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MisnicreperBa BHYTPIIIHIX ciipaB YKpaiHm

EBOJIIONIA METOJIB CEKBEHYBAHHA THK TA IIEPCIIEKTHBU
IX BUKOPUCTAHHS B CYJIOBIA MOJIEKYJIAPHO-TEHETUYHIA EKCIIEPTU3I

Amnorarnis. CTpiMKHI pO3BUTOK TEXHOJIOTI] CEKBEHYBAHHS BIIPOBAJIIKYE HOBl MOKJIMBOCTI JIJIsSI BCTAHOBJIEHHS Te-
HETUYHUX O3HAK JIIOIWHU B CyJI0BIH MOJIEKYJIAP-HO-T€HEeTUYHIN eKCIepTH3l. ['0JI0BHOI MEeTOI ITUX JIOCJIIKEeHD
€ BCTAHOBJIEHHS Te-HEeTHYHUX O3HAK 0€3BiCTH 3HUKJIMX 0ci0, iX POAMYIB, TPOBeIeHHA 0aTHKIBCTBA, BU-SIBJICHHS
CyTiIiB Ol0JIOTIYHOTO MOXOKEHHS Ta IX imeHTudIKaIisa. B crarri posriistHyTO IMOCTYIIOBUI PO3BUTOK TEXHOJIOTI
CEKBEHYBaHHs JHEK, Big ximacrasmx MeTO,I[iB CEKBEHYBAaHHs 32 JOIIOMOTOK0 Ranim{pﬁoro esiekTpodopesy, 10 Me-
TOZIIB CeKBEHYBAHHS TPETHOTO IIOKOJIHHA, K1 3aTHI 3YMTYBATH IH(OPMALLIIO BLJ| MiTIbHOHIB (pparMeHTis JIHK Ge3
TIOIEPEe/THBOrO IX KJIOHYBAHHS, Ta IEPCIEKTHBA BUKOPUCTAHHS IUX MeTOMIB. JlocIIsReHHs B CyOBIH eKCl‘IepTHlI/I
JSTBHOCTL OZIHOHYKJICOTHIHUX mosrimopdiamis (SNP), CeKBEHYBAHHS STR-morycie Ta mitoxouapiagpaol JIHK,
STR-noxycis Ta SNP-mapkepis Y-xpoMmocomu, 3a06€3eUnTh BUCOKUM PiBEeHb IH(POPMATHUBHOCTI, BUSHAYEHHS PEeHO-
TUIIOBUX O3HAK JIIOIMHN, MOKJINBICTh BCTAHOBJICHHS NeHEeTUYHUX O3HAK 13 3HauHO Aerpamosanoi JIHK.

Knrouosi cmoBa: MoIeKyJIIpHO-TeHETHYHA €KCIIePTU3a, CeKBeHyBaHHs, STR-JTOKyCH, CeKBEeHYBAHHSA HOBOTO
noxoaiaHsg, SNP-Mapkepn, mogiMepasHa JAHIIOIOBA PEAKITiA.
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EVOLUTION OF DNA SEQUENCING METHODS AND PROSPECTS
FOR THEIR USE IN FORENSIC DNA EXAMINATION

Summary. The study of the human genome makes it possible to use genetic information to identify individ-
ual traits, diagnosis of diseases and forecasting and prevention of their development, promotes a personal
approach when choosing treatment methods; population research, ethnogenesis and evolutionary processes.
Introduction of DNA sequencing methods in domestic genetic fingerprinting will contribute to a more informa-
tive establishment of human genetic traits. The main purpose of molecular genetic research is to establish the
genetic features of missing people, their relatives, to conduct paternity, to identify traces of biological origin
and their identification. This article talks about the gradual development of DNA sequencing technology, which
is conventionally divided into three types. The first type includes sequencing using capillary electrophoresis
and pyrosequencing. The second type is high-throughput pyrosequencing, semiconductor, cyclic ligase, and the
use of fluorescently labeled precursors, based on the sequencing of millions of DNA fragments simultaneously.
The third stage includes methods that do not require prior sample preparation. These are methods of nanoporo-
us sequencing, sequencing of one molecule, one-molecular sequencing. Today, each of the sequencing methods
is aimed at performing different tasks. A number of methods are promising in the field of molecular-genetic
examination. In world jurisprudence, sequencing is implemented mainly with the help of devices — [llumina’s,
MiSeq FGx, Ion Torrent PGM from ThermoFisher and Ion S5. Research in forensic expertise of single nucleo-
tide polymorphisms (SNP), sequencing of STR-loci and mitochondrial DNA, STR-loci and SNP-markers of the
Y chromosome, will provide a high level of information, determination of human phenotypic traits, the possi-
bility of establishing genetic traits from significantly degraded DNA. This article deals with modern problems
of identification of human genetic traits and the prospect of introduction of the newest methods of sequencing
for their qualitative and complete establishment.

