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AHHOTaLlIIIﬂ. B ctatbe paccmMmaTpunBaeTCA COCTOAHME I/ICCﬂep.OBaHI/IVI, HanpaBieHHbIX Ha NMPOrHo3n-
poBaHne (I)eHOTI/II'IVI‘-IeCKI/IX NMPU3HAKOB MHAMBUAA NO reHeTn4eCKoMy matepuany. BbiABneHmne )J,HK-
MapKepoB, OTBETCTBEHHDbIX 3a pa3inyHble (I)eHOTI/II'II/IquKVIe NMPN3HaKu, BOCTpe6OBaHO He TOJIbKO B
KPMMNHaNNCTNKe, HO U B nCcCnegoBaHMAX ApeBHeVI ﬂ,HK HeCMOTpﬂ Ha aKTyaJibHOCTb HaMpaBJ/ieHUA
1 60MbLWON MaccuB ny6n|/|Kau,|/||7|, B HacToAllee BpeMA nccnenoBaHmAa BCce elle HaxogATCA Ha paHHe|7|
CTagumn. BI/IOVIHCI)OpMaTVIl-IeCKI/IVI AdHaJIN3 TeHOMHDbIX AaHHbIX, HAKOTMJIEHHbIX Hay4YHbIM COO6LIJ,eCTBOM B
nocnegHmne roabl, NO3BOINI BbIABUTDb KJTlOUEBbIE ﬂ,HK-MapKepbl, BAMAKLWNME Ha nccnegyemble Npr3Ha-
KN BHELWHOCTU, a TaKXKe onpenenntb reorpa(])vno annenen. OTmevyaeTca, YTO OOHWN N Te Xe NPU3Hakn
BHEWHOCTN B HaCeNNEHNN PA3HbIX PEr’MOHOB MIMpPa MOTyT onpeaenATbCA pa3sHbIM MyTaunAM B OOHUX
N TEX XKe reHax, Yto aktyasibHO 1 Npun N3yvyeHnn HaceneHna Poccun. BHenpeHme COBPEMEHHDIX TEXHO-
NOTUI NOTHOTEHOMHOTO CEKBEHNPOBAHNA N NCKYCCTBEHHOTO NHTENJIEKTA Aa€T OYeEBUAHDbIE NpPEenmy-
wecTtBa, B TOM yncne, B nonyv4YeHnn 6onee TOYHbIX 1 NPaKTN4YECKN UEHHbIX METOOOB cy,qe6Ho—Kp|/|M|/|—
HaNMCTUYECKOWN VIAEHTI/I(I)VIKaLWIVI NMNYHOCTN, B Mep,VILI.VIHCKOVI reHeTuKe " naneoreHeTunkKe.

KnioueBble cnoBa: cydebHas >kcnepmusd, cy0ebHAs MOJIeKYIApHO-2eHeMuUYeckas 3Kcnepmusa,
JAHK-udeHmudgukayus, ysem 2s1as, ysem 80J10¢, uyesas mopgosozus, 2eHom, GWAS

Ona untupoBaHma: Cxanaxo P.A., 3anopoxueHko B.B. MporHosunposaHne ¢peHOTUNnMUecKux nprisHakos
nuua no AHK: coctoaHre nccnegosannii // Teopus 1 npakTrka cyne6Hom skcneptn3bl. 2026, T. 21. N2 1.
C. 39-47. https://doi.org/10.30764/1819-2785-2026-1-39-47

Prediction of Facial Phenotypic Traits by DNA:
Status of Research

' Roza A. Skhalyakho', Valery V. Zaporozhchenko?

' Peter the Great Museum of Anthropology and Ethnography (Kunstkamera) of the Russian Academy of
Sciences (MAE RAS), Saint-Petersburg 199034, Russia

2Vavilov Institute of General Genetics of the Russian Academy of Sciences, Moscow 119991, Russia

Abstract.The article considers the current state of research aimed at predicting the human phenotypic
characteristics based on genetic material. Identification of DNA markers corresponding to certain
phenotypes is in demand not only in forensic practices but also in ancient DNA studies. Despite the
overall relevance of this field and a large array of publications, research is currently still at its early
stage. Bioinformatic analysis of genomic data collected by the scientific community in recent years
made it possible to identify the key DNA markers affecting the examined physical characteristics as
well as to determine the geography of the alleles. It is noted that the same appearance characteristics
in the population of different regions of the world can be determined by different mutations in the
same genes which is also relevant when studying the population of Russia. The introduction of modern
techniques of whole-genome sequencing and artificial intelligence provides obvious advantages,
including obtaining more accurate and practically valuable methods of forensic identification,
medical genetics and paleogenetics.
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BeBepneHue

MocTtosaHHoe passutne AHK-texHonornn n
NX BHEOPEHUE B pasnnyHble chepbl AesaTenNb-
HOCTW NI0AEN 1 rocyaapcTBa NoapasyMeBaeT,
B YaCTHOCTW, YJy4LLUEHNE KayeCTBa reHeTunye-
ckux TectoB. AHK-TexHonornm obnagatoTt 3Ha-
YUTENBbHLIMM NPEnMYLLLEECTBAMW NMPU pPeLleHnn
psga 3agad B 06n1acTv KPUMUHANUCTUKK, B
YACTHOCTU — MPU MAEHTUPUKALMN JINHHOCTU
HEM3BECTHOro MHAMBUAA UK uaeHTUdGnKauum
OCTaHKOB. B HacTosllee Bpemsi B aKcnepT-
HO-KPUMMHANUCTUYECKUX  NoApasaeneHunsax
cuctemMmbl MBIl Poccum akTMBHO UCNOSIb3yeTCs
knaccuyeckaa JHK-naeHtndukauysa nHovem-
ha rno npoduno ayToCoMHbIX STR-MapkepoB
(aHrn. Short Tandem Repeat — kopoTkue TaH-
[EeMHble MOBTOpPbI), U3 KOTOPbLIX Yallle BCero B
KPUMUHaNNUCTUYECKOM 3KCNepTnse NpuMeHsi-
IOT BbICOKOMONMMOPPHbIE ayTOCOMHblIe STR-
JNloKycbl. Pexe ncnonb3yloT gpyrue CUCTEMbI:
STR-nokycbl ans X-xpomMocoMmbl, STR-nokychbl
ansaY-xpomocombl, SNP-nonnmoppusm’, cex-
BEHNPOBaHME MUTOXOHAPManbHonM JHK n 1. Aa.

