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

Karouesnwie caoea: macirabHoe IapajienbHoe cekBeHupoBanue (MIIC), cekBeHrnpoBaHMe CIIEAYIOIIETO
nokoieHust (NGS), kopotkuii TaHaeMHbIi 1ToBTOp (STR), omHOHYKIEOoTUAHBIN TTouMOpdu3M (SNP),
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IlepcnekTBa OMHOBPEMEHHOTO aHaaM3a OO0Jb-
IIOr0 KOJIMYECTBA MOJMMOP(MHBIX MapKepoB JeIacT
TEXHOJIOTMIO MacCIITa0OHOIo IapaUIeIbHOTO CeKBe-
HupoBaHus (MIIC) ouyeHb MOIITHBIM M OTHOCHUTEIb-
HO JIETKO IIPUMEHUMBIM MHCTPYMEHTOM B JIaOOpaTo-
pusix cyneOHOM sKcmepTusbl. B HacTrosimee Bpems
HamboJjiee akTuBHO MIIC ucnonb3yeTcsa B IUarHO-
CTMYECKUX J1TabopaTopusix IJsI aHAJIM3a MHIUBUIY-
aJIbHBIX TCHOMOB UeJIOBeKa WJIN 1IeJIEBOTO (TapreTHO-
Iro) CeKBEHMpPOBaHUS BBIOOPpOYHBIX ydyacTkoB JJHK
IUIST BBISIBJICHUSI T€HETUYECKMX BapUaHTOB, CBS3aH-
HBIX CO 3I0POBbEM WJIU C pa3BUTHEM 3aboJieBaHuii. B
KpUMUHAJIUCTUKE ¢ ucronb3oBanueM MIIC craner
BO3MOXHBIM OOHOBPEMEHHBII aHaJn3 M CTaHIapT-
Hbix aytTocoMHbix JIHK-MapkepoB (STR u SNP), u
mutoxoHAapuanbHoit JITHK, m MapkepoB MHOJOBBIX
xpoMmocoMm [1, 2]. IIpexne Bcero texHoyiorun MIIC
OyayT MMETh pellalollee 3HaueHMe Ui aHajlu3a
JAHK gemoBeka B TakKMX CiIydastx, Kak MacCOBEIE OelI-

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

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

METOAOJIOT'A MACIITABHOI'O
ITAPAJUJIEJIBHOTO CEKBEHMPOBAHUA

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

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

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

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

TAXEJIOBA u np.

BO3HUKaIOIIas BO BpeMsl CEKBEHUPOBaHWsI Ha Malllv -
Hax Illumina.

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

MIIC KAK MTHCTPYMEHT
JJIA TEHOTHUITMPOBAHMA STR-
1 SNP-MAPKEPOB

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

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

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

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

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

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

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

TAXEJIOBA u np.

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

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

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

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

poBaHus (Tabn. 2).
TEHETUKA Ne 12
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Tab6muna 2. XapakrepucTuky HauboJiee paclpoCcTpaHEHHBIX KOMMepuecKrux HabopoB peareHToB mis JJHK-unentudu-
Kauuu ¢ nomoipio MIIC

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

Signature Prep Kit

94 SNP-mapkepa mist uneHTUdUKaIUuM JUIHOCTH;

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

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

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

Whole Genome Kit

rocnenoBateibHOCTh MTIHK renoma (16 569 mH)

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

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

Kintelligence Kit

aKcnepTu3sl (94 njis1 uaeHTuuKaIuu JUIHOCTH,

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

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

®dupma Promega (CIIIA)

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

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

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

Nested System

Mep aMIUTMKOHOB 144—237 nH

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

®upma NimaGen (Hunepaanabr)

EasySeqI'M Human
ID and Sample
Tracking Kit

34 SNP-mapkepa mist nneHTU(PUKALIUN JTAIHOCTHU
U aMeJIOTeHUH

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

®upma QIAGENE

QIAseq Investigator
Missing Persons SNP
Panel

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

QIAseq Investigator
ID SNP Panel

139 SNP-mapxkepoB miist uAeHTUGDUKALIMYU TUIHOCTU

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

~28 u MiSeq FGx Reagent Kit
BO3MOXHO HCITOJIb30BaTh IJ1aT(hOPMBbI
u lon Torrent
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Ta6mma 2. OkoHUaHUe

TAXEJIOBA u np.