Keywords: DNA-typing, sequencing, STR-loci, next-generation sequencing, single nucleotide polymorphism,
polymerase chain reaction.

ocraHoBKa mpooOsemu. CeKBeHyBaHHsI TOJHINIHIN JeHb y BITUM3HSIHINA HAYKOBIN JIiTEpaTypi

JIHK — mHalimepcHeKkTUBHININMI 3 METOIIB JI0-
CIIIKEeHHS TeHeTWdHol imdopmarii. Jlocmimrerts
TeHOMY JIIOIWHU A€ MOMKJIMBICTh BUKOPHUCTOBYBATHU
TeHETUYHY iH(bopMauilo JUIS  JTIaTHOCTHUKKU XBOPOO
T IIPOrHO3YBAHH 1 yIIePePKeHHs IX PO3BUTKY, CIIPU-
s€ TIePCOHAJIHOMY ITIXO/Y IIJ Yac BUOOPY METOMIB
JIKYBAHHS; CIIPUsE JOCIIMKEHHIO MOIYJISINN, eTHO-
reHe3y Ta EBOJIOIIMHUX IIPoIleciB. BrpoBamgkeHHsS
MeromiB cexBenyBauusa JIHK y BiTumsHsany renny
JAKTHUJIOCKOIIIO CIIPUATHME OLIBIN 1HQOPMATHBHOMY
BCTAHOBJIEHHIO TeHETHYHMX O3HAK Jronuuu. Ha cho-

HeJI0OCTATHRO PO3IJIAHYTO MeTou cekBernyBanus JIHK
JIIONVHU 3 OIVISIAY Ha MEePCIIEKTUBH iX BUKOPUCTAHHS
V CYZOBHMX MOJIEKYJIPHO-T€HETHUHUX JOCIIKeHHAX.

Anasis ocraHHIiX JOCTIqKeHD HA MyOIKaIliA.
OcobJIMBOCTI TIPOBEIEHHSI CYIOBUX MOJIEKYJISPHO-
FeHEeTUYHUX eKCIIePTU3 PO3rIAHyTo B poborax Ile-
peneunsoi 1.0., Tammensroi I.T'., Bomuncesroi A.M.,
ITerpuuyr C.B. Ta iHmwMX, mIpoTe He POSTJISHYTO
IIePCIIEKTHBY BIPOBAIMKEHHS HOBITHIX METOIIB CEK-
BEHYBAHHS IIIJI Yac HPOBEIEHHS MOJIEKYJISPHO-Te-
HETUYHUX JOCIIIIKEHb.
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Merta poGoru. I'osioBHOIO MeTOIO ITi€l pPOOOTH
€ PO3IJIsiZ PO3BUTKY MeTomiB cexkBeHyBaHus JIHK
Ta BU3HAYEHHS MePCIIEKTUBH X BUKOPUCTAHHS Y CY-
YACHUX MOJICKYJISIPHO-TeHeTUYHHUX JOCTIIKeHHIX.

