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Mema pobomu — 30iliCHUMU AHANI3 CYYACHUX OOCACHEHb [ MOJNCIUBOCMEN CYO080-
meouunoeo genomunysanna JHK Ona 6usHaueHHs 308HIWHIX XApAKMeEPUCMUK
ocobu, ii bioceoepagiunoeo NOXo0iCeHHs ma GiKy 3 Memoio CNPUAHHA KPUMIHATbHUM
PO3CTOYBAHHSM.

Bucnoeku. Cyoogo-meouune genomunysannsi [JHK (FDP) exmouae nepedbauerHs
B068HIWHIX XAPAKMEPUCMUK TI0OUHU. 1T 306HIUHBLO2O 6UnAdY, 0Oioceoepadhiunozo
noxooddicentss ma 8iKy na ocHosi 3paskie JJHK i3 micys 3nouuny 3 memoro 3abe3neyenis
PO3CNIOYBAHHA MA  YCNIWHO20 NOUWLYKY HEBIOOMUX 3MOYUHYIE, SKUX HEMOICTUBO
iOenmugixyeamu  3a  0donomozoro  Kpuminaricmuunoeo  STR-npogintoganHsi.
Ilepedbauenns 308HiHb020 6ucnAdy Ha ochosi JJHK eutiuino 3a medxCci GUHAYEHHs.
KObOPY OHell, BO0CCA MA WKIPU Ul OXONUI0 HOB8I 03HAKU, MAKI AK KOLip OpPis, 6eCHAHKU,
CMPYKMYpa 6010CCs, BUNAOIHHSL B0NI0CCA Y HON0GIKIG | gucoma spocmy. bioeeoepaghiunuii
BUCHOBOK NpO noxooddcennsi Ha ochosi JIHK npocynyscs 6i0 KOHMUHMEHMANbHOZO
NOX00XCEHHA 00 BUAGTEHHA CYOKOHMUHEHMANbHO20 HNOXOONCEHHS Md PO38 A3AHHA
MoOenel CNiTbHO20 NOXOOIUCEHHSL Y 2eHeMUYHO 3Miuanux inouesioie. Oyinka 6ixy 3a JJTHK
menep MOjCIUBA He MIAbKU Yepe3 aHali3 Kpoei, a wje i 3a paxyHoK COMAmuyHUux mKaHuH,
maxux AK CAUHA ma KiCmKO6a MKAHUHA, a4 MAKOMC HOBUX MAPKEpie ma IHCMpPYMeHmie
0na awnanizy cim’anoi piounu. Texnonoziunuii npocpec 0a8 3mMo2y GUKOPUCHOBYBAMU
npuoammy Oasl Kpuminaricmuku mexuonoziio eusnadenns JJHK 3i 3nauno 30invuuenoro
MYTbMUNIIEKCHOI0 30amMHIcmio Olid 0OHOYACHO20 aHANi3y comens npeouxmopis JJHK 3a
00NOMO2010 Yilb0B020 MACUBHO20 NAPANENbHO20 ceksenysants (MPS). Kpuminanicmuuno
niomeepodceri incmpymenmu FDP (na ocnosi MPS ons npoenosyeanns na ocnogi JJHK
Micys 3104UHY BUKOPUCTNOBYIOMb O 8CMAHOBLEHHA: KIIbKOX O3HAK 308HIUHOCTI,
MYTLIMUPESIOHATLHO2O — NOXO0O0JCeHHsl,  KIIbKOX — O3HAK — 306HIWHOCMI  pazom i3
MYTLIMUPELIOHATHUM NOXOOJCEHHAM,; GIKY 34 piznumu munamu mxanut. Heseaocaiouu
Ha Hew00asHi 00CsIZHeHH s, K, UMOBIPHO, nocunisims poib FDP'y po3ensioi KpumiHaibHux
Cnpas y Hauoauxcyomy MaubymuboMy, NnepeHeceHHs OO0CMOBIPHO20 NPOZHO3)8AHHS
308HIUHBO20 8U2TA0Y, NOX00dHCceHHs ma 6iKy 3 [THK micys 3n04uny na pieenv demanizayii
ma mMouyHOCMI, K020 MOJICYMb 3a0axcamu Kpuminaiicmu, nompedye nooanrbuux
IHMEHCUBHUX HAYKOBUX OOCTIOINCEHb DA3OM 13 MEXHIYHUMU PO3POOKAMU MA CYO0BO-
MeOUYHUMU NepesipKamu.
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The purpose of the work — to carry out an analysis of modern achievements and
possibilities of forensic DNA phenotyping to determine the external characteristics of
a person, his biogeographical origin and age in order to facilitate criminal investigations.
Conclusions. Forensic DNA Phenotyping (FDP) involves the prediction of a person’s
external characteristics regarding appearance, biogeographic origin, and age based on
DNA samples from a crime scene to support investigations and help to find unknown
criminals who cannot be identified through forensic STR profiling.

DNA-based appearance prediction has moved beyond eye, hair and skin color and
included new features such as eyebrow color, freckles, hair structure, male pattern hair
loss and height. DNA-based biogeographic inference of ancestry has progressed from
continental ancestry to detecting subcontinental ancestry and resolving models of common
ancestry in genetically mixed individuals. DNA-based age estimation is now possible not
only through blood testing, but also through somatic tissues such as saliva and bone, as
well as new markers and tools for analyzing semen. Technological advances have made
it possible to use forensic DNA technology with greatly increased multiplexing capability
to simultaneously analyze hundreds of DNA predictors using targeted massively parallel
sequencing (MPS). Forensically validated MPS-based FDP tools for DNA-based crime
scene prediction are used to identify: several features of appearance; multiregional origin,
several appearance features together withmultiregional origin; age by different tissuetypes.
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Despite recent advances that are likely to increase the impact of FDP in criminal cases
in the near future, bringing reliable prediction of appearance, ancestry, and age from
crime scene DNA to the level of detail and accuracy, that forensic scientists may desire,
requires further intensive scientific research, along with technical developments and

forensic validation.

Beryn

IIBuaka €BOJITOLIIS METO/IB T€HETUYHOTO
CCKBCHYBAHHsS TIpH3Belia 1O HOBHX 3aCTOCYBaHb
Y KpUMIHAJICTHYHIA TEHETHIli, OJHUM 13 SKHX €

nepen0a4eHHss  30BHIMMHBOTO  BHIIALY  MOXKIIUBOTO
3JIOUYMHI 3a OlOJOrIYHHUMU CJiaMu, 3HAJIEHUMH Ha
Micii 3mounHy. Jleski eBporeichki KpaiHH HEIIOIaBHO

3MIHMJIM CBO€  3aKOHOZABCTBO, II00  O3BOJUTH
M0 TEXHIKY, TaKOK BIJIOMy SK CYIOBO-MEIUYHE
¢enorunysanns JIHK (FDP).

CynoBo-meaunune  ¢enorumyBanns  JJHK €
PEBOJIIOLIHHUM HanpsIMOM Y KPHUMIHAJICTHII, IO JA€
MOXJIMBICTh BH3HAYaTH 30BHIIIHI  XapaKTEPHCTHUKH
0co0H, Taki sIK KOJip O4Yeii, BOIOCCS, MIKIPH, a TAKOK BiK
Ta OioreorpadivyHe MOXOMKCHHS 3 MiHIMAJbHUX 3pa3KiB
JIHK. I1i 3HaHHS MOXYTh paJMKaIbLHO TPAaHCPOPMYBATH
KpPHUMIHQJIBHI PO3CHiJyBaHHS, OCKUIBKH JalOTh 3MOTY
3MEHIIUTHA KUIBKICTh TOTCHI[HHUX TMi03PIOBaHUX Ta
imenTH(}iKyBaTH 0Ci0, 30KpeMa y cripaBax 0e3 CBiiKiB a00
OesnocepeHiX JoKa3iB. BopHouac MmIBUAKHI PO3BUTOK
i BmpoBamkeHHs HoBux MetoniB JIHK-cekBeHyBaHHS
1 aHamizy BUMAaraloTh pPETEIHHOI0 PO3YMIHHS IXHIX
HAyKOBHX, IPABOBUX Ta ETHYHHX ACTICKTIB. 30KpeMa, iCHy €
motpeda y po3BUTKY 3aKOHOJABCTBA, II0 PETYIIIOBATAME
BHKOPHUCTaHHS (DEHOTHUIIOBUX JaHUX, 3a0e3medyroun
OajaHc MDK nNOTpeOaMH TPaBOCYII Ta 3aXHCTOM
0COOMCTUX NaHWX 1 MpaB JIIOAMHUA. TakoK aKTyaTbHHM
€ TMTaHHSI HAMIMHOCTI Ta TOYHOCTI TepemdOavYeHHsl,
sike TOTpeOye MOTAIBIINX HAYKOBHX JIOCTIIKEHb IS
YIOCKOHAJICHHS Ta CTAaHAAPTHU3AIlil METO/IUK.