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

MapKepoB IJIsI OIIpeaeeHNsT Onoreorpaduiaeckoro
npoucxoxnenus (Middle East)

QIAseq Human
Mitochondria Panel

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

QIAseq Investigator
Human Mitochondria
Control Region Panel

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

®dupma BGI (Kurait)

MGIEasy Signature
Identification Library
Prep Kit

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

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

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

®dupma Thermo Fisher Scientific

Precision ID
GlobalFiler NGS
STR Panel

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

Precision ID Identity
Panel

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

Precision ID Ancestry
Panel

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

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

Precision ID mtDNA
‘Whole Genome Panel

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

Precision ID mtDNA
Control Region Panel

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

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

* YHRD — Y-STR Haplotype Reference Database.

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

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

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

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

TUNUPOBaHUMU ¢ momolibio MIIC

MiSeq FGx Ion Torrent

BGI MiniON

STR-Mmapkepsl

DY38911, DY448, DX10148

D3S1358, D7S820, D8S1179 | DYS38911, DYS612 —

SNP-mapkepsl

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

Rs321198, Rs576261,
Rs917118, Rs4530059,
Rs10318258*

rs1736442, rs1736442,
rs914165, rs735480

Rs733164, Rs873196,
Rs1029047, Rs1493232,
Rs1031825*

* Mapkephbl yIajJeHbl U3 TIOCJICIHUX BEPCUIA MaHeei.

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

KOMMEPYECKHE HABOPDI
JJIA KPUMHWHAJIIMCTUKHN

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

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

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

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

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

TAXEJIOBA u np.

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

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

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

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

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

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

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

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

TEXHOJIOTMYECKHWE ITEPCITEKTHBbI
CEKBEHWPOBAHHWA HA APYTUX
[TITAT®OPMAX

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

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

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

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

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

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

TAXEJIOBA u np.

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

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

IMEPCITEKTHBbI
1 HAITPABJIEHUMA PASBUTUA

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

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

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

SAKJIIIOYEHUE
Ha ceromugmrHuii geHb cpenu miaatdopMm I
MaclITaOHOIo MapajuleIbHOT0 CEKBEHUPOBAHUS

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

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

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

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

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

ABTODBI 3asIBIISTIOT, UTO Y HUX HET KOH(JIMKTA MH-
TEepPECOB.
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Using NGS in Forensics: A Comparative Analysis of Sequencing Platforms
T. V. Tyazhelova® *, 1. L. Kuznetsova®, T. V. Andreeva®?, S. S. Kunizheva®?, and E. 1. Rogaev* % ¢
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bLomonosov Moscow State University, Moscow, 119991 Russia
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The last decade has been characterized by a significant breakthrough in the development of new technologies
and tools for DNA analysis. A new technology of massive parallel sequencing, otherwise known as “next-gen-
eration sequencing” (NGS) is by now already widely used in many areas of biological and biomedical re-
search. The introduction of new parallel sequencing technologies into the forensic field is slower compared
to scientific and clinical research, mainly due to the difficulties of compatibility with already existing DNA
profile databases, as well as the need for rigorous validation experiments for accreditation of instruments and
assays sets of reagents. This review presents the worldwide existing solutions for the use of massively parallel
sequencing in forensics, technical aspects of experiments, developed commercial solutions and application
prospects, as well as the advantages and disadvantages of new sequencing technologies compared to the meth-
ods of DNA analysis traditionally used in forensic science.

Keywords: massive parallel sequencing (MPS), next generation sequencing (NGS), short tandem repeat
(STR), single nucleotide polymorphism (SNP), forensic science.
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