Buxnang ocaoenoro marepiasy. Ha ceoromir-
HIN JIeHb IIPOBEMEHHS CYIOBHUX MOJIEKYJISPHO-TeHe-
THYHUX EKCIIEPTH3 B €KCIIePTHO-KPUMIHAJICTAYHIN
AISTIBHOCTL IeP*RaBHUX YCTAHOB YKpaiHuU (6asyeTnest
HAa JTOCJIIKEeHH] IToJTIMOPQHUIX JIORyClB ,Z[HK

l'eHoM JONMHY CKIIQNAETHCS 3 PIBHOMAHITHUX 3a
cBoero criamuicTio mocsiaosaocteir JIHK, sk yHikas-
HUX, TAK 1 BHCOKOIIOBTOPIOBAHUX. YHIKAJIbHI (ppar-
mertr JIHK wMicTaTs mociIigoBHICTE HYyKJIEOTHIIB,
B SIKMX 3amn(poBaHa IeBHA M'eHeTUYHA 1H(OpMAaITis.
Taxum yrHOM, T0IIMOPQI3M HYKJIEOTHIHOI II0CIIII0B-
HOCT1 3yMOBJIEHHII BIJIMIHHOCTSIMH B IIOCJIIJIOBHOCTI
HYKJICOTHIIB PI3HHUX aJieJIeil OIHOro JIOKyCy [5].

OparmenTtn BucoromosTopoBanux J[HK ckia-
JAITHCA 3 TAHIEMHUX IOBTOPIB, AKI MOKYTH OyTH
OJHAKOBUMH 3a OymoBOI0, ab0 CXOKHMH 32 HEI.
Taxil gIISHKY TaHIEMHHAX IIOBTOPIB MAlOTh BUCOKHIA
PiBEHB IT0IIMOPQI3MY, OCKIIIBKYA PI3HUIIS B JOBMKH-
HI IIOBTOPIB (bparMeHTIB 00YMOBJIIOE BIIMIHHICTD
B JIOBYKHHI aJIieJie OJHOTO JIOKYCy — IT0JIiMopdiam
JoBskuHA [5].

Jocmmrenns noniMopd)HI/Ix nomyciB ,Z[HK
B eKCIIePTHO-KPUMIHAJIICTHYHIA MIAJIBHOCTL  3a-
CHOBAHO HAa IIPOBEJEHHI IIOJIIMEepPAas3HOl JIAHITIOIO-
BOI peaxiiii TaHAEMHHX MOBTOPiB. BrokpemuTIo0OTH
VNTR-noxycn ta STR-morycu. VNTR-morycm —
XapaKTepU3yIThCA 3MIHHHM YKCJIOM IIOBTOPIB BIJ
ceMH Ta OlJIBIIe Iap HYKJIEOTH/IIB, JOBKIHA ajlesen
mux JokyciB Big 200 map mywrseorumiB. Hessaska-
I0YM HA BUCOKUU PIBEHB HOTIMOP(}I3MY LHUX JIOKY-
CiB, iX JOCJITKEHHS B eKCIePTHIN JISJIFHOCTI € He-
moskauBuM. 11 vac pobotu 3 merpamosanon JJTHK
MOJKJIMBE IIOMUJIKOBE BCTAHOBJIEHHSI TOMO3UTOTHOC-
Tl IIEBHOTO JIOKYCY a00 HEeMOKJIMBICTH BCTAHOBUTHU
MOBHUM Ipodpliib B3arasl [5].

Pooora 3 STR-ymoxycamu € HaNIepclIeKTHUB-
HIIIOI0, OCKLJIBKK JOBJKMHA aJiejieM CKJIAaIae Bl
100 m0 500 map HYKJIEOTHIIB, IO 3abe3Ieuye BHCO-
KHH plBeHb IMOBIPHOCTI Ii 30epeskeHHs B Ierpaso-
pamiit JIHK Ta BusiBiieHHS BCix aJiesiei B reTepo3u-
rOTHUX 3paskax [5].