MeTa po6oTu

3nicHuTH aHayi3 CY4YacHHX JIOCSITHEHD
1 MOXJINBOCTEH CYIOBO-MEIMYHOTO (DEHOTHITYBaHHS
JIHK nnst BU3HAUEHHS 30BHINTHIX XapaKTEPUCTUK 0COOH,
ii Oloreorpa)iyHOro MOXO/PKEHHS Ta BIKy 3 METOIO
CHPUSTHHS KPUMIHAJIBHUM PO3CITiTyBaHHSM.

OcHOBHa yacTHHA

CymnoBo-mMenIHe (heHOTUITYBaHHSI JIHK
3apaxOBYIOTh JI0 MepeadadeHHs 30BHIIIHIX BHIUMHX
xapaktepuctuk mioguau  (EVC): i 3oBHIMHOCTI,
GioreorpadivHOTO TOXO/KEHHS Ta Biky Ha ocHOBI JIHK,
BUJIUICHOI 3 OIONOTIYHMX 3pa3KiB JIIOAWHH, 310paHuX
Ha MicCIli 3I04MHy. MeTa Mmonsirae B ToMy, 00 CIIPHSITH
KpUMiHAIBHAM PO3CITiTyBaHHAM, JIOTIOMAaraoau
IICHTU(IKYBaTH HEBIJOMHUX 3JIOYMHIIIB HAa OCHOBI
anamizy JIHK 3i cmigiB micis 3mouuny, ski, HMOBipHO,
3QJIUIIMB 3JI0YHMHEIb, a TAKOXK CIPHUATH BiIKPUTTIO
CIpaB Mpo 3HHUKIUX Oe3BicTu nuisxoM anamizy JIHK
HEBITI3HAHWUX JIFOJICBKUX OCTaHKIB IS imeHTH]iKamii
[1,2]. FDP mae Ha MeTi HajaTw chigdi jgaHi, o0
JIOTIOMOT'TH 3HAWTH HEBIOMMX 3J0YHMHIIIB, 3MEHIITHBIIH
KUTbKICTh TIOTEHIIIMHUX  MMiJO3PIOBAHUX JI0 TPYyNH
mozieit, sika Bianosinae indopmanii EVC, nependaueniit
Ha ocHoBi JIHK wictsg 3moumny. Orxe, FDP nmae
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3MOTY TPOBOIUTH IIECTIPIMOBAHE KPHUMiHAJICTHIHE
po3ciligyBaHHS Ha OCHOBI iH(poOpMauii, OTpUMaHOI
Oe3nocepelHbO0 3 A0Ka3oBoro Mmarepiaiy. OcCKiTbKH
cydacHi iHCTpyMeHTH FDP He MOXYyTh BH3HAYUTH
30BHINTHICTh Ha iHAWBIIYaJILHOMY PiBHI, 3aCTOCYBaHHS
FDP 3aBxam CynpoBOIUKYETbCS KPUMiHAJIICTHYHUM
STR-mpodinoBaHHIM JUIS OCTATOYHOT 1HIUBIAYaJIbHOT
inenTrdikarii.

BpaxoBytouwn, 110 30BHIIHIH BHUIISAI, MOXOIKCHHS
Ta BiK cami co60ro ommcyroTs EVC nrofuHy, 1 0OCKUIBKH
JIesiKi  pUCH  30BHINIHOCTI 3aJie)KaTh BiJl IEBHOTO
OioreorpaiyHOrO0  TOXO/PKEHHST  Ta/ab0  TEBHOTO
BIKOBOTO JTiania30Hy, MOE€THAHHS BCIX TPHOX KOMITOHEHTIB
FDP € Haii0inb11 iHpopMaTUBHIM CIIOCOOOM PO3LIyKaTH
HeBiIoMHUX 3nmovmHINB 3a gomomoror JHK. Tomy
B CYIOBO-MEIMYHIN  MpakTHIlI  PEKOMEHIYEThCS
MMOEAHYBATH BU3HAYCHHS 30BHIITHOCTI, ITOXOIKEHHS
Ta Biky Ha ocHoBi JIHK, sikimo me no3Boisie mpaBoBa
cutyaris [1,2].

Kinmeswii npaktuunuii yenix FDP y kpuMiHambHUX
cIipaBax 3aJeKUTh Bill PIBHA JeTallizaiii, TOYHOCTI Ta
HaIMHOCTI, 3 SKOIO 30BHINIHICTH, IOXOMKEHHS Ta BIK
MoxkHa niepenoaunty Ha ocHoBi JJHK i3 Micis 310uuny.
[HmM dakropom e yactora npornozosanoi pyHkuii EVC
y perioHi, e Oyl0 CKOEHO 3JI0YHH, SKIIO NPUIYCTHTH,
1o 3704MHeNb MicieBuit. [IporHosoBani o3nakun EVC,
SK1 piJlle TPAIUIAIOTHCS B PETriOHi, Je CTaBCs 3JI0YMH,
O1IBIIOI0 MIPOIO TONOMOXYTb IPH KPUMiHAJIICTHYHOMY
PO3CITiIyBaHHI 3HAUTH HEBIIOMOTO 3JIOUMHIISA (32 YMOBH,
IO 37I0YMHEIb TOXOANTS 3 IILOTO PETiOHY ), HI’K 3BUYalHi.
OmHaK i3 IOT0 HE CIIAYE, IO MepeadaYeHHs 3araIbHuX
03HaK HE Ma€ 3HAYCHHS, OCKUIBKU BOHO JIA€ MOXJIUBICTh
BHKJIIOYUTH OCIO, SKi HE BIANOBIAAIOTH UM 3arajabHUM
O3HAaKaM, HAMPHUKIAJA, WICHIB TPYNl €THIYHUX MEHIINH
[2]. Hpakrrunnit yenix FDP takox 3a1eXuTh BiJl TOTO,
SIK IOr0 pe3ynibTaTé OyAyTh OCTATOYHO BUKOPHCTAHI ITiJ|
4ac KPHUMIiHAJICTHYHOTO pO3CHigyBaHHA. EdekTuBHHM
crocoboM y BUMAAKAX 13 HEBIIOMHAMH 3JIOYMHIIIMHU
yonoBiuoi crari € moegHanHs FDP i3 cimeiiHuM
MIOLIYKOM 3a 0aTBKIBCBKOIO JIIHIEIO, 1 JUIsl T0OPOBIIBHOT
y4acti B npodimoBanni Y-STR 3BepTaroThes nHINE 10
THX YOJIOBIKiB, AKi BiAmoBimaroTh pesymbratam FDP.
Takuii KOMOIHOBaHUH MIAXiN Ja€ 3MOTY 30CEPEIHUTHUCS
Ha MEHILIH KiJbKOCTI J00pOBOJIBLIB, SIKI BiANOBIAAIOTH
pesynbraram [1JIP, Hixk mpu macoBomy JIHK-ckpuHinTy
a6o JIHK-gparerinry 6e3 moemmanns 3 [IJIP. VYcmix
IOTO KOMOIHOBAHOTO TIiJXOMy MPOAESMOHCTPOBAHO HA
MIPUKJIA/Il CIIPaBU PO BOMBCTBO 1 3rBaiTyBaHHA Mimiiu
BaH JlopH y Hinepnanpax [3].

Inctpymentun FDP 3a3Buuail ckiiagaroTbest 3 OBOX
KOMITOHEHTIB: 1) KPHUMIHAJIICTUYHO TiATBEPIKEHOTO
IHCTPYMEHTY MYJBTHUIUICKCHOTO TEHOTHITYBaHHS JUIS
aHayi3zy Bcix nmporHoctnuHux MapkepiB JTHK y 3pasky
3 MicIIsl 37I0YMHY Ha OCHOBI KPUMIiHAJiCTHYHO MPHIATHOT
texHonorii JIHK, 1o gae MOXXJITUBICTH IPOBOIUTH aHAITI3
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2) IHCTPYMEHTY MPOTHO3YBaHHS Ha OCHOBI BaJliJJOBaHOI
HPOTHOCTUYHOI MOJeNi I OTPUMaHHS [IPOrHO3YBaHHS
30BHIIIHOCTI Ta ITOXO/UKEHHS, a TaKOX IS OLIHKH
BiKy Ha OCHOBI EIIr€HEeTHYHUX JAaHHX, BCTAHOBICHHX

3a  JIONIOMOTOK  IHCTPYMEHTY  MYJIBTUIUIEKCHOTO
renotumyBanHs  JIHK 3 wmicus 3moumny.  OrmiHku
cepemHbOi  TOYHOCTI  TiepenadadeHHs,  OTpPHMaHi

3 HepeBIpKH MOJENel IPOrHO3yBaHHs, BKa3yloTh Ha Te,
YM € MOJEJIB/IHCTPYMEHT IPOTHO3YBaHHS JOCTAaTHBO
TOYHUAM JUTA MPaKTHIHOTO 3acTocyBaHHS. OnHAK HABITh
MOJIeJli 3 HIKYOI0 CEePEeTHBOI0 TOYHICTIO MOXKYTH JaTh
BHCOKY IMOBIPHICTbD Y IICBHUX BUIIAJIKAX, X0U i Y MEHIIIOT
KIJTBKOCTI, HDK y TOYHUX MOJENSX. Y MNPakTHYHOMY
3aCTOCYBaHHI IIOTOYHI IHCTPYMEHTH TIPOTHO3YBaHHS
30BHIMHBOTO BUTAAY yepe3 JJHK Hagarors iMoBipHOCTI
KaTeropiil 03HaK JIJIS BCiX O3HAK 30BHIIIHBOTO BHUTIISIY,
st sikux npepukropu JJHK BkitodeHi B iHCTpyMeHTH
TCHOTHUITYBaHHS.