Ha npakTtuke paxe npu Hanuyium pgocTta-
TOYHOro Ans UAEHTUPUKALUMOHHOIO unccne-
nosaHusa [HK-cnega ¢ mecta nNpecTynienus
y CNneacTBUs 3a4acTyto Mbo OTCYTCTBYIOT MO-
[o3peBaemMble, NMOO0 X KPYr CAINLLKOM LUMPOK.
Onsa cyxeHns kpyra nogo3pesaemMblx 1 NOBbI-
weHnsa adPEeKTUBHOCTM PO3bICKa NPECTYMHN-
Ka nnu naeHTudukaumm aM4HOCTU BO3MOXHO
npoBeneHne OHK-nccneposaHna u onpeae-
JIEHUs1 MapKepPOB HEKOTOPbIX BHELLUHUX MNpu-
3HaKOB MAEHTUDULNPYEMOIO HEU3BECTHOIO
nmua. lNMpusHakaMmy BHELIHOCTU, Hambonee
COOTBETCTBYIOLLMMU LENM pa3paboTku npo-
FHOCTMYECKNX TECTOB BHELLHOCTW YesI0BEKa MO
OHK, B cynebHO-MeaunLMHCKOW aKkcnepTmae
BbIOpaHbI LIBET a3, BOOC U KOXK. OHM aBNS-
IOTCS OAHMMU N3 Hanbonee 3aMeTHbIX N NIErKO
duKcnpyembix GEHOTUMNHECKUX XapaKTepu-
CTUK, YOOOHbI AN UCMNOJSIb30BaHMA B KPUMMK-
HaIMCTUYECKONM NPaKTUKE, NPY 3TOM OTHOCU-
TEeNIbHO HEBOJbLLIOE KOIMYECTBO MEHETUYECKMX
MapKepoB onpenenseT 60/bLUY YaCcTb UX Ba-
pPUaTUBHOCTM.

ViccnepoBaHus, HanpaBfiEHHbIE Ha Bbl-
asneHne JHK-mapkepoB, OTBETCTBEHHbIX 3a
pasnuyHble GEHOTUNMYECKNE MPU3HAKK, Ha-
yanu npoBoamTb Gonee 20 net Hasan. He-
CMOTPS Ha Haimume OONbLIOro KOMMyecTBa
nyénmkaumn B MMPOBOMN NUTEpPATypEe O CBSA3U
psaa JHK-mapkepos ¢ pas3anyHbiMn GeHOoTU-
NMUYECKNMU NPU3HAKaMM, OHU OO CUX MOpP He

' SNP-nonumopousmbl (aHen. Single Nucleotide Polymor-
phism - SNP) - n3meHeHua B nocneposatenbHoctn [HK,
COCTOAILLME BCErO U3 OfHOTO HYKJIeoTua.

MCMOJIb3YIOTCA B AOCTATOYHOM Mepe B cyneb-
HO-MeAMUUHCKOW akcnepTtuse. [lepBbii UK
nybnvkauni B aTon obnactn Obin OTMEYEH B
2007 rogy v 6bln CBA3AH C aKTUBHbLIM Pa3BUTU-
eM NGS-TexHonoruia?.,

Mopdonormsa nuua npeacrtaBnsaetT cobon
YHUKANIbHYIO W TFEHETUYECKM Hacneayemyio
OMOMETPUYECKYID XapakKTepucTuky, obecne-
YMBAIOLLYIO KPUTUHECKN BaXKHYIO MHPOPMaLMIO
Ons naeHTndukaumm nM4HOCTU B KPUMUHANN-
CTMYECKUX NccnenoBaHusx. BHeapeHme HoBbIxX
TEXHONOrNIA NapannenbHOro CEKBEHNPOBAHNS
B 9KCMEPTHO-KPUMMHANUCTUHECKYIO NPaKTUKY
NPONCXOANT MeAJIEHHEE MO CPABHEHUIO C Ha-
YYHBIMU U KINHUYECKUMU NCCNea0BaHUSMN.
3T0 BO MHOIOM CBSI32HO CO CJ/TIOXXHOCTAMMU CO-
BMELLIEHUNS C Y>Ke UMelowmMmnca 6asamm aaH-
Hbix AHK-npodwuneni, a Takke ¢ HEOOX0aUMO-
CTbiO MPOBEOEHUSA CTPOrvx BannaaLWOHHbIX
3KCNEepUMEHTOB AN1a akkpeauTauum npubopos
1 HabopoB peareHToB. B 0630pe npencraene-
Hbl CYLLECTBYIOLLME B MUPE PELLEeHNs Mo Nnpo-
rHO3MPOBAHMIO PEHOTUMUYECKUX MNPU3HAKOB
no OHK B 3KCnepTHO-KPUMUHANUCTUYECKOMN
MpakTUKe N reHeTuKe.

LiBeT rnas, BOJsIOC U KOXU

Haunbonee BocTpebOBaHHbIE B KPUMUHANN-
CTUKE MPU3HaKM BHELLIHOCTU YenoBeka (POCT,
LUBET rnas, KOXu, BONOC) aKTUBHO WCMOJb3Y-
l0TCs B PU3NYECKON aHTpornonorum. PasHo-
obpasne M KONMMYECTBEHHAs M3MEHYNBOCTb
Bapuvaumin uBeTa rnas, Boa0oC U KOXW B Hace-
JIEHNN MUpPaA yKa3blBaeT Ha CIOXHYI0 Npupoay
reHeTU4ecKon AeTepMuHaLMK 3TUX NPU3Ha-
KOB, CBSI3@HHYIO 1 C YMCJIOM, U C BapuaHTamm
NMUrMEHTOB, Y C OCOOEHHOCTSAMM MX pacnpene-
NeHNs (HanpuMep, B CNOSIX paayXHo 060104
K1 rnasa unv KOpKoBOM CJ10€ BOJ1IOCA).