Okxpim gocmimxenus STR-mokycis 3a JomoMoromo
[IOJIIMEePA3HOl JIAHITIONOBOI peakIni, 3 IIogaJIbIINM
posainenusam JTHK-dpparmenTis 3a mommoMoromo xa-
MUJISAPHOTO eJieKTpodopesy, MJIsi BCTAHOBJIEHHS Te-
HETUYHUX 03HAK JIFOJIMHU ITPOBOISATH CEKBEHYBAHHS
mitoxouapianpHoi JIHK, akxe 3abesmeuye BcraHOB-
JIEHHSI CIIOPIJHEHOCTI 3a MATEPHHCHKOIO JIIHIEIO,
10 € HeoOXigHMM y pasi gerpagaiii smepuoi JTHK.
Hapaasi, merommn CeKBEHYBAHHI € 6araToin)opMa-
TUBHUMH B M€JHUKO-J1arHOCTUIHUX JTOCIILPKEHH X,
IIPOTHO3YBAHHI 1 yIepemsKeHH] POSBHTKY XBOPOO;
CIIPUSIIOTH JTOCJIIIMKEHHIO IIOIIYJIAIM, €THOTeHe3y
Ta eBOJIIOIIMHUX IIpoIteciB [1].

OnxuuMm 3 mrepmmx metomis cexkBeHyBauus JJTHE —
cexBenyBauHsa 1mo Cenrepy, abo merom TepMiHAari
JaHIora, 0a3yerbcsi Ha (PepMeHTATHBHOMY HO0OY-
,Z[OByBaHHl KOMILIEMEHTAPHOI0 JIaHIora JHK na
OCHOBL onHonaHIgorooi marpuul. IIpoBogsrs wo-
TUPHU HE3aJIeXHI peakiil aMmuridikalrii, 70 KOMHOI
3 peaxInii J0Tal0ThCS YOTHPHU BHUIU JE30KCHHYKJIE-
orun Tpudocdaris (ANTP), onuu 3 sskmx mae pasi-
OAKTHUBHY MITKY, Ta II0 OJHOMY BHIY JUAIE30KCUHY-
kneorus rpudocdaris (AdNTP) B MmenImiii KlIEKOCTI.
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3aBAKN HAABHOCTI B PEAKINNHIN cymimn Mommdi-
KOBAHMX AHAJIOTIB JIe30KCHHYKJIeoTH Tpudocda-
TiB, MHiJ Yac iX BOYIOBYBaHHS B KOMILJIEMEHTAPHUMA
naxor JJTHE BiL[GyBaeTLca TepMIHAIIIA, 1110 3yMOB-
JIO€ TeTepOreHHHUI po3Mip OTPUMAHUX (PParMeHTIiB
JIHK. B pesynbraTi cekBenyBanus 1o CeHrepy Mosk-
Ha oTpuMaTH (pparmeHTy Aos:xkuHOo©0 1000 map Hy-
KJICOTUIIB, AKICTh AKUX 3HAYHO 3MEHIIYeThCS IT1iCIIs
700 map mykaeoruais. CaMe 3a TOIOMOIOIO ITHOTO Me-
TOMY BIIEpIiie PO3IIudpOBAHO T€HOM JIOAUHY [2; 4].

ApromaTu3oBaHl MOOMQIKAINI METOLy CEeKBEHY-
BanHs 110 CeHrepy BHKOPHCTOBYIOTH CBOTO[IHI, 3a-
MIHUBIIM PaJlOAKTHBHY MITKY Ha (hJIIOOPECIeHTHY.
Posninenust pparmenTiB BimOyBaeThCs i Yac Kari-
JISIPHOTIO eJIeKTpodopedy, a sBullle (PJIF0OOPECIIeHITIT
PEECTPYIOTh JETEKTOPAMH, IO A€ MOXKJIMBICTH 3UM-
TyBaTH IIOCJIIOBHICTh yCHOTO CEKBEHOBAHOTO (ppar-
menTa JIHK. B cyuacHiit 1abopaTopHiit mpakTHUII et
METO[ 1a€ MOYKJIMBICTH IIPOTATOM OIHOI'O PO0OUOro
IIAKJIy B OJJHOMY KAIIIAPl BU3HAYUTHU ITOCJIIIOBHICTD
JHK mossxmao0 10 1000 map HykaeoTumis [4; 5].

Merton cexpenypauus mo Makcamy Ta ['sbepry
0asyeTbcsa HA XIMIYHIN gerpagarili mij Ji€0 CIIeIlH-
iuHmx areHTIB PagiOaKTHBHO MIYE€HOr0o pparmMeH-
ta JIHK. JIHK, sxy 6ymo mideHo, po3mijisioTb HA
YOTHUPH AJIKBOTH Ta JIOJAI0TH JO HUX PEareHT, II0
MOIH(DIKYE OOHE Y1 JTeKIIbKA a30TUCTUX OCHOB. I1y-
PHUHOB1 OCHOBM MOAUMIKYIOTH JUMETHJICYJIbRATOM
Ta 00POOJISIIOTE COJISTHOI0 KHMCJIOTOIO, I1JT Yac Y0ro BHU-
merIeTbess Metwiaagerin. [loganbma iHKyOarisa
B JIYKHOMY CEPeOBHII MPU3BOJIUTH 10 PO3PHUBY
dparmenra JTHK B Miciigx BHIIEIIIEHHS a30THCTOI
ocHoBu. [lipuMiTuHOBI OCHOBY MOAUMDIKYIOTH TiApa-
31HOM, IO IIPU3BOOUTEL A0 MOSUMPIKAIIIL AK IIMTO3M-
HY Tak 1 TUMIHY, SAKIILO pea}cuilo IIPOBOIHJIN y Oe3co-
JIbOBOMY CEpeJIoBHIN, y Pasl IpoBesieHHs 06po0KH
B IIPHCYTHOCTI HATpifl XJIopuiy — MOAUDIKYETHCS
nuie muro3ud. O6podora JJTHK mnepmHHOM II03BO-
nse orpumatu gparmentu JJHK pisHoi mossxwmmwm.
JlisHaTHCsa CTPYKTYPY AOCITIIKYBAHOTO hparMeHTa
JHEK mosxHA 3a HomoMoromn eaekTopodopedy B IIo-
JiakplraMmigaomy redi [2].

Meton mipocexBenyBanus JIHK xapaxrepusy-
€ThCs JeTeKIneio mipodocdary, 1Mo 3BUIBHIETHCS
npu mpuenanui JIHK-momimepason HykmaeoTHmy
o jgamgora. Ilin yac mociioBHOro NoJaBaHHS 10
CyMIIII JIe30KCUHYKJIeoTH I Tprudocdaris, ix mpuemd-
Hauua 10 pparmenTta JTHK cympoBomxyeTbess Bumi-
neHHAM mipodocdaTy, AKUN Y IPUCYTHOCTI CYIbQY-
prIas3m Ta 3a ydJacri ajgeHo3uH-5-docdocyabdara,
neperBoproeTbess B AT®, axuil criprsie OKMCHEHHIO
morudepruHa B OKCLTOIUGEPHH, M0 CYIIPOBOIKY-
eThbCcs ABHUINEM OlosroMineceHini. JIroMmiHeciieHInisa
peecTpyeThbes ITUPOBOIO KaMeporo mipuiana. Metos
MHipoCeKBeHyBaHHs jerneBinnii 3a merorn Cenrepa,
IPOTe YHEMOKJIMBIIIOE CeKBEeHYBAaHH: (pparmMeHTis,
Oibiux 3a 500 mmap HyKJIEOTHIIB, HA BiAMIHY Bif
metoxy Cenrepa [2].

Metogu cexBeHyBaHHSA HOBOTO (Ipyroro) Iio-
KOJIIHHSI CHIPsIMOBAHI HA 3MEHIIEeHHs Co0iBapToCT
Ta 30LIBIIEHHS NPOJYKTHBHOCTI, CyYacHI MeTOAH
CeKBEHYBAHHSI 37aTHI BUSHAYATH HyKJICOTH/HI II0-
CJTITOBHOCT] TEHOMIB PI3HOMAHITHHUX OPTraHi3MiB,
30kpema JoauHu. J[0 METOmiB OPyroro IIOKOJIIH-
HA BIJHOCSTH BHCOKOIIPONYKTUBHE CEKBEHYBAHHS
(xommamia 454 Life Sciences), nurJiivwme Jrirasae
cexBeHyBaHHsA (kommaHlss Applied Biosystems),
HATIBIIPOBITHUKOBE CeKBeHyBaHHS (kRoMmaHis lon
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Torrent). Jlas 1imx BUIIB CEKBEHYBAHHSA XapaKTep-
HUM OJHAKOBHU MeTOJ[] IIPOOOMIAroTOBKM — (opar-
menTaria goerux jgaHiorie JJTHK mo 50-1000 map
HYKJIEOTHU/IIB, 00poOKa KIHITIB (pparMeHTIB 3 IIO-
JAJIBIITAM TIPUETHAHHAM aJalTePHUX OJIITOHYKIIEO-
TUAIB, aMILTIQIKAINAa GparMeHTiB JJIsT 301IIBITeHHS
IX KIJIBKOCTI, CTBOPEHHSI MOJIEKYJISIPHUX KOJIOHIHA
3a JIOIIOMOT0I0 KJIOHAJIBHOI aMILTIpiKaIlil KOMKHOTOo
dparmenTa Ha TBepmomy cybcTpari [4].

Kommaniero 454 Life Sciences 6yJsio po3pobJiero
METOIUKY BHUCOKOIIPOIYKTABHOTO IT1POCEKBEHYBAHHS
3a J1oIoMorox HaxoTexHoJsorii. Momudikaisa mero-

Jly ToJisArae y rmpoBeerHi emyJibcitiaoi [1JTP 13 mome-
PEIHBOIO IMATOTOBKOIO THUCTY d)parMeHTlB ,Z[HK 1o ix
cexBeHyBaHHsL. [Ticiis OCHOBHUX erTamlB IATOTOBKY,
10 TIJIOMKKN 3 JIYHKAMM, B SKIM MICTATHCSA MIJIbSIp-
Ou Mikpocdep, IIOCIILOBHO IOOANTH YOTUPH BUIH
"ykaeorumis. Ilicisa emysbciitnol I1JIP ma kol
MiKpocdepl MICTATBCSI THUCSIYl KOIMM MAaTPUIHOTO
dparmenra JIHK. ITig yac moTpariguasa g0 JIyHKH
IIEBHOTO HYKJICOTH/IA, AKHN € KOMILIEMEHTAPHUM
o Hykjgeoruga marpuunoro gpparmenra JIHK, itoro
MIPUETHAHHS 0 JIAHIIOra, II[0 CHHTE3YEThCSI, 1HIIII0E
KackKaJ XIMIYHHUX peakIlii 3 BUBLIbHEeHHIM mipodoc-
dara Ta yTBOpPEHHSIM SIBUINA XEMOJIIOMIHECIIEHIII].
JlHOo mimIoskKkn SHAXOQUTELCS B OIITUIHOMY KOHTAKTI1
3 ONTHKO-BOJIOKOHHMM CBITOBOZIOM, IO JIA€ MOSKJIH-
BICTb PeeCcTPYBaTH SIBUINE JIOMIHECLEHI] 13 THCTT
JIyHOK omHo4YacHo. OCKLILKM B IIPOITEC] CEKBEHYBaH-
HSI CHUHTe30M Hepesmka KuUibkicTh JIHK-marpums
BTpavae CBI¥ CMHXPOHI3M, TOYHICTh ¥ CEKBEHYBaHHI
dparmenTie JIHK 3abesmneuyerbest OaraToxomiimic-
TIO BH3HA4YEHOl IIoCJIimoBHOCTI. Take Oararopasose
MMPOYNTYBAHHS IIEBHOTO (PPATMEHTy CIIPHsE BUPIB-
HIOBAHHIO CUTHAJIy T[] Yac BOYIOBYBAHHS IIE€BHOTO
HYRJIEOTH/IY, 1110 3HAYHO 30LJIBIITy€e TOUHICTh CEKBEHO-
Bauux gparmenTis JJHK [3].

Kommanieto Applied Biosystems Oysa mpescrag-
nena mnatgopma «SOLID», ocmoBama Ha Iporreci
ITAKJIIYHOTO JIra3Horo CeKBeHyBauHs. Ilicaa cran-
JapTHOI TIPOOOITIATOTOBKN Y BUIJVISIlL €MYJIbCIHHOI
TIJIP Ta 3emmanus dpparmentis JTHK 3 mikpocde-
pamu, 10 oguosaHiorosol JIHK mpuennyrors mpaii-
Mep Ta CHHTE30BaHUM (QJII0OPECIIEHTHO MIYeHHH
osironykJeorumunii 3oH. [locmmoBHe mpregHaHHS
soumi mo matputll JIHK dikcyerbess, yactuma Kox-
HOTO 30HJA 3 MITKOI0 BinMuBaeThbea. J|Jia BusHaveH-
Ha 1moBHOI mocsrigosHocTl pparmenra JTHK peaxinio
IIOBTOPIOIOTH 3 I AIThMA IIpafiMepaMu, KOsKeH 3 STKUX
3MIIEHUM Ha OOUH HYKJICOTHJ BIIHOCHO MICIIS IIO-
CajKy TIomepemaHboro mpaiimepa. JloB:uHA OTHOTO
dparmenra JTHK, cunTesoBamoro taxmm crocobom,
ckJasgae Bix 25 mo 75 map HykaeoTumis [3; 4].

Kommanis Ion Torrent sampoBamguia MeTox Cek-
BeHYBAHHSA Ha HAIBIPOBIIHUKOBOMY YHIIN. 3a JI0-
TIOMOT010 TIPOOOIIIITOTOBKY Y BUTJISIL €MYJIBCIHHOI
TIJIP yTBOproeThest 6i0TioTEKA I[HH SARY (buccyme
Ha MIKPOEJIeKTPOHHOMY YHIIL 3 MlJII)I/IOHaMI/I MIKpPO-
JIVHOK 3 1OHOYYTJIMBOIO ITOBEpPXHE, 3B SI3aHOMY
3 mataukamu. [lociiJoBHO T04aI0ThCS Pi3H1 HYKJIe-
oruau, iXx BOYIOBYBAHHSI B JIAHITIOT CYIPOBOIMKY-
eTbes amimoo pH, o mererryersest mpuiaamom. Jo-
BKMHA CEKBEHOBAHUX pparmeHTiB criiamae 400 map
HYKJIEOTH/IB 13 TouHicTio 99,5% [4].

IIpomec cexBeHyBaHHS Illumma BIAPI3HAETHCSI
BIJL BHIIe3a3HAYEHIX meromiB Kiacrepuon I[IJIP
HAa MIIKJIAI, TIOBEPXHS AKO0I BKPUTA IpaiiMepamMu
JIBOX BH/IIB, 3'€eIHAHUX JIHKepaMmu. [IpogykTu amm-
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micirarii mesuoro pparmenta JIHK sasnumma-orbes
617151 MICITA CHHTE3y ITHOro hparMeHTa Ta B MOJAJIb-
momy amintidikyorecsa mopan. JJHK memarypyors
Ta TPOBOJATL CEKBEHYBAHHSA OJHOJIAHITIOTOBUX
dparmenTiB nogaouu mpaiiMepu Ta QIIIOOPECIIEHT-
HO MiveHl PISHHUMH KOJIBOPAMM TEPMIHYIOUl HY-
kiaeorunu. llpuennannii TepMiHyIO‘II/Iﬁ HYKJIEOTHT
XIMIYHO MOHGIKYIOTH I Bif'efIHAHHA (hioopec-
IeHTHOI MITKM Ta TepMIHATOpa JJIS IMOAAJBIIOrO
MIPUETHAHHS HACTYIIHOTO TEPMIHYIY0r0 HYKJI€OTH-
na. 11postoBaryIoTh 100y/10ByBaHH KOMILIEMEHