moIrys-
uuu. Drosocuueckasn eenemura. 19(1), 67—76.

bananosckuii O.I1, Ilerpymenko B.C., T'opun U.O.,
Karazexena 2K.A., Mapkuna H.B., KocrpiokoBa E.C.,
JleiitboBa H.A., Maypep A.M., bananosckas E.B.
(2019) ToyHOCTH MPEAUKIIMU TMUTMEHTAIIMU BOJIOC U
a3 10 TeHEeTUYECKUM MapKepam i TOMyJsiuuit
Poccuu. Becmnux PIMY. 5, 25—41.

Balanovska E., Lukianova E., Kagazezheva J., Maurer A.,
Leybova N., Agdzhoyan A., Gorin 1., Petrushenko V.,
Zhabagin M., Pylev V., Kostryukova E., Balanovsky O.
(2020) Optimizing the genetic prediction of the eye and



880

27.

28.

29.

30.

DOECEHKO u np.

hair color for North Eurasian populations. BMC Ge-
nomics. 21(1), 527.

Halder 1., Shriver M., Thomas M., Fernandez J. R.,
Frudakis T. (2008) A panel of ancestry informative
markers for estimating individual biogeographical an-
cestry and admixture from four continents: utility and
applications. Hum. Mutat. 29(5), 648—658.

Phillips C., Santos C., Fondevila M., Carracedo A.,
Lareu M.V. (2016) Inference of ancestry in forensic
analysis I: autosomal ancestry-informative marker sets.
Methods Mol. Biol. 1420, 233—253.

Setser C.H., Planz J.V., Barber R.C., Phillips N.R.,
Chakraborty R., Cross D.S. (2020) Differentiation of
Hispanic biogeographic ancestry with 80 ancestry in-
formative markers. Sci. Rep. 10(1), 7745.

Doi Y., Yamamoto Y., Inagaki S., Shigeta Y., Miyaishi S.,
Ishizu H. (2004) A new method for ABO genotyping us-
ing a multiplex single-base primer extension reaction

31.

32.

33.

34.

and its application to forensic casework samples. Legal
Med. 6(4), 213—223.

Reich D.E., Schaffner S.F., Daly M.J., McVean G.,
Mullikin J.C., Higgins J.M., Richter D.J., Lander E.S.,
Altshuler D. (2002) Human genome sequence variation
and the influence of gene history, mutation and recom-
bination. Nat. Genet. 32(1), 135—142.

Asicioglu F., Oguz-Savran F.; Ozbek U. (2004) Muta-
tion rate at commonly used forensic STR loci: paternity
testing experience. Dis. Markers. 20(6), 313—315.

Hohoff C., Dewa K., Sibbing U., Hoppe K., Forster P.,
Brinkmann B. (2007) Y-chromosomal microsatellite
mutation rates in a population sample from northwest-
ern Germany. Int. J. Legal Med. 121(5), 359—363.

Walsh S., Liu F., Wollstein A., Kovatsi L., Ralf A., Ko-
siniak-Kamysz A., Branicki W., Kayser M. (2013) The
HlIrisPlex system for simultaneous prediction of hair
and eye colour from DNA. Forensic Sci. Int. Genet.
7(1), 98—115.

BIOCHIP FOR GENOTYPING POLYMORPHISMS ASSOCIATED WITH EYE,
HAIR, SKIN COLOR, ABO BLOOD GROUPE, SEX, CORE Y-CHROMOSOME
HAPLOGROUPS, AND ITS USING FOR A STUDY

OF THE SLAVIC POPULATION

D. O. Fesenko® *, 1. D. Ivanovsky?, P. L. Ivanov?, E. Yu. Zemskova3, A. S. AgapitovaZ, S. A. Polyakov',
O. E. Fesenko*, M. A. Filippova!, and A. S. Zasedatelev'

! Engelhardt Institute of Molecular Biology, Russian Academy of Sciences, Moscow, 119991 Russia

2 DNA Research Center, LLC, Khimki, Moscow Region, 141402 Russia

3 Russian Center of Forensic Medical Expertise, Ministry of Health of the Russian Federation, Moscow, 125284 Russia

4 Research Institute of Physics, Southern Federal University, Rostov-on-Don, 344090 Russia
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Here, a method for genotyping a panel of 60 polymorphisms using one-step PCR followed by hybridization
on a hydrogel biochip is presented. The pool of analyzed polymorphisms consists of 41 SNPs included in the
HlrisPlex-S panel, 4 SNPs of the AB0 gene (261G>Del, 297A>G, 657C>T, 681G>A), markers of the
AMELX and AMELY genes, and 14 SNP markers of the Y-chromosome haplogroups: B (M60), C (M130),
D (CTS3946), E (M5388), G (P257), H (M2920), I (U179), J (M304), L (M185), N (M231 ), O (M175),
Q (M1105), R (P224) and T (M272). The obtained genetic data make it possible to predict the phenotype of
the desired person according to the characteristics of eye, hair, skin color, AB0 blood group, sex, and geno-
geographic origin in the male line. The setting protocol is simplified as much as possible to facilitate the in-
troduction of the method into practice. The distribution of allele frequencies of the studied polymorphisms,
as well as the ABO blood groups among Slavs originating, mainly from central Russia (N = 482) was estab-

lished.

Keywords: DNA-phenotyping, microarray, forensics, eye color, hair color, skin color, ABO blood group,

Y-chromosome haplogroup, sex
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