Bce Bapuaumm okpackm 3aBUCAT OT KOJN-
yecTBa M PacCrosIOKEHUs MeNaHMHa B KOXe,
pagyxuHe n Bonocax. lNop useTomM rnas noa-
pasymeBaeTCcs okpacka paayxuHbl. OHa 3a-
BUCUT KakK OT KONMYEeCTBa, Tak U OT MyOuHbI
pacnonoxeHus nurmeHTa. PagyxHas 060104-
Ka rnas cocTtouT M3 naTKM cnoes: 1) saHOoTe-
nms, obpalleHHOro K nepeaHen kamepe rnasa;
2) peTnkynsapHoro cnos; 3) cocyamcToro c/os;
4) 3agHero nNorpaHnyYyHoOro cnos; 5) NUrMeHT-
HOro cnosi. NMUrMeHT MOXEeT pacnonaraTbCs
KaKk B MUrMEHTHOM M 3aJHEeM MNOorpaHNU4yHOM
cnosix, Tak U B COEANHUTENTbHOTKAHHOM CTPO-
M€ COCyanCTOro cnos. NMMrMeHTHbIN 1 3aaHUI
MOrpaHMyHbIA CNOU BCerga cogepXxat To Unm
MHOE KOJINYECTBO NUIMEHTA (3a UCK/TIIOYEHNEM

2 CeKBEHMPOBaHMe HOBOro nokosieHus (aHes. Next Generation
Sequencing - NGS).
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Theoretical Issues

cinyyaeB anbbuHmMama). Yem Gosiblie MenaHu-
Ha, TeM TeMHee UBeT ma3. COOTBETCTBEHHO,
HM3Kas BblpaboTka MenaHuMHa BedeT k Bosnee
CBET/IOMY LBETY [11a3, a OTCYTCTBUE MNMUIMEH-
Ta — K anbbuHN3My. B peTukynsipHoM 1 cocy-
ONCTOM CJIOAX MUIMEHT MOXET OTCYTCTBOBATb,
W TOrga NMrMeHT rmyboKMX CNI0EB NPOCBeYMBa-
eT yepes nepegHue C/ioun paay>XuHbl, 4TO 00Yy-
CJIOBNIMBAET CUHIOK UNn ronybytlo OoKpacky.
[Mpy HepaBHOMEPHOM PACMOJIOXEHUN B HUX
NMUrMeHTa noJly4alTCa pasfinyHble CMeLlaH-
Hble OTTEHKM. Hannumne nurmeHTa B nepeaHnx
crnosix 00yCnoBnAMBaEeT XenTyio wuin Oypyto
oKpacky paayxuHbl [1, 2]. B ¢dunanyeckon aH-
TPONOJIOrnK CYLLECTBYET PSL, CUCTEM KJ1aCcCu-
dvkaumn ugeTa pagyxHoin obonodkm. B Poc-
cum Bonee naeecTHa cuctema B.B. ByHaka, 3a
pybexom — cuctema MaptuHa-LUynbua (aHr.
Martin—Schultz scale) [2]. Mpu3Hak 0ObIYHO
aHann3npyeTcs NyTeM pasHeceHud LBeTa rnas
Ha OTOESIbHblE KaTeropmu 1nu Knaccol, onpe-
JensemMble BU3yasibHOW OLLEHKOW OAVHOYHbIX
Habnoparenei unn no potorpadusm pagyx-
HOW 0060J/104KN rnasa. B KpyMMHaNMCTNYeckom
npakTuke MPUHATO [OefIEHVWE Ha CBEeT/ble U”
TEMHble (MHOrAa BbIAENFIOTCH Takxe npome-
XYTO4YHble OTTeHku). LiBeT Bonoc onpepens-
€TCS KOJINYECTBOM MUIrMeHTa MeflaHHa B BO-
nocax. M3BbITOK OAHOro TUNa MenaHuHa, Ha-
3bIBAEMOr0 3yMeNIaHMHOM, NMpuaaeT Bosocam
YyepHbI (6oNbLIOE KOMMYECTBO 3yMENaHnHa)
WIN KOPWYHEBLIN LBET (YMEpPEHHOe Konuye-
CTBO aymenaHunHa). MI36bIToK Apyroro nurmMeH-
Ta, deomMenaHmHa ¢ He6obLLINM KOJIMYECTBOM
ayMenaHuHa, npuaaeT BOJ0CaM PbKUA LBET
[3].

Ona onpegeneHnsa uBeta BOJMOC ynoTpe-
OnATCA pasfiMyHble LWKanbl okpacku. Hau-
bonee WMPOKOE pacnpocTpaHeHe nosyyunna
wkana duwepa, npeacrtasnsowas coboi 30
OKpAaLLUEeHHbIX Npaaen U3 MCKYCCTBEHHOIo BO-
JIOKHa, OGNM3KO nepefarLlmx eCTECTBEHHbIN
uBeT Bonoc. OHM MOryT 6bITb YCIOBHO pas-
[esieHbl Ha HEeCKONbKO rpymnn: KPacHOBATOro
uBeTa (pbbkue), YepHOo-KallTaHOBble, KalluTa-
HOBblE, TEMHO-6e/1I0Kypble, Pa3/INYHbIE OTTEH-
K1 CBETNO-6EeN0OKYPbIX (B HAX OLLyLLAeTCs nNpu-
CYTCTBME XENTOBATOrO OTTEHKA), NenesibHble
(>KenTu3Hbl HET), YepHble, nepepaloLme pas-
JINYHYIO CTENEHb BOJIHUCTOCTM BOJIOC, HO HE UX
uBet [2].