ITokn 1m0 mepeadaYeHHs 30BHINIHBOTO BHUIIIATY
3a IHK y cymoBo-MemuyHHMX JoJaTKax BimoOpaxae
CYTO KaTeropuyHe IepeadadeHHs, OCKIJIbKHA HayKa Ipo
Oe3mepepBHE Tepe0aueHHs 30BHINIHBOTO BUIVISTY Ha
OCHOBI TEHETHYHUX TAHUX II€ HEJOCTATHHO PO3BHHEHA
a00 HaBaHTAKEHA Iy)e BEITMKOIO KiJIbKICTIO HEOOX1THIX
npenukropis JIHK. Ouinka iiMoBipHOCTI BioOpakaeThest
y BHCHOBKY TIpo OioreorpadiuHe  IOXOKEHHS
3 JIHK wmicns 3mounHy, e 3a3BWYail 3aCTOCOBYETHCS
CTpyKTypa criBBigHomeHHs #moBipHOCTI (LR). Monens
nporuo3yBanHs Biky 3a JIHK Hanmae oOIliHKY, TOYHICTB
SKOT BH3HAYAa€ThCS CEPEAHBOI0 IIOMHIIKOI MOJEI.
OTXe, METOmUKa CYAOBO-MEIUYHOTO (EHOTHITYBaHHS
JIHK ©e Ttinpkm 3abe3rmedye TOYHY iH(OpPMAILIO TPO
HaWOIIbII HMOBIPHI XapaKTEpUCTHKH 30BHIIIHOCTI,
OioreorpagivHe OXOMKCHHS Ta BiK HEBIIOMOTO JIOHOPA
3pa3ka, ajie TaKOoX BKa3y€e Ha MOXIIMBI ITOMHJIKH IIHX
nepenOadeHb. Lle Hamae mepeBaru mepen CBiTUCHHIMH
OYCBHIIIIB, SKi YaCTO € Cy0’€KTUBHHMH Ta CXWIbHUMHU
JI0 3MiH 13 4acOM, OTK€, TOYHICTH CBIJUEHL OYEBHLIB
Yy KOXHOMY KOHKPETHOMY BHITAJKy 3aJIHIIAETHCS
HEBiZIOMOIO. 3a JOMOMOTOI0 aHalli3y WMOBIPHOCTEH UM
BiIHOIICHB MIAHCIB, OTPUMAHUX JJIsI KOXKHOTO OKPEMOTO
BUMAJKY, TONIICHCHKI CIiA4i MOXYTh BH3HAYHTH,
HACKIIbKM MOXKHA JIOBipATH iH(opMalii, oTpumaHii
Bix FDP, y wmexax poscmigyBanus. FDP mocrifino
BHKOPHCTOBY€E JIOBITKOBI JaHi, $Ki 3aCTOCOBYIOTHCS
sSK 0e3MOoCepesiHbo, Tak 1 omocepenkoBaHo. [Ipsme
3aCTOCYBaHHS 3IHCHIOETHCS y OUIBIIOCTI IHCTPYMEHTIB
MIPOTHO3YBaHHs OioreorpadiqHOro TOXOKEHHS, IO
aHaI3yI0Th BHUCHOBKHM 3 JaHUX BHOIPKH TOPiBHIHO
3 KOHTpPOJBbHOIO momyismiero. OnocepeaKoBaHO JaaHi
3aCTOCOBYIOTHCSI Y MOZIEJISX TPOTHO3YBaHHS 30BHIIIHBOTO
BHIIISAZY Ta BiKy JJIs1 OOYMCICHHS WMOBIPHOCTEH, aiye
HE BHKOPHCTOBYIOTHCS IHCTPYMEHTaMH IPOTHO3YBaHHS
Oe3nocepeanbo. ToMy BaIIMBO 3aBXKAW JETAIBHO
ONMCYBAaTH JIOBIZKOBI JlaHI pa3oM 13 pe3ysibTaramMu
mporHo3y, koiu iHpopmamis FDP nHamaerscs cmiganm
opranam [1].

KimoyoBum enemeHTOM ynockoHasieHUX pitens FDP
crajio 30uTbIIeHHS KijbkocTi npeaukropis JIHK, sxi
CTaJM JOCTYITHUMH TIPOTATOM OCTaHHBOTO 4Yacy. OmHak 1e
YHCIIO0 BHMIUIO 332 MEXI MYITBTHIUICKCHHX MOMIIMBOCTEH
TexHonorii  kpuminajicrmuHoi JIHK, sxi  panime
ISSN 1727-4338  https://www.bsmu.edu.ua

BUKOPHCTOBYBaCs B iHCTpyMeHTax FDP. YnockoHaneHHs
MTBOBUX ~ TexHoiorii ~ MPS  mpopemoHCTpyBasio
30UTBIIIEHHS MOMJTUBOCTEH MYJTETHILIEKCYBAHHS ITOPIBHSIHO
3 yciMa paHillle BHKOPUCTOBYBAHMMH TCXHOJIOTISIMH
kpuminanicrnynoi JIHK, mo pasom i3 uymiusicTio Ta
HaIiHICTIO pobuTh MPS KITFOY0BOIO TEXHOJOTIEI0 IS
et FDP. MynbsTurekcHa 3narHicTsb 1ims0Boro MPS €
HaiiBumoro 1t SNP (Single nucleotide polymorphism),
SIKI BUKOPUCTOBYIOTBCS JUISI TIPOTHO3YBAHHS 30BHIIIHBOTO
BUIIIAy Ta TIIOXOMKEHHS, IOPIBHAHO 3 MapKepaMu
MermmtoBanHss  JIHK, ski BUKOPHCTOBYIOTHCS — JUISt
NPOTHO3yBaHHS BIKy. 3a OCTaHHI POKH JIOCSTHYTO
3HAYHOTO TPOTPecy Y BIPOBa/PKEHHI TexHonorii MPS
Yy KpPUMIHAJICTHYHUN pOOOYMIi Tporiec IS BCIX THITIB
KpUMIiHATICTUYHUX ITU1el, BKirodatour FDP [4]. HermonaBHo
po3poliieHi  pi3Hi  THCTPYMEHTH  MYJIBTHIUIEKCHOTO
reHoTuyBaHHs Ha 0a3i MPS juii mpornosyBanHs, Ha
ocuosi JIHK micrist 3mounny: 1) KiIbkox KOMOIHOBaHHX pUC
30BHIITHOCTI, 2) GararoperioHajgbHOTO OioreorpadigHoOro
MTOXOPKEHHSI, 3) KIJIbKOX O3HAK 30BHIIIHOCTI B MO€IHAHHI
3 MYJIBTHPEriOHAIBHIM TIOXOJDKEHHSIM, 4) BIKYy 3 Pi3HHX
TKaHWHY, SIKi 3a0€31eUyroTh MoKpalieHi pirenHs FDP.

Kpumuuni acnexmu y o0ocnidycenni cyooeo-
Meduunozo penomunysannsn /JHK

CyyacHi 10ciipKeHHS JEHOTHITYBaHHS 30BHIIITHOCTI,
noxo/pkeHHs: Ta Biky Ha ocHoBi JIHK crukarorscs
3 JEKiTbKOMa 3HAYyIIMMH BUKIHKaMd. [lo-mepe,
4acTo pO3Mip BHUOIPKH JaHUX, BUKOPUCTAHUH IS
ineHTngikanii npornocrnunux JIHK-mapkepis, €
HEJOCTATHIM, 10 BIUIMBA€ HAa HAJIMHICTb BH3HAYECHHS
MPOTHOCTUYHOT I[IHHOCTI IuX Mapkepi. Ilo-mgpyre,
HAaOOpH JTaHWX, IO BHKOPHUCTOBYIOTBHCS IUISI PO3POOKH
Ta Badijamii Mojeiell NPOrHO3yBaHHS, YacTo Oyiu
MaJlMH Ta HE HE3aJIeKHHMH, L0 MOXE IPHU3BECTH
JI0  TIEPEOIiHKH TOYHOCTI MPOTHO3iB. ImeambHO
BUKOPHCTOBYBAaTH BEIIMKi, HE3aJIeXHI HAOOpW ITaHWX
JUIS. KOKHOTO €Tally MOJEJIOBaHHS Uil 3a0e3nedeHHs
00’€eKTHBHOCTI pe3ybTariB. [lo-Tpete, He Bci po3pobieHi
MOJIeJIi MPOTHO3YBaHHS OyJIN JOCTYITHI SIK iHCTPYMEHTH,
0 OOMEXYe€ iX MPAKTUYHE 3aCTOCYBaHHS Ta MEPEBIpKY
IHITUMHA JIOCHITHUKAMH. [To-uetBepre, Oararo
myOIiKalii, 1o OIMMCYIOTh HOBI MapKepu Ta MOJelNi, He
CYNPOBOJKYIOTbCSL  BIANOBIAHUMH MYJIBTHIUIEKCHUMH
IHCTpyMEHTaMHU TEHOTHITyBaHHS, IO YCKIAJHIOE IXHE
3aCTOCYBaHHS B MpakTH4HiKA chepi. Hapemti, 6aratbom
IHCTpyMEHTaM  MYJIBTHUIUIEKCHOIO  T'€HOTHITYBaHHS
Opakye CyZOBO-MEIMYHOI NEpEeBIpKH, 10 OOMEXye iX
3aCTOCYBaHHS B CY/IOBO-MEAMYHIN MPAKTHIIL.

Jns  edpexTuBHOI  pO3poOKM Ta  TEpEBIpKH
IHCTPYMEHTIB CyoBo-Mean4Horo genorumysanns JTHK
HEOOXiIHO JOTPUMYBAaTUCh TaKUX CTpPAaTETii:

1. Buxopucmanmus npeouxmopis /JHK. Tlpenukropu
TTOBWHHI OyTH BCTAHOBJIEHI HA OCHOBI BEJIMKOTO HAaOOpy
JaHUX, SIKHI He BHMKOPHCTOBYETHCS O€3MOCEpenHbO
B INpOrHO3HOMY MozemoBaHHi. lle  3abesmeuye
HE3aJIXKHICTh Ta 00’ €KTUBHICTD MPOTHO CTHIHUX 3MIHHHX.

2. Mooenv npoenosysanns. Monens Mae OyTtn
po3pobiieHa Ta IepeBipeHa 3 BUKOPHCTAHHSM BEJMKOIO,
HE3aJIeKHOro HabOopy JaHuX. Bamimamist Monesi MOBUHHA
MIATBEPIKYBATH 1 BUCOKY TOYHICTH JJIsI TTPOTHO3YBaHHS
30BHIIHBOTO BHIVIIy Ta IIOXOMKEHHS, a TaKoX
3a0e3neyyBar MiHIMAJIbHY TOMUJIKY TIPY BU3HAYEHHI BIKY.
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3. Hocmynnicme mooeni npoenosysantsi. Po3pobdiena
MOZIe]Ib TMOBUHHA OYTH JOCTYMHOIO Ul MPAKTHYHOTO

BUKOPDHCTAaHHSI K CTaHZAPTU30BAHUK  IHCTPYMEHT
[IPOTHO3yBaHHS.
4. Pospobka iHcmpymenmy 2EHOMUNYBAHHS.

[HCTpYMEHT OTHOMYIIBTUILIEKCHOTO TEHOTHITYBAaHHS IS
Bcix Bukopuctanux JIHK-npegukTopie moBuHeH OyTH
pO3poONCHUY HA OCHOBI TEXHOJOTIi, MPUIATHOT s
anaii3y JIHK HU3BKOT KUIBKOCTI Ta SIKOCTI.

5. Kpuminanicmuuna sanioayis. Inctpyment
MYJBTHIDIEKCHOTO ~ TCHOTHUIYBaHHA  Ma€  IPOUTH
KPUMIHATICTUYHY BaJIiIallifo Ta YCITIIIHO 3aBEPIIUTH BCi
OCHOBHI eTany BaJiiganii.

6. [Jocmynuicmv  KpumiHamicmuuno  nepesgipeHux
iHCmpymenmia. ITepeBipenuit THCTpyMEHT
MYJIBTHUIDIEKCHOTO TeHOTHITYBaHHS Ma€ CTAaTH JOCTYITHUM
pa3oM 3 iIHCTPYMEHTOM MPOTHO3YBAHHS, IO CIIPUSE HOTO
MPaKTHYHOMY 3aCTOCYBAHHIO Y CYJIOBO-MEIUYHIA POOOTI.

Cran 3akoHOHaBCTBA CTOCOBHO FDP

OcTaHHIMU pOKaMU KiJibKa KpaiH MeperIsSHyJId CBOE
3aKOHOJABCTBO IMIONO MPOBEIACHHS CYIOBO-MEIUYHOT
excriepruzu {HK, 1106 no3Bonutu Ta perymosaru FDP,
TOJI K y AesikuX iHmmx kpainax FDP nomyckarots 6e3
crienmdikamii 3akony [2].

VYkpaiHCbKEe 3aKOHONABCTBO B Taly3i CYIOBO-
MenuuHoro ¢enorunysanns JIHK Hapasi nmocutsb
oomexxene. OCHOBHa  pEryisIlisi  KOHIEHTPYETHCS
Ha 3aXHCTi OCOOMCTHMX [aHWX Ta 3a0e3redeHHi
Toro, moO pnani, otpumani 3 JIHK-anamizy, He
BHUKOPHCTOBYBAJIMCh JUTSl AUCKPUMIHAILT OCi0 Ha OCHOBI
pacu, €THIYHOI NMPHHAJIEKHOCTI UM I1HIIUX YyTIMBUX

XapakTepucTuk. BrtiM, cdepa  cymoBo-MeaHMIHOTO
(CHOTUIYBaHHS  PO3LIMPIOETBCSA, IO  HOTpedye
MOAATBIINX 3aKOHONABYMX YTOYHCHb 1, MOXKIIHBO,
HOBUX HOPMATHUBIB I  BIAMOBIZHOCTI Cy4acHUM

BUMOTaM 3JIOYHHHHUX PO3CHiAyBaHb Ta IPaB JIIOIMHH,
1 Hapasi TpeACTaBlieHa B TakOMy BHIJISIII: CYIOBO-
MEIWYHI €KCIePTHU3HU 1 JOCTIHKEHHS 13 BUKOPUCTAHHIM
JHK-ananizy mnpoBonmsatecs BimnoBigHo a0 «lIpaswi
MIPOBEACHHS CYI0BO-MEIUIHUX EKCIIEPTH3 (JIOCITiIKEHD)
Yy BIIAIIEHHAX CYJOBO-MEIMYHOI iMyHOIorii Oropo
CyZIOBO-MEINYHOT CKCIIEPTH3MY, 3aTBEPPKEHUX
Haka3oM MIiHICTEpCTBa OXOPOHHM 3JI0pPOB’sl YKpaiHU Bif
17.01.1995 p. Ne 6 i BUKOHYIOTBHCS JIIKapSIMH-CYTOBO-
MEIUYHUMHU  EKCHepPTaMH-IMyHOJOraMH Ta CYIOBO-
MEIUYHUMH eKcriepTaMu-iMyHonoraMu. O0aiTyBaHHs
NpUMILIEHHsT Ta OpraHisauis pobdoru naboparopii, ne
Ooynyte mpoBomutHcs JIHK-mocmimkeHHs, MTOBUHHI
BIAMOBIaTH BHMOTaM JEPKaBHHUX CaHITapHUX HOPM
i mpaBun «Opranizanis poboru Jsaboparopii npu
JIOCITI/DKeHHI ~ Marepiaiy, IO MICTHTh OloJoriyHi
natoreHHi areHTH [-1Y TpyI maToreHHOCTI MOJIEKYIISIPHO-
TEHeTHYHUMH METOflaMi», 3aTBep/pkeHnx Haxazom
MiHicTrepcTBa 0X0poHHU 310poB’st Yipainu 24.01.2008 p.
Ne 26, 3apeectpoBanux y MiHicTepcTBi rocTulii YKpaiHu
7.02.2008 p. 3a Ne 88/14779.

Hocnimkenns 6iomatepiary 3 METOIO ineHTHU]IKamil
0CO0H MPOBOIATHCS Y TAKMX BHIAIKAX:

e BCTaHOBJECHHS HAJIEXKHOCTI Oiomarepiany (KpoBi,
CJIMHH, CIIEPMH, BOJIOCCS, OPTaHiB, TKAHUH Ta OKPEMHUX
YaCTHH Tija) KOHKPETHIH 0co0i a0 BUKIIOUCHHS TaKol
HaJIEKHOCTI,
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® BCTAHOBJICHHS CTATEBOT HAJICKHOCTI OIONOTTYHHX
CIIAiB 1 00’ €KTIB;

® (IarHOCTUYHOTO THUITYBaHHS 3 METOH HACTYITHOI
imeHTudikamii 3 00’€KTaMU 3JIOYMHIB a00 HEIIACHUX
BHIIAIKIB,

® HACTaHHA BariTHOCTI MiCIS 3TBAITYBAHHS 3 METOIO
BCTAHOBJICHHA (aKkTy, IO BariTHICTh HACTala BiJ
Mi03PFOBAHOTO 1 IO BiH € TCHETHYHUM OATHKOM JUTHUHH
200 JUTs BUKITIOUCHHS 1[HOTO;

® JITOBOMBCTB (Y T.4. HOBOHAPOIKEHHUX ), BUKPAICHHS
JTEH, MAMIHU IX Y TT0JIOr0BOMY OyTMHKY JIJ1sl BCTAHOBJICHHS,
41 € 0cO0H, 1110 IPOXOZIATH Y CIPaBi, OaTbKaMu TUTHHH;

® BCTAHOBICHHS, YM € OCTaHKM a00 YacCTUHU
Tpyna OCTaHKaMH OJHi€l JIOAWHU 1 YHMiMH came 3a
JIOCITIHDKSHHSAM 3pa3KiB ONMM3bKUAX POAUUIB;

® BHSBJICHHS 3B’SI3Ky MDK PI3HUMH 3JI0YMHAMHU:
BCTaHOBHTH, IO CIiu OioMarepiaiy, sIKi BUSBIICHI TIpH
PI3HMX 3JI0YMHAX, 3AJIMIICHI OJIHIEIO 1 TIEIO %K 0CO00I0;

® TOPIBHSHHS T€HETHIHOTO MPOodiTI0 6i0I0TITHOTO
00’ekTa 3 TEHETHYHUMH JAHUMH, SKi 30epiraroThcs
B KOMIT FOTepHii 0a3i J1aHMX 1, Mpu 30iry, 30pi€HTyBaTH
CJIJICTBO Ha MONIYK EBHOT 0co0wu;

® BIJICYyTHOCTI TMiIO3pIOBaHOro, Mmo0 30epertu
OiooriuHuit 00’ €KT IS MONANBINOT ineHTH(IKaITii, KoK
IiI03PIOBAHUI 3’ IBUTHCS;

® BCTAHOBICHHS MpPaBAUBUX OAaTbKiB  JTUTHHHU
y cIIpaBax Mpo CIipHE MOXOKSHHSI AT (0CIMOPIOBAHHS
0aTbKiBCTBA, MAaTEPUHCTBA a00 MiAMIHH JITEH);

® BCTAHOBJCHHS 3UTOTHOCTI OJIM3HIOKIB;

® BCTAHOBJCHHS POJUHHOCTI.

V Ha3zBaHUX BHIIAAKaX JOCIIHKEHHIO IMiISATAIOTh:

® KpOB, CITMHA, CIIEpMa, BOJIOCCS, KiICTKH, 3yOH, HITTi,
IHIFTHOBUH BMICT, 1HIII TKaHWHH, OPraHu abo oKpemi
yacTuHH Tina. Lle MoxyTb OyTH 3pasku Oiomarepiaiy
SIK BiJ )KMBHX 0Ci0 abo TPyIIiB, TaK i CIiJiB HA pEIOBUX
JIOKa3ax;

e MarepiaiM KpUMiHaJbHUX Ta IMBUIGHUX CIPAaB,
BHBYCHHS SIKUX BHMArae CIELiaIbHUX 3HAHb Yy Tairysi
MOJIEKYJISIPHOT 010JTI0Tii 1 TeHeTHKH

Couyianoni ma emuuni npoonemu FDP

CynoBo-mennaHe (heHOTHITYBaHHS JHK,
SK HWMOBIPHICHMH  IHCTPYMEHT, BHKIHMKa€E IICBHI
3aHCTMIOKOEHHS CTOCOBHO XapakTepy Ta MOXKIHBOTO
HENPaBWJILHOTO TIIyMAadeHHsS iHpopMarii, sSKy BiH
Moke HamaBath. Lli 3aHENOKOEHHS MOCHIIIOIOTHCS
TUSUTHHICTIO KOMEPI[IHUX KOMITaHil, Takux sk Parabon
Nanolabs, ski npogarots FDP sik 3aci6 mist cTBOpeHHS
netanbHUX o0mua 31 3paskiB JIHK, He3Bakaroum Ha
Te, 10 JIeSAKI TEeCTH Ie He MalOTh HAJIEKHOT HAYKOBOI
JIOKYMEHTAIl1 4u miaTBepmkenHs. Lle mpusBomuTh 10
TOTO, IO JICSAKI MPAaBOOXOPOHHI Opranu €BPOIEHCHKOro
Coro3y BXe BHUKOPHCTOBYIOTH IIi TECTH ISl JIOTIOMOTH
Y KPpUMIiHAJIBHUX PO3CITiTyBaHHSX.

VYdeHi BUCIIOBIIOIOTH 0COOJIMBE 3aHETTOKOEHHS IIIOJ0
MOXKJIMBOTO [TOCHJICHHS CTUTMATH3AIi 14 JUCKPUMIHAIIIT,
COpsSIMOBaHO! Ha TPyNH MEHIIHH, OCOOJIMBO dYepe3
Oioreorpadiydi BHCHOBKM TIPO TIOXOKEHHS. XO04
JIesiKi TOCTIJIHUKA HAroJOIIyIOTh, 10 OioreorpadivHe
MOXO/DKCHHST ~ HAJICKUTh  JIO  KOHTHHEHTAIBHOTO
reorpadigHOTO PO3TANTyBaHHS IIPEKIB, a HE 10 Pi3uIHOT
30BHIITHOCTI 0OCOOW, iHIN IIKPECTIOTh, IO TaKi
BHCHOBKH, SIK «IMOBIPHO a(Q)pUKaHCHKOTO TOXOXKCHH S,
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HayxoBsi orsiiu

MOXYTh OyTH TIOMHJIKOBO iHTEPIPETOBaHI SIK BKa3iBKa
Ha pacy abo comiaJbHY iJCHTUYHICTD, HAIPUKIAI,
«adpoamepukanelp» abo «pom». Taki iHTeprpeTarii
MOXYTh MpPU3BECTH [0 pIlICHh PABOOXOPOHHUX
OpraHiB, OCHOBAaHUX Ha CTEPEOTUITHHUX OUYiKyBaHHSIX, IO
OB’ I3yI0Th OioreorpadivyHe MOXOMKEHHS i3 PacoBOIO
200 COIiaTbHOIO 1AEHTHYHICTIO.

KpiMm TOTO, iCHYIOTH 3aHENOKOEHHSI CTOCOBHO TOTO,
mo FDP moxe nopyuryBary rpaBa Ha KOH(iIeHIIHHICTD
0ci0, ocobnMBO y BUTIAKax, Koyd iHpopmarrist npo JTHK
MOJK€ MICTHTH JIaHi, TIOB s13aHi 31 370pOB’sIM 200 iHIMMH
YYTIMBUMH aCIICKTaMHU.

Ie Moxe cTaTrCs B HU3II CUTYaITill:

e VY BUMajKax, KoM 0co0a BUPIMINIIA 3MIHATH CBil
«TIPUPOAHUI BUTIISA, HAIIPUKIAL, IUITX0M (papOyBaHHS
BOJIOCCS, IUIACTUYHOI Xipyprii Ta/abo0 BHKOpHUCTAaHHS
KOHTaKTHHX JIiH3.

e Skmo TecT mokasye, mo ocoda Mae KOHKPETHE
MOXOM)KEHHs, 1 II€ He BIAmoBimac I1i 30BHIMIHOCTI YH
HApPaTHBHIN 1ICHTHYHOCTI.

e Sxmo Tect Hamae iHdopMario, sKa TaKOX
Moke OyTH IMOB’si3aHa 13 3aXBOPIOBAHHAM (HAIIPUKIAI,
3B’SI30K MK PYIWM BOJIOCCSIM 1 TJIBHIIEHHM PHU3UKOM
MEJIAaHOMMU).

Y KOKHOMY 3 IIMX BHUNAJKIB KOH(DIICHIIHHICTH
OUX JIroled Moke OyTH TIOpYIIeHA, SKIIO OIS
MIPOTHJIi€ TIOSIBI 200 PO3IOBII JIIOJUHUA 3 TEHETHIHOIO
iH(hopMartiero, sika po3mnoBiae iHmy icropito [1,2].

[Iporpec y mnepenbadeHHi O3HAK 30BHINIHOCTI Ha
ocnoBi JIHK 3 micrst 3nounny

OcraHHiM dYacoM 3Ha4yHa yBara Oyna TpwuiiieHa
TepeBipIi iCHYIOYMX IHCTPYMEHTIB ISl IPOTHO3YBaHHS
KOJIbOpY oueii i Bosoces 3a nonomoroto JIHK y pisanx
MOMYJSIIAX, SKi 3HAXOMATHCS HA PI3HUX KOHTUHCHTAX,
BKJIFOYHO 31 3MimaHuMu rpynamu. Jlims — aHamisy
3aCTOCOBYBAIIM Pi3HI CTATUCTHYHI METOIH, BKIFOYAIOUYH
TEXHIKM MalIMHHOTO HaBdaHHA. Y 2018 poiii 3iiicHEHO
onoBieHHs Mogxeneir IrisPlex Tta HIrisPlex, mo
BUKOPHCTOBYIOTBECSL  [UII  TIPOTHO3YBAaHHS  KOJIBOPY
ouell Ta BOJIOCCS BIAMOBIMHO, HUISIXOM PO3MIHPEHHS
0a3u noBimkoBux ngaHux. Hosa Bepcis IrisPlex, mo
OazyeTbcst Ha Maibke 9500 3paskax, NMokaszaja TOYHICTh
nporHo3yBaHHs (AUC) 0,95 mansa kapux oueit, 0,94 ms
— OmaxuTHUX, 1 0,74 — Wi o4Yel MPOMIKHOTO KOIBODY.
Baprto 3a3Haumth, mo Hu3bka AUC Ui IpOMiIXHOTO
KOIBOPY OuYeii MOXKE 3acBiIYyBaTd NP0 3aHWKCHY
31aTHIiCTh IrisPlex TouHO KiacugikyBaTH KOJIBOPH OYEH,
[0 HE € BHPA3HO KapuMH YM ONaKUTHUMH. 3a3BUUait
IrisPlex ae 3cMory BcTaHOBUTH NPOMI>KHHH KOJIIp O4eH,
3aCHOBAaHWIA Ha TMOPIBHSIBHO BUCOKHX HMOBIPHOCTSIX,
BHSIBJICHUX TSI OJTAKUTHOTO Ta KapoTo KOJIBOPIB.

Onosnena Mogenb HIrisPlex, 3acHoBana Ha
TIPUOIU3HO 1900  3paskax, TPOIEMOHCTpYBala
nepexpecHo mnepeipeni 3HaueHHss AUC 0,92 st pynoro
Bosioccs, 0,83 — mis wopnoro, 0,80 — ma pycsBoro Ta
0,72 — nna xamrragoBoro. Onosieni mozeni IrisPlex ta
HIrisPlex Temep 3araabHOMOCTYITHI ISl BUKOPHCTAHHS
SK IPAKTU4HI IHCTPYMEHTH IPOTHO3YBaHHS Ha BeO-
caiiti HirisPlex, 1o mpaiforoTh Ha OCHOBI JTUHAMIYHUX
MOJIeTICH, JTatour MOXKJIUBICTH O0OXOMUTH BiACyTHI SNP
Y HETIOBHHX MPOMIIAX, OJepKaHUX 13 HU3BKOSIKICHOI UM
oOmexxeHoi 3a kinpkicTio JJHK.
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Henmuramiuai Bepcii IMX OHOBIGHUX MOJIENe Oyiu
iHTerpoBaHi B mporpamue 3abesnedeHHs VISAGE s
MIPOTHO3YBAHHS 30BHINTHOCTI, TIOXO/KEHHS Ta BiKy Ha
ocuoBi JIHK, sike BHKOpHCTOBYE [aHi, 3reHepOBaHI 3a
noromoroto VISAGE Enhanced Tool for Appearance and
Ancestry [5] ta aBox inctpymentiB VISAGE Enhanced
Tools for Age [6,7]. Lle mporpamue 3a06e3MeYeHHS TOCTYITHE
JUISL CKCIICPTIB-TCHETUKIB 4epe3 CBPOIMCHChKY MEpEexKy
IHCTUTYTIB cynoBo-MeanyuHoi exkcrieptusu (ENFSI).

SNP, mo BUKOPHUCTOBYIOThCS y cmcTemax IrisPlex
i HlrisPlex, MoxyTh OyTH aHaTi30BaHi 3a JOMOMOTOIO
KPUMIHAJICTUYHO HepeBIpeHNX IHCTPpYMEHTIB
MYJIBTUIIEKCHOTO TE€HOTHITYBaHHSI Ha OCHOBI OJHOTO
anaimizy SNaPshot. Born BrimrodeHi B aHamiz MPS, 1o
0azyerbest Ha TiOpuam3arii, pazom i3 SNP ayrocomHOTO
noxomkeHHs Ta SNPY-xpomocomu [8]. L1i SNP e vactunoro
komepuiiinoro Habopy ForenSeq DNA Signature Prep Kit
(Verogen), sikuii BAKOPHCTOBYETHCS TSI 6ioTeorpadiTHoro
MOXO/DKEHHSI Ta IHIIMX  CYIOBO-MEAWYHUX  IIiJICH.
Komepriiine  mporpamue  3abesmeuenHs — Universal
Analysis (Verogen) BHKOPUCTOBYETBCS JUIA aHaJl3y
JIAaHWX, III0 JIa€ 3MOTY, 30KpeMa, TeHepyBaTH HMOBIpHICTh
KOJIbOPY OYei i BOJOCCS HAa OCHOBI OTPHMAaHHX JIaHUX.
BaxuBo BiI3HAYUTH, IO TTAPAMETPH MPOTHO3YBAHHS, SIK1
BUKOPUCTOBYIOTHCS B IbOMY KOMEPIITHOMY 1HCTPYMEHTI,
Oa3yroThcst Ha panHix Monensix IrisPlex 1 HlrisPlex, ski
MaJIi MEHIIT HabOpH TaHUX i HIKIY TOUHICTH MOPIBHIHO
3 OHOBJCHHMH MOIENSAMH, IOCTYIIHUMH dYepe3 BeO-
incrpymenr HirisPlex [1].

OCTaHHIM 4YacoM TakoX JOCSTHYTO 3HAuyHOTO
MPOrpecy y TEHETHYHOMY PO3YMIiHHI Bapiarliii Koasopy
0d4el i BOIOCCsI, 3aBISKHU pe3ylbTaTaM 3araIbHOTeHOMHUX
acomiauiiinux pocnimkenb (GWAS) 31 30L1blIEHHM
po3MipoM BHOIPKM Ta IiJBHINCHOK CTAaTUCTHYHOIO
noTyxHicTio. Y 2018 pori MixkHapomHuii KOHCOPLiyM
Visible Trait Genetics (VisiGen) npoBiB GWAS Ha koJip
Bojtoccst y maibke 300000 eBporieiinis, i1eHTH(IKyBaBIIH
124 3HayHO TOB’s3aHI TEHETHYHI JIOKYyCH, 3 SKHX
111 Oynm panime HeBimomumu [1]. ABTOpH TakoX
MEPEeBIpWIM  MPOTHOCTHYHY  IIHHICTh  HEMIOJaBHO
BusiBieHnx SNP y 3arayipHid  KijbKOCTI  OIM3BKO
15000 eBponeiiB i3 JBOX KOropt. Bukopucraunns 252 i3
258 nezanexxno moB’si3aHux SNP 3 ixaix GWAS, pazom
i3 18 mocrymanmu SNP Big HlrisPlex, Ha ocHOBI qannx
IBoX 00’emHanux koropT (posmoain 80 %:20 % st
noOyoBu MoJieni Ta TectyBanHs1), nokasano AUC 0,86 —
st pynoro, 0,86 — mis wopHoro, 0,74 — misl pycsiBOTo
i 0,68 — mis pycoro kosibopiB Bosioccst [1]. BomHouac
mernoBHa Mogeinb HIrisPlex 18-SNP moxazaiia AUC
0,85, 0,78, 0,67 i 0,62 BiAMOBIIHO, IO 3aCBITYYE PO
HEBENMKe 301TbIIeHHS TOYHOCTI MPOTHO3Y 3a PaxyHOK
JoflaBaHHS 3HAYHO OLTbIIOT KinbkocTi SNP 10 momenmi[1].
Ha >xanp, cnemiafbHAN IHCTPYMEHT MYJIBTHIUIEKCHOTO
reHotunyBaHHs 111 SNP Ta iHCTpyMEHT POTHO3YBaHHS
He OyiM JOCTYIHHUMH aBTOpPaM, SIKi BUKOPHCTOBYBAJH
naai GWAS 3 mikpougini SNP.

Y 2021 pomi xoncopuiym VisiGen ory0iikyBaB
pesyasratt  GWAS, mposeagenoro cepen 195000
€BpONEHIIIB, Yy sKoMy ineHtudikoBaHo 61 3Ha4YHO
acoIlfOBaHU TEHEeTHYHHH JIOKYC i3 KOJIIOPOM OYeH,
50 3 sxux Oynmu panimre HeBigomi [9]. Yueni omiHmmM,
mo 1i SNP mnoscHioroTe 53 % Bapianiii  KoJabopy

Kniniyna ta exciepuMeHTanpHa narosoris. 2024. T.23, Ne 2 (88)



Scientific Reviews

ouel y mocimimkysaHiii momymsimii (3 95 % moBipunm
iaTepBanoM 45-61 %).

YV Tomy x porti Kukla-Bartoszek Ta iHmri gocimigHuku
MpOBENX €K30MHE CeKkBeHyBaHHS 150 mMOMbCHKHUX
oci06 1 BusBmim 27 HoBuX SNP-kanauparis mis
KOJIbOpY O4eil. Y momaipIIoMy TecTyBaHHI 137 HOBHX
i panime BusiBmeHuX SNP Ha 849 monbCchKuX 3paskax,
aBTOPH pO3POOMIM HOBI NMPOTHOCTUYHI MOJENI s
KOJIBOPY Oueif, BUKOPHCTOBYFOUM JBOCTAITHUHA IiAXiJ
MonemnoBaHHs. Ha mepimomy etarmi 1yist Binbopy MapkepiB
3actocyBanu Meronu AIC, BIC ta LASSO, a Ha npyromy
erarr 3 BUOpaHUX MapKepiB Oyiin o0y 0BaHi perpeciini
mopeni [10]. Mozenb, 3acHOBaHa Ha MapKepax, BUOpaHUX
LASSO, Bxirouana 10 SNP, Toxi ssk Mozenb, 3acCHOBaHa
na BIC, mictuna nmume 4 SNP; o6uasi Mot BKIIOYaIn
3 36 SNP cuctemu IrisPlex. L1i Mmoeni qocsArm BUCOKUX
sHaueHb AUC 151 ONakuTHHX 1 KapUX Oueii, aHAIOTIYHUX
3 IrisPlex, Tomi sk s mpoMikHUX KoJbopiB oueit AUC
OyJ10 3HAYHO BHUIMM, aocsratoun 0,85 [10].

Y 2014 pomi 3ampoBaPKEHO MNEpILy KOMILJIEKCHY
CHUCTEMY JIJIsl IPOTHO3YBAaHHS KOJbOPY IIKIpH Ha OCHOBI
JIHK. ¥ 2018 pori cucrema HlrisPlex Oymna po3mmpena,
BrutounBIIM SNP 1711 IpOTHO3YBaHHS KOJIBOPY MIKipH,
panime inenTu¢ikoBani iHmmmu aBropamu [1]. Cucrema
HIrisPlex-S Bkmouae 41 SNP, 36 3 skux MpOrHO3YIOThH
konip mikipu. [IporHoctnyHe 3HadeHHS 1mux 36 SNP
OyJI0 BU3HAUEHO Y JAOCTIDKSHHI, Y SKOMY MPOTECTYBaJIH
77 SNP mirmenrauii Ha 2025 ocid i3 31 mrobambHOT
nonyssiuii. BuxopucranHs o0060x HabopiB Mapkepis
Ha TuX ke 194 3paszkax JIHK mnoxasano, mo 36 SNP
cucremu HlrisPlex-S mepesepmnyrots 10 SNP cuctemu
Maronas et al. y mporHo3yBaHHi Koibopy mikipu. HoBa
mozaens HIrisPlex-S, 3acnoBana na manumx 1423 ocib
i3 TI00ambHOTO po3moAilTy, 3a0e3nedye TOYHICTb
npornosyBarHs AUC 0,96 — mns nyxe temHoi, 0,88 —
Jutst TemHoi, 0,73 — st mpomixkHOi, 0,72 — T CBITIION Ta
0,74 — nnst myxe CBITIOL IKipH.

SNP HIrisPlex-S moxna npoanamizyBath 3a
JIOTIOMOTOI0 ~ JTBOX  KPHMIHAJTICTUYHO  BaJiIOBaHUX
MYJBTHIDICKCHUX aHani3iB SNaPshot abo wepes minboBwmid
MPS. Linboei ananizu MPS mis HlrisPlex-S noctymHi sik:

1) omWH MYyNBTUILUIEKC HA OCHOBI CEKBEHYBAaHHS
AmpliSeq i Illumina 3a gOMOMOroI0 IHCTPYMEHTY
HIrisPlex-S MPS [11];

2) OTVH MYJIBTUILIEKC y TO€/ITHAHHI 3 1HPOPMaTUBHUMHU
npo noxoypkeHHss SNP Ha ocHoBi AmpliSeq [12];

3) omuH MynbTHIUIEKC Yy ToegHanHi 3 SNP,
iHhopMaTuBHUMHU TIpo moxomkeHHs, 3 VISAGE-BT-AA
Ha ocHoBi AmpliSeq [13], ForenSeq [14] i PowerSeq
[15], mnst sixoro my:n mpaiimepis AmpliSeq komepuiiiHO
JMOCTYIHUH sIK TaHenb chinbHOTH Big Thermo Fisher
Scientific;

4) oawH MYJNBTHIUIEKC Yy moenHanHi 3 SNP
uis  Oloreorpad)iyHOro  MOXOMKCHHS Ta  IHIIHMX
KPUMIHATICTHYHUX 1[Il Ha OCHOBI 30araucHHS

3aXOIUICHHS T10pUAHU3aIli€lo 3a JOOMOTOI0 IHCTPYMEHTY
Forensic Capture Enrichment (FORCE) [16];

5) omuH MynbTMIUIEKC y mnoegHaHHi 3 SNP s
YOTHPHOX JIOJATKOBHUX O3HAK 30BHINIHHOTO BHUIJIIIY Ta
GioreorpadigHoro noxomkeHHs 3a gonomoror VISAGE
Enhanced Tool for Appearance and Ancestry (VISAGE-
ET-AA) Ha ocHoBi TexHouorii AmpliSeq [5].
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Yei mi iHctpymentn MPS, okpim FORCE, Oymm
3allisiHI B JIOCIIKEHHSX CYIOBOi MEpEeBIpKH, X04 U HE
OJTHAKOBOIO MIpOIO.

3a ocraHHIN Yyac T€HETHYHI 3HAHHS PO KOJMIp MIKipH
me Ounbiue BaockoHamwucs. Y 2018 p omyGiikoBaHO
GWAS nipo 9yTIHBICTb 10 COHIIS SIK TPOKCi-(hEHOTHUTI ISt
KoJIbOpy IKipu y monan 175000 eBpomneHIiiB, a Takox
ineHTudikoBaHo 20 iCTOTHO acoLiOBaHUX T'CHETUYHUX
JIOKYCiB, 14 3 sikMX paHilie Oy HEBIJIOMI 100 KOJIBOPY
mkipu. OTHaK, BpaXOBYIOUH, 10 TOYHICTH IIPOTHO3YBaHHS
3a JIOTIOMOTOI0 CYy9acHUX cucTeM, TakuX sk HlrisPlex-S,
3HAYHO HWKYA JIUIS CBITJIMX KaTErOpii MIKipH, HDK JUIs
TEMHHUX, MOMIYK OUIBIIOI KITBKOCTI NpeauKTHBHUX SNP
IS CBITIIOT IIKipH € OITBIIT BOKIIUBUM JIJISI TIOKPAIICHHS
nporao3yBanHsa JIHK kompopy mkipu, HiK JOmaBaHHA
6i1p1101 KisIbKOCTI TpeaukTopiB SNP 11 TeMHOT mIKipy.

VY 2019 poui, mix erizoto npoexry VISAGE, Peng
et al. [17] omyOmixyBanu pesynsrat nepmoro GWAS,
MIPUCBSIUEHOTO KOJMBOPY OpiB, O3HAKH, sIKa 3HAYHOIO
MIpOIO KOPEIIIOE 3 KOJIBOPOM BOJIOCCSI Ha TOJIOBI, X04a i
HE 3aBXKI¥ (HAIPUKIAL, NesKi OJOHAMHU MAarOTh TEMHI
OpoBm). JlOCHiMHUKH TpOAHATI3yBaJIM JaHi 3 OUIBIIT
HiX 8500 €BpoIeHIiB Ta BUSBUIU IIiCTh TCHETHUIHHX
JIOKYCiB, ICTOTHO acolLliHOBaHUX i3 KOJIbOPOM OpiB, OIMH
3 SKMX JI0 IbOTO He OyB IOB’S3aHMH 13 Oy/Ib-SIKHMH
MIrMEHTAlIHHUMU O3HaKaM® y JoauHd. Jlami aBTopH
BHKOpHCTAIH BUsBICHI SNPSs 17151 ToGym0BH ITPOrHO3HOT
Mozelli Konpopy OpiB, SIKy BOHHM pO3poOWMiaM Ha Oasi
nmanux Oimbmr Hik 3000 eBpormeifiiB i BamigyBaJid Ha
BuOipui monany 750 oci6. HaiiedexTuBHima Mopens,
sika OazyBamacs Ha 25 SNP, mokazama 3Hauenns AUC
0,70 — ms csiTioro, 0,67 — mis gopuoro i 0,62 — ms
pycoro kosbopiB OpiB. Pynuii kosip OpiB OyB BuityueHni
3 aHall3y uyepe3 HaJ3BHMYallHO MajMi po3Mip BUOIpKH
B jgocmimkenni. CreriamizoBaHi 1HCTPYMEHTH st
MYJIBTHIDIEKCHOTO TEHOTHITYBaHHS Ta IPOTHO3YBaHHS
KOJbOpY OpiB, siKi OyaM O BHKOPHUCTaHI JUIL LLOTO
JIOCIIJPKEHHS], He Oynu pocTynmHuMHU. OfHaK MPOTHO3HI
SNP xompopy OpiB, mpo siki 3BiTyBanmm Peng et al. [17],
Oyny iHTErpoBaHi N0 KPHUMIHAJICTHYHO BaJiIOBAaHOTO
incrpymentry VISAGE-ET-AA MPS, a BignosinHa
MOJIeJIb IPOTHO3YBaHHsI KOJILOPY OpiB Oyina peasizoBaHa
B nporpamMHomMy 3abe3neuenHi VISAGE.

Y 2014 poui Bukopuctano 180 SNP, moB’s3aHux i3
pocrtom, aist anamizy ganux monan 10300 eBpomeiiiis,
nmoroBHeHUX naHuMu 770 ocib Bucokoro 3pocty. Lle
JOCHI/DKEHHST JJAJI0 3MOTY IOOYyIyBaTH Ta BajiayBaTH
MOJIeNTb TIPOTHO3YBAHHS BHCOKOTO 3POCTY, SIKa TOCSIIa
AUC 0,75 mns xnacugikaifii BACOKOr0 Ta HEBHUCOKOTO
3pocCTy. Konen creniasi3oBaHUd  1HCTPYMEHT
MYJIBTHIDIEKCHOTO TEHOTWUIYBaHHS YH TPOTHO3YBaHHS,
O6azoBannii Ha SNP, He OyB JOCTYNHUM Ui IIHOTO
nocmmkenas [1]. ¥V 2019 pomi rpyma moCHigHUKIB
i marpoHarom npoektry VISAGE onoBwia pani
PO TEHETHYHY IependavyyBaHiCTh BHCOKOTO 3pOCTY,
BHKOPHCTOBYIOUH TY 5K KOTOPTY 71 TecTyBaHHsS 697 SNP,
BHUsBIeHNX y monepenabomy GWAS Ha monan 250000
ocib. 3a pe3ynbraraMu IepexpecHol NnepeBipKH, MOJeIb
Ha ocHOBIi 689 noctymaux SNP nocsria AUC 0,79, mo
BKa3ye Ha 30UTBIICHHSI MPOTHOCTUYHOI ToyHOCTI Ha 0,04
3apsikn nonaBaHHio 509 SNP (y 3,8 pasa Ginbiie, Hix
B OpHriHaNbHIN Moneni) [18].
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HayxoBsi orsiiu

3a3Hadye”Hi Moxen Maibke He Malli  LiHHOCTI
UIS  TPOTHO3YBaHHS  IOCTIHHOrO  3pOCTy, IO
MiITBEP/DKYETbCST  KOPENAMIIMA MK~ TEHETUYHO

nepenoadenuM i axrnunuM 3poctoM (R? = 0,12 nns
mozem Ha ocHoBi 180 SNP ta 0,21 mms moxeni Ha
ocHoBi 689 SNP). Ile memMoHCTpye 3Ha4YHI BHUKIHKH
y MIPOTHO3YBaHHI 3pOCTy 4epe3 HOro BENHKY TeHETHIHY
CKJIQIHICTh Ta MiHIMAJIbHUH BIUTHB OKpeMux SNP.

Hap3Buyaiinuii mpyKIIa FTCHOMHOTO MPOTHO3YBaHHS
MIPENCTABICHUH Yy  JOCIHIDKEHHI, OMyOJiKOBaHOMY
y 2018 pomi, ae BukopucraHo Oimbme Hixk 630000
SNP y nonan 460000 3paskax i3 6a3u mannx UKBB
Jusl iporuo3yBaHHs 3pocty. Ha ocnoBi 5000 3paskis,
SIKI paHime He Opanu ydacTi y ToOyIoBi Mopeni, Ta
3 pukopuctanHsaM 100000 maiikpammx SNP, mocmigHiukn
JOCSATIM KOPEJALIi MK TepedayeHuM Ta (aKTUIHUM
3pocToM Ha piBHI R? < 0,7, npu 11bOMy ONTHMAJILHOIO
miaMHOKUHO0 Bu3HaueHo 20000 SNP.

VY 2022 poui Yengo et al. [19] mpoBenn HaiOLIBIITY
Ha naHuii MomeHT GWAS mion0 3pocty y 5,4 minbiioHa
oci0, BusBuBIIM ToHAN 12000 3Ha4ymo acorifoBaHUX
SNP i3 Oimbmr HiDK 7200 TEHETHMHUMH JIOKYCaMH, IO
mosicaioloTe 40 % Bapiamifi 'y 3pocTi eBpomeiicbkol
momyssiitii.  OYiKyeThes, IO HaJiifHe TEHOTHITYBaHHS
Oararbox THCSY SNP 3 HU3BKOSKICHOI Ta 0OMEXeHOT 3a
kinpkictio JIHK, 3a3Buuaii orpumaHoi 31 3pa3kiB MicIs
3704unHY, Oyne ckiagauM 3aBmpaHHsAM. LlimsoBmit MPS i3
riopuau3amiitiuM 30aradeHHsIM BXXE BHUKOPHUCTOBYETHCS
B napHiit JIHK i Tenep 3actocoByethest 10 Tcsa SNP st
KPUMIHAJTICTUYHUX IIUIEH, SIK 1eMOHCTpYe naHeib Forensic
Capture Enrichment (FORCE) Big Tillmar et al. [16], oo
BKJTFOYa€ Kijbka THCSd SNP I pi3HHX CymOBHX ITiIEH,
y TOMY YMCIIi TITMEHTAITi0 Ta IPOTHO3YBAHHS ITOXO/PKCHHS.

BucHoBku

Po3BUTOK TeHETHYHHUX  JOCHTIIKEHL, OCOOJHBO
3actocyBanHss GWAS  (feHOMHHX  acomiamifHuX
JIOCITIJPKEHDB) Ta SNP (OTHOHYKJIEOTHTHUX
moniMop(i3MiB), BIIKPUB HOBI MOXIMBOCTI ISt

PO3YMIHHS CKJIATHUX (PEHOTHIIYHUX O3HAK, TAKUX SIK
KOJIip oueil, Bojoccsa Ta 3picT. HemaBHi JOCHIHKCHHS
MiATBEP/DKYIOTh 3HAYHUN MMOTCHINAN [UX TEXHOJIOTIiH
Yy BHU3HAUEHHI TEHETUYHUX (PAKTOpiB, SAKI BIUIMBAIOTH
Ha (i3UUHI XapaKTePUCTHKH. 30KpeMa, 30iIbIIeHHS
KinbkocTi BusBiieHuX SNP, 110 acoLifO0ThCS 3 IEBHUMHU
XapaKTePUCTUKAMK, 3HAYHO  IOKpAIy€  TOYHICTB
MpOTHO3yBaHHA. lIpoTe MOCHiKEHHS TaKOX BHSBILIIN
oOMexeHHs 1uX MeToaiB. HaBiTh i3 BHUKOPHCTaHHAM
3HAYHMX JIaHUX 1 COTeHb THCsd SNP, MporHo3Ha 31aTHiCTh
MOJIeJIeH 3AIUIIAETHCS YACTKOBOIO, 1[0 BKA3y€ HA BUCOKY
TCHETHYHY CKJIAQJHICTh 1 MYJIBTH(AKTOPHUIA BILTUB Ha
(¢enorun. Hampukian, po3mmpeHHs KibkocTi SNP
B MOJIEIISIX JUISl IPOTHO3YBAHHS 3pOCTY IPU3BOIUTS JIHIIE
JI0O HE3HAYHOTO MOKPAIICHHS MPOTHOCTUYHOI TOYHOCTI,
[0 TIJKPECTIOE ICHYBaHHS IHIIMX, II€ HEBIJOMUX,
TeHETUIHHX YH eIreHeTHYHUX (DaKTOPIB, SKi BIUTHBAIOTH
Ha 1i o3Haku. OTKe, Mg OUIBII TOYHOTO 1 HAIIHHOTO
TCHCTHYHOTO TMPOTHO3YBaHHS HEOOXIMHO HE TUIbKU
3aJy4aTd OUTbII MAacHUBHU JaHUX, aje i 3aCTOCOBYBATH
cKianHinm OioiHpopMaTHBHI Ta CTATHCTHYHI TiIXOIU
JUTA aHATi3y B3a€MOJIN MiK T€HaMH Ta CMireHeTHIHUX
Moaudikauiid. JlaHi nmiTepaTypu AEMOHCTPYIOTH TaKOX
ISSN 1727-4338  https://www.bsmu.edu.ua

B)XJIMBICTh TIIMOOKOTO aHaIli3y TEHETHYHUX JAaHUX JUIs
PO3yMiHHS (PEHOTHITY.

Taki BUCHOBKM MAalOTh BaXJIMBE 3HAYCHHS [UIS
MEJIMIUHH Ta KPpUMIHAJIICTHKH, JIE TOYHICTh TEHETHYHOTO
NPOTHO3yBaHHS MOXE€ BIUIMBaTH Ha JIarHOCTHKY,
JKyBaHHS Ta cyfoBi pimeHHs. [Iporpec y mux ramyssx
Oyne 3aJieXaTH BijJ MOJATBININX HAYKOBHX JOCTiIKEHB
Ta PO3BUTKY TEXHOJOTiH, SIKIi CTBOPSITH MOMIIMBOCTI
e(eKTUBHIIIE BUKOPHCTOBYBAaTH I'€HETUYHY 1H(OpMALIil0
IUIs BU3HAUeHHS (PEHOTHUIIIYHUX XapaKTePUCTHK JIFOUHH.
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