B HacTosLee Bpemsa Ona onpenenieHvs
nurMmeHTaumm no HK B KpMunHanmcTumke wm-
POKO MCMNOJIb3YEeTCA KOMIMJIEKCHasd cuctema
HlrisPlex-S [4]. B ee ocHOBe — MynbTUMIEKC-
HbIn aHanu3 no naHenm n3 41 SNP mapkepa

M YeTbipe npeackasaTenbHble MOAenu Ans
onpepeneHna uBeTa ras, uBeta M OTTEHKa
BONOC, uBeTa Koxu. [pegpioyuime Bepcun
aTol cuctembl 66K Npolue: Bepcus IrisPlex —
npenckasaHve ugeTta rnas no 6 BapuaHtam u
HlrisPlex — npeackasaHue uBeTa rnas n BoJioc
no 24 SNP BapuaHTam [5, 6]. C 2016 roga noo-
CTYyNeH OHNanH-pecypc [7], KOTopbI onpeae-
NSET BEPOSATHOCTb MPOSABEHNS ONPEAENEHHO-
ro uBeTa rnas 1 BON0C U3 MNOJHbIX U HEMOJHbIX
npoowunen reHoTUNoB ¢ UCNOJIb30BaHMEM Na-
paMeTpoB, CO34aHHbIX Ha OCHOBE 6a3 AaHHbIX
C OOJIbLLIMM KOJINYECTBOM FEHOTUMNOB N PEHO-
TUMNOB. OTOT KOMOMHMPOBAHHbIA UHCTPYMEHT
NPOrHO3MpoBaHUa NpencTaBnseT cobol OH-
NarH-cUCTEMY, Haxogsulylcs B CBOOOAHOM
poctyne. laHHble Tpy NaHenn MapKkeposB U COo-
OTBETCTBYIOLLME aNrOpuUTMbl Npeankummn de-
HOTUMa No reHoTuny GblNK NocnenoBaTenNbHO
paspaboTaHbl UccnefoBaTefiiMn YHUBEPCU-
Teta um. dpasma Potreppamckoro (Hugep-
naHgpl) 1 KkonneramMmu.

Metopn, HlrisPlex Obin anpobupoBaH npe-
VIMYLLLEECTBEHHO Ha eBponercknx obpasuax [8,
9]. 3P deKTUBHOCTb NPOrHO3MPOBAHMA LBeTa
rnas, BOsOC n koxun no cucteme HirisPlex-S
Oblyla NPOAEMOHCTPUPOBAHA N Ha BblOOPKax
13 NaTUHOAMEPUKAHCKUX NONYALNA, FEHETU-
4yecku oTnmyaloLmxcs ot esponerickmx [10].

BaxHO y4ecTb, 4TO reHodOH, HacesieHus
Poccun (no cytn — Bcen CeBepHol EBpasun)
reHeTM4yeckn pasHoobpaseH No CPaBHEHUIO C
reHoOoHOaMMN KOPEHHOIO HACeeHNs NoKalb-
HbIX apeasioB APYyrux pernoHos mwupa. [lpu
9TOM reHOGOHAbl HACENEeHUs1 PasHbIX perun-
OHOB Poccuu reHeTn4eckn 3HayuTeslbHO OT-
JINYHAIOTCS HE TONbKO OT HaceneHnsa 3anagHomn
EBponbl, HO 1 gpyr ot gpyra [11].

B pamkax BbinonHeHus npoekta «JHK-
naeHTUdMnKaums»® 6olna NpoTecTMpoBaHa na-
Henb MapKepoB LBeTa rmasa v Bonoc HirisPlex-S
Ha nonynauusax Poccun n  conpenenbHbIX
cTpaH [12, 13]. AHann3 NpoBOAUNN Ha maTe-
prvane 300 yenoBek B 48 nonynaumsax KOPEH-
HOro HaceneHuna Poccun mn conpegenbHbIX
cTpaH. lonynauum OTHOCWUAUCH K YeTbIPEM
pernoHam: EBponenckasa Poccua, 3anagHas
Cubupb, KaBkas n CeepHast A3us (3TOT peru-
OH B JaHHoW paboTe BktoYan u LleHTpanbHyto
A3110). ToYHOCTb PaboTbl MapKepoB Obina He-
CKONbKO HUXe, Yyem B 3anagHon Espone. Be-
posTHO, B nonynsumsax CesepHon EBpasun c

3 Mporpamma «Pa3paboTka MHHOBALMOHHbIX reHoreorpadu-
YECKMX 1 TeHOMHbIX TEXHONOMMI NAEHTUGUKALMN INYHOCTU
1 VHAVBUAYabHbIX 0COGEHHOCTel YenioBeKa Ha OCHOBE 13-
y4eHuA reHopoHA0B pernoHoB COIO3HOrO rocyAapcTaar.
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nUrMeHTaumMen rnas v BoJsIoC CBA3aH HECKOSIb-
KO MHOW CMeKTp anneneint, 4em B HaceneHuu
3anagHoii EBponbl. ABTOPbI A0MONHUAN CTaH-
DAPTHYIO MaHenb HOBbIMU 3P EDEKTUBHLIMU
SNP-mapkepamMu, KOTOpPblE MOBbILLAIOT TOY-
HOCTb nNpeackasanma deHotuna no AHK ang
nonynaunii CesepHoii EBpasun, He BnMasa Ha
CMeKTp OTTEHKOB ONpPeaenseMoro nMu LgeTa.
3HaA4YMMOCTb HOBbIX MapkepoB OCOOEHHO Be-
JiKa Npu N3y4eHnn KOPeHHoro HaceneHms Cu-
6upwu: HirisPlex npeackasbiBaeT TEMHbIE rnas3a
NpPakTU4eckn ansg Bcex cnbupckux obpasLos,
TOrga Kak y HEeKOTOpbIX M3 HUX LBET rnas B
JEeNCTBUTENTbHOCTU CBET/IbIV UM MO MEHbLLEN
Mepe CMELLIAHHbIN.

B pamkax aTtoro npoekta BbiAEAMAN na-
HeNb FeHEeTUYECKUX MapKEpPOB, OMTUMASIbHbIX
ONs npeackasaHna NMrMeHTauum rmnas v BosaocC
KOpeHHoro Hacenenuss Poccum (31 mapkep):
HERC2 (rs1129038), HERC2 (rs12913832),
HERC2 (rs12916300), TP63 (rs6804480),
SLC45A2 (rs35407), MC1R (rs1805007),
HERC2(rs1129038), DEF8(rs8051733)H,EDAR
(rs3827760), SPATA33 (rs71396951), SLC45A2
(rs28777), RALY (rs8051733), LOC100996492
(rs12915889), RUNX2 (rs2820339), GLB1
(rs72856153), LOC105370627 (rs12896399),
PRDM16 (rs1999528), ANKRD11 (rs8051733),
AFG3L1P (rs4238832), — (rs34191540), OCA2
(rs2871886), MC1R (rs2228479), SLC24A5
(rs1426654), FANCA (rs75570604), TYR
(rs1393350), HERC?2 (rs7494942), CACNA2D3
(rs11283625), TYR (rs1042602), C19orf45
(rs685034), SLC24A4 (rs12588868), -
(rs11228497). Llectb M3 HUX BXOOAT Takke
B naHenb HirisPlex (rs1129038, rs1129038,
rs8051733, rs8051733, rs8051733,
rs1426654), elle CeMb MapKepOB BXOAAT B
naHenb HlrisPlex-S (rs12913832, rs1805007,
rs28777, rs12915889, rs2228479, rs1393350,
rs1042602). OctanbHble 18 SNP-mapkepoB rno-
kasanu apPeKTMBHOCTb HA MaTepuane Poccum
n CeBepHon EBpasun (rs12916300, rs6804480,
rs35407, rs3827760, rs71396951, rs2820339,

rs72856153, rs12896399, rs1999528,
rs4238832, rs34191540, rs2871886,
rs75570604, rs7494942, rs11283625,

rs685034, rs12588868, rs11228497).

B cnepytowein yactu gaHHOro nccnegosa-
Hua [14] kaxabii n3 31 mapkepa, BXoAsLLErO B
OTEYECTBEHHYIO NaHenNb, Obll FrEHOTUNMPOBAH
y NpeacTaBuTenein 22 nonynsumin, oxeaTbiBa-
OLLMX OCHOBHOE pasHoobpasue reHodoHO0B
CeBepHon EBpasunu, no cymmapHoi BbiIbopke
1153 4yenoBek. YyBCTBUTENbHOCTb Npeauk-

* Annenb — OfAHO 13 BO3MOXHbIX aJIbTEPHATVBHBIX CTPYKTYPHbIX
COCTOAHMI reHa nnm yyactka IHK KoHKpeTHoM nokanvsaumu.

LMW NpU3Haka «TeMHbIN LBET Mas» oka3anacbh
OYeHb BbICOKA, COCTaBnsia B cpegHem 96%.
YyBCTBUTENLHOCTb  MNPeaukuMn  Npu3Haka
«TEMHbI LBET BOSIOC» Oblsia HECKOJIbKO HUXeE:
B cpeaoHemM no nonynaumam — 88%. O6Hapy-
XEHO reHeTmnyeckoe ceroeobpasne nonynauumn
KaBkasa n Ypana, y KOTOPbIX HaCcTOTbl FreHETU-
4YeCKMX MapKepoB NMUrMeHTaLUu He CBOAMMbI
HM K «3anagHOMy», HU K «BOCTOYHOMY>» TUMY.
MonyyeHHble pe3ynbTaThl NOKa HE BHEAPEHDI B
OTEYECTBEHHYIO KPUMUHANUCTUYECKYIO Mpak-
TUKY.

B uenom, cuctema IrisPlex Bo Bcex Tpex ee
MoaMdUKaumUaxX SBASETCS LUMPOKO UCMOSb3y-
€MbIM WHCTPYMEHTOM HE TOJIbKO B KpUMUHa-
JNCTUKE, HO N Npu n3ydyeHun gpesHen OHK.
Hanpumep, reHeTnyeckoe nccnegoBaHme Ha-
ceneHns gpeBHero (MnHorckoro) Kpura noka-
3as10, YTO OHO MMENO TEMHbIE 1a3a N TEMHbIe
BOJIOCbI, @ 3HA4MUT, BMOJIHE COOTBETCTBOBAJIO
CBOMM M300paxkeHMsM Ha kepamuke n dpe-
ckax [15], npunyem aToT dheHoTun Obin pac-
NPOCTPAHEH Ha OCTpOBax Jremckoro Mops
Mo MeHblLen mepe ¢ OPOH30BOro Beka [16].
MoBbILEHNE HYACTOTbl «CBET/bIX>» aNfeNien Ha-
yanocb C HEONAUTA M NPOAOJIKANOCh B Nocne-
ayowme nepuobl nctopum [17]. Npn aToM B
npeaKoBon Ans HeonnuTndeckom EBponsl nony-
NAUMN aHATOJIMNCKMX 3EMIEAENbLEB 3TN an-
nenu Takxe Bctpedanuck [18], Ho Obinn peaku.

XoTa B HacTosiLee BpeMsi CUCTEMY Mpen-
ckasaHusa HlrisPlex-S npuHaTO cumtath Ha-
OEXHOW 1N HEe UMEIOLEN anbTepHaTUB B KPU-
MWHANUCTUKE, y3kas MoOenb MnpeackasaHus
uBeTa (B TepMUHAax «CBET/bIN-TEMHBbIN») OCTa-
€TCs ee CyLlecTBeHHbIM HepgocTtaTtkoM. O60-
CHOBaHa 1 He0BX0AMMOCTb NPOAOIIKEHNS NC-
cnegoBaHui Ha 6onee o6LLMPHOM MaTepuane
0bpa3uoB n3 Poccum n conpenenbHblix cTpaH
C MPUMEHEHMEM MOJSIHOrEHOMHbIX TEXHOJIOM A,

[eHeTnYeckne Mapkepbl, acCoOUMMPOBAH-
Hble C UBETOM KOXMW, CTaHOBWIUCb npeame-
TOM psiga uccnepoBaHuii. B padote [19] Obino
NPOTECTMPOBAHO 7 MapkepoB, MO KOTOPbIM
MbiITaIVCb NpPeackasbiBaTh LBET Koxu. Map-
kepbl rs12913832, rs1545397, rs16891982,
rs1426654, rs885479 n rs12203592 Bapunatme-
Hbl B NOMYNSALMSX CO CBET/IbIM LIBETOM KOXW, TOT -
ha kak rs6119471 aenseTca xapakTepHbIM AN
MonNynsLUMA C TEMHbLIM LIBETOM KOXWU. [1n1s cemun
SNP, pacnonoxeHHbIX B reHax NUrMmeHTaumm unm
nobnmM30CTN OT HKMX, ObINIO MOKA3aHO, YTO OHWU
MonesHbl A5 ONMCaHUS BUAMMbIX XapakTepu-
cTuK. Bce cemb SNP 6binn ncnonb3oBaHbl st
NMPOrHO3MPOBAHNSA LBETA KOXW WHOMBUOYYMOB
HE3aBMCUMO OT UX 3THUYECKOro MPOUCXOXOE-
HUS, C O4EeHb HU3KOW YaCTOTOM OLLIMOOK.
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B pabote [20] 6bIM NpoaHann3MpoBaHbl
OaHHble 17 262 eBponenues ¢ Lefblo 0OHapy-
XUTb JIOKYCbl, OTBETCTBEHHbIE 33 LBET KOXMU.
lMokazaHo, 4to reH ASIP Ha xpomocome 20
aCCOLMNPOBAH C LLBETOM KOXW Y EBPOMNENLEB;
Takxe ¢ HUM cBAdaHbl okycbl SLC45A2, IRF4,
HERC2/0OCA2 n MC1R. Bcero ona ougeHku
uBeTa KoxXxun 6b11m1 ncnonb3oBaHbl 9 SNP v Bbl-
6opka 13 54 nonynsaumin mmpa (940 o6pasuos
Habopa HGDP-CEPH). OTmMeueH 4eTkuin rpa-
OyanbHbI XapakTep C MNOCTENEHHbIM YBENU-
4YeHneM accoumaumn ¢ TeMHoM koxer ot Ce-
BepHon EBponbl o KOxHonm EBponbl, CeBep-
Hon Adpuku, BnmxHero BocToka n 3anagHon
A31un, B COOTBETCTBUM C U3BECTHLIM pacnpe-
neneHnem Gu3nNYeCcKoro LBETa KOXM Mo 9TUM
reorpaduyeckum pernoHam. 3a npegenamm
yKa3aHHOro apeana npenckasaHns oka3anucb
NPakTU4eCKM OQVNHAKOBLIMW, HECMOTPS Ha N3-
BECTHYIO (DEHOTUMUYECKYIO PasHULYY MexXay
6onee CBETLIMU a3naTaMn/KOPEHHLIMU ame-
pukaHuamMmn n 6onee TEMHbIMU adprKaHLAMM.
MHbIMK cnoBamu, ykasaHHble 9 SNP adbdek-
TUBHbI KaK NPeamKTop LBeTa KOXWU TONbKO B
apeane npoxvBaHsg eBponeonaoB.

M HakOHel, B 3aBepLUEHUN 3TOro pasge-
na cnenyet OTMETUTb OPUIMHANbHBIA METOA,
onpeneneHns NPU3HaKOB BHELLIHOCTU Npea-
JNIOXEHHbIA OTEYECTBEHHBIMU Yy4eHbiMK [21].
MpenonoxeHHas naHenb rEeHOTUNMMPOBAHUS
cocTouT 13 60 OQHOHYKNEOTUAHBLIX NOAMMOP-
dun3mor (SNP) ¢ nomoLblo 0gHOCTaaMNHOWN
MLP c nocnenytoweii rmbpunamnsaumnert Ha rng-
porenesoM 6uounne. [yn aHanMsanpyembix
nonumopdunamos coctout n3 41 SNP, Bxoasi-
wmx B naHenb HlrisPlex-S, a Takxe 4 SNP rena
ABO ans onpeneneHust rpynnbl KDOBU, Mapke-
poB reHoB AMELX n AMELY pgnsa onpegeneHms
nona, a Takke 14 SNP-mapkepos rannorpynn
Y-XpOMOCOMbI, KOTOpble onpenensoT obLimne
rannorpynnsl. NMaHens 6bi1a anpobupoBaHa Ha
BbIOOpKax CNaBsAHCKOro HaceneHus Poccuun u
B nonynsauum kasaxos [21, 22].

NMonHoreHOMHbIN NOUCK accoumnauuni
(GWAS) uepT nuua

Lns onpeneneHns reHeTUYECKNX BapuaH-
TOB, BAMSIOLMX HA GOPMUPOBAHNE BHELLHUX
NPU3HaKOB YenioBeka, MPOBOAATCH Uccneno-
BaHMs accoumauuii Mexgay reHOMHbIMU Ba-
pvaHtamm ”n GeHOTUNNYECKUMN NPU3HaKa-
Mn — Genome-Wide Association Studies, nnn
NOJIHOFEHOMHBIN nouck accoumauunii (GWAS).
My6nmkaumm Ha [aHHYI0 TEMY B OCHOBHOM
CBsi3aHbl C BOMpocaMn meauuuvHbl. OgviH 13
nmpepoB B 061acTn pacn@poBKM reHoma
yenoBeka, amepukaHckmin reHeTuk Kpenr Ben-

Tep ¢ Konneramu paspaboTan Moaesb NPOorHo-
31MpoBaHNa GEHOTUMNYECKMX MPU3HAKOB MO
OAHHbIM MOIHOFEHOMHOIO  CEKBEHVPOBAHUS
[23], B yacTHOCTW, ANSt TPEXMEPHOM CTPYKTY-
pbl nvua, ronoca, GMONOrMYeckoro BO3pac-
Ta, pocTa, Beca, uHaekca Maccol Tena, LBe-
Ta rmas n useTa KoXu. [eHeTnyecku npocTbie
YyepTbl, TAKME KaK LIBET MMa3 N KOXW, MPOrHO-
31MPOBaNMCb C BbICOKOW TOYHOCTbI. OgHako
ONs CNOXHbIX NPU3HaKOB OblIM NpeackasaHsbl
NNLWb HebonbLUMe O0Nn HabnoaaemMon peHo-
TUMNYECKON N3MEHYMBOCTU. [loaTOMy 1 camun
aBTOPblI OTMEYAIOT, YTO, HECMOTPS Ha BnevaT-
ngowme pedynbraTthl, JAHHOE UCCNe0oBaHuEe
[OMKHO BbITb NPOAOJIKEHO.

KonnektTmeoM aBTOPOB MPEUMYLLECTBEH-
Ho 13 KnTtas 6bin npoBefeH macluTabHblii Me-
Ta-aHanm3 GWAS [24]. BocTto4yHoasnatckas
BblOOpKa (B TOM YMCIIE XaHbLEB) HACHUTbIBA-
na npumepHo 10 000 yenosek, Takxe Obln
BK/IOYEHbI npeabiaylumne pesynstatel GWAS
no peaynbratam MUCCNeaoBaHUs eBpOonenLeB
npMMepHoO Toro xe obbema Bblbopku. Ko-
JINYECTBEHHYIO OLEHKY 78 npu3HaKoB nuua
npPoBOAMAM C noMoLlbio 3D-n3obpaxeHnii.
BbigBneH 71 reHOMHbIV JIOKYC, CBSI3aHHbIN
C yepTamm aumua, Bknoyaa 21 Hoebin. Ona 9
MOPHONOrMyecknx NPU3HaAKoOB aBTOPbI Npea-
NOXUAN METOAVKY BbIMUCIEHUSA MOJINIEHHbIX
mHoekcos (facial polygenic score — FPS), ko-
TOpble NO3BOMSAIOT YCMNELIHO NPOrHO3MPOBATL
yepTbl N1ua Ha ocHoBe SNP. Kpome Toro, FPS-
TEXHUKY NPUMEHUNN ANS NpenckasaHns 4epT
aMua ceMn HeaHZepTasbLEB M OOHOMO AEHU-
coBLa Ha ocHoBe gpesHen OHK n cooTHecnn
npenckas3aHns C UCKOMAEMbIMU HaxOoAKaMu.
Y HeaHOepTanbLUEB U AEHNCOBLEB, BEPOSITHO,
ObIIN CXOXKMe 4epTbl n1ua ¢ 6onee WMPOKUM
1 KOPOTKMM, YEM Yy CarnmMeHCOB, HOCOM U1 60J1b-
WM  PacCTOSAHMEM MeXAy 3HAOKAHTUOHA-
MW (TO €CTb CaMbIiMW BHYTPEHHUMMU TOYKaMMU
rnag). Mpu aTOM pOT Yy AeHNCOBLEB Obln yXxe,
4yeM y ABYX OPYrMX BUOOB YenoBeka.

B HepmaBHO onybnukoBaHHOW cTaTbe [25]
GWAS-nccnepgosaHue accouvaumin  reHoTu-
na n mopdonorum nmua NPoBOANIIOCH Ha Bbl-
6opke 172 yyacTHukoB 13 OAD (89 MyXUUMH ”
83 XEeHLWWHbI), 4TO ABNSIETCA NepBoOi Nyonu-
Kaumen no pJaHHbIM nonynaumu BavxHero
BocTtoka. M3 44 nay4yeHHbIXx GEHOTUMNYECKMX
npusHakoB ans 11 Gbna nokasaHa cTaTUCTU-
yeckm 3Haummas cBa3b ¢ 242 SNP. [laHHble
SNP paHee 6blnn N3BECTHBLI Kak CBA3aHHbIE C
pPOCTOM Tena, YepenHo-nmueBbiMu aedekTa-
MU N MUMUYECKMMU 0COBEHHOCTSAMU. Paznn-
4Yns B UCTONIKOBAHMN OOHUX N TEX Xe annenen
KaK CBSI3aHHbIX C NMaTONOrMEn B OAHUX MOMy-
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NAUMSIX N KaK BapMaHT HOPMbl B APYrvX MOTYT
ObITb CBA3aHbI Kak C HECOBEPLLUEHCTBOM Npes-
BApPUTENbHOM WHTEpnpeTauum pesynbTaTos,
TaKk U C OOBLEKTMBHOWM C/TIOXHOCTbIO 9KCMpec-
CUN FreHOB, NO-Pa3HOMY NPOSIBASIOLLNX Cebs B
3aBUCUMOCTUN OT OKPYXeHUs, GOpPMUPYEMOro
YHUKaJTbHbIM FEHETUYECKMM COCTaBOM KaXka0Mn
4eNOBEYECKOV rpynnbl.

B nccnepoBaHun konnektuea Kutanckon
akageMmn Hayk Oblna npeactaBfieHa HoBas
MOJE/b MICKYCCTBEHHOIO MHTENIEKTa Noj, Ha-
3BaHuem Difface, cnocobHasa co3gasaTtb pea-
NNCTUYHbIE 3D-N300paxXeHns 4enoBevyeckoro
nua Ha OCHOBE OOHOW NNWb FEHEeTUYECKOM
nHpopmaumn [26]. Moaenb aHanM3npyeT oT-
nenbHble yyacTkn OHK, oTBevaowme 3a ¢pop-
MUPOBaHME 4YePT mua — CKyJbl, HOC, JINHUIO
nopbopoaka — U CONnoCTaBNseT ux ¢ umdpo-
BbIMY 3D-MoaenamMu nuu, a 3aTemM reHepupyeT
TpexmepHoe mn3obpaxeHue. Mogenb paspa-
6artbiBanacb Ha matepuane 9674 nobpoBoOsb-
ueB nonynsauum XaHb. Kaxabih 3 HUX npeao-
cTtaBui Kak gaHHble JHK, Tak n 3D-ckaHbl nmua
BbICOKOrO paspelueHuns. Peadynbratbl okasa-
JINCb Ha yauBneHne NnoapobHbiMU. laxe Takme
4yepTbl, KaK HA3MOH (TOYKa HOCONOOHOM BNaan-
Hbl) nnn popma CKynbl, yoanocb BOCCO30aTb
C NopasnTenbHOW TOYHOCTLIO. Mpun nobaene-
HUM MHPOPMaLMKM O NMoJie, BO3pacTe N NHOEK-
Cce Maccbl Tena pesynbraT ynydwancs. Kpome
Toro, Difface He Tonbko cnocobHa Bocco3aa-
BaTb N1uo no JHK, HO u npeackasbiBaTb, Kak
OHO MOXET N3MEHUTLCHA CO BPEMEHEM.

BbINONAHUTBL pekOHCTpyKUMio Anua no JHK-
Mapkepam HaMHOro CJoXHee, YeM MNPOrHo-
31MpPOBaTb MUIMEHTAUMIO KOXM UK rnas, no-
CKOJIbKY YMCNO FEeHOB, y4acTBYHOLMX B pop-
MUPOBaHMN YEPT LA YENOBEKA, MOXET NpU-
O1MXaTbCS K HECKOJIBKUM COTHSIM, MPU 3TOM
BHELLHAS cpefa okasblBaeT BAUSIHME Ha dop-
MUPOBaHME MOPDOSIOrMYECKUX TMPUSHAKOB.
Bonblie BCEro reHeTU4eckmnx Bapuauuii Cesi-
3aHO C MapameTpamMu Hoca (CM., HanpuMmep:
[25, 27]), n umeHHO dopmMa Hoca B HanbOosb-
el cTeneHun HacneayetTcs, TO €CTb MeEHee
noasep>xeHa BO3LENCTBUSM Cpepbl.

JaHHoe HanpaBneHne akTyanbHO 1 B obna-
CTV MEOMLIMHCKON reHeTukn. MHorme Hacnea-
CTBEHHble 00NE3HN MMEIOT XapaKTePUCTUKN,
KOTOpblE MOTyT OblTb OOHApPYyXeHbl C MOMO-
wpto deHoTunmpoBaHua nuua. Face2Gene
CLINIC — 32TO oHnainH-npunoxeHuve onsa ¢e-
HOTMNMPOBAHUS LA NAaUMEHTOB C FrEHETUYE-
cknumu cuHgpomamu. DeepGestalt, HelipoHHas
ceTb, ynpaesnsiowas Face2Gene, aBTomatu-
Yyecku onpenensier npuopuTeT Npeanonoxe-
HWUIA O CMHOPOME Ha OCHOBE OObIYHbIX HOTO-

rpaduin NauyeHToB, NOTEHUMaNbHO yny4yulas
npouecc anarHocTuku. 1o cux nop nccneno-
BaHns kadectBa DeepGestalt noguepkmnsanu
€ro 4YyBCTBUTEJIbHOCTb Y MAUMEHTOB C CUH-
apomMoM. Tem He MeHee, onpeneneHve Tou-
HOCTU AMArHOCTUYECKON METOO00rMm Takxke
TpebyeT TECTUPOBAHUSA OTPULLATESbHBIX KOH-
TPONbHLIX NOKasaTenen. JJaHHoe npuaoxeHue
Oblno anpobupoBaHo [28] Ha maTepuane u3
doTorpacdpuii 323 naumeHToB ¢ AnarHosom 17
pPasfNYHbIX FTEHETUYECKMX CUHOPOMOB. B pam-
Kax MccnenoBaHUs ero aBTopbl CONOCTaBUIN
NauMeHToOB C PaBHbIM KONMYECTBOM M306pa-
XeHun nuua 6e3 reHeTU4Yeckoro CUHOPOMA,
npoaHanna3npoBaB B OOLLEN CNOXHOCTK 646
n3obpaxeHuin. PesynbtaT nokasan BbICO-
Kyto 4yBcTBUTENBHOCTL DeepGestalt (Ton-10
yyBcTBUTENBHOCTU: 295/323, 91%), Npenno-
JIOXEHUs 0 cuHapoMe y nuu, 6e3 kpaHunoda-
umanbHo-amcmMopdodobryeckoro cuHapoma
CneaoBanv HECNy4anHOMY pacnpeaeneHuto.
[Mownck reHoB, KOTOPbIE YHaCTBYIOT B GOPMU-
POBaHNM aHATOMMYECKNX OCOOEHHOCTEN CTPO-
€eHMa nmua YyenoBeka, 6e3yCNoBHO HaxoauTcs
TONbKO Ha HadanbHOW cTagmu. B HacToswee
BPEMSI TEHEeTUYEeCKMe MapKepbl-NPeauKTopsbl
0COOEHHOCTEN CTPOEHMS LA HE BHEOPEHDLI B
9KCNEPTHO-KPUMNHASIMCTUHECKYIO MPaKTUKY U
OMarHOCTMKY HacneaCcTBEHHbIX O0Ne3HeN.

3aknioyeHue

lMpeackasaHne BHELWHOCTU MHAVBMAA MO
€ro reHeTn4eckomy maTepuasny siBNsieTcs BOC-
TpebOBaHHLIM N akTyaslbHbIM HanpaB/iEHNEM
nccnenoBaHuii, OAHaKo 9Ta AEeATeNbHOCTb
HaxoOMUTCHA Ha PaHHEN cTagun, U ee pesysb-
TaTbl 3HAYUTESIBHO CKPOMHEE aMOWLIMO3HbIX
uenen. buonHbopmaTnyeckmin aHanns reHoMm-
HbIX AAHHbIX, HAKOMJIEHHbIX HAY4HbIM COOOLLE-
CTBOM B nocnegHue rogpl, N0O3BOAW BbiIIBUTb
knoyeBble JHK-mapkepsl, BAnsoWMe Ha OT-
OenbHble NPU3HaKM BHELLHOCTK, a TakxXe npu-
MEPHO 04epTUTb reorpaduio OCHOBHbLIX as-
nenen. BaxHon ocobeHHOCTbLIO, Tpebytoulen
0CO0O0Oro BHMMaHWSA B paMkax MpakTuUKu, sB-
NeTCA TO, YTO OOHU U TE e NPU3HAKU BHELL-
HOCTW Y HacCeNeHUs pasHbIX PErMoHOB MUpa
MOFyT ONpenensaTbCa pPasHbiMM MyTaumusaMun B
OJHUX N TEX Xe reHax. 1o KacaeTcs U Hace-
nenuns Poccun. BHegpeHmne nepenoBbiX TEXHO-
NOrnii NOSIHOFEHOMHOIO CEKBEHMPOBAHUS, Kak
M MOUCK accoumaumin reHoTuna n deHoTuna ¢
MOMOLLbIO UCKYCCTBEHHOIO MHTENNEKTa, ume-
IOT OYeBUAHbIE MEPCNEKTUBbLI, U MOMYyYEHHbIE
[aHHbBIM NMyTeM pe3ynbTaTbl MOTyT ObITb LIEHHbI
ONs NPakTUKM naeHTUdUKaLUnUM NUYHOCTU, B
naseoreHeTnke n MeauumHe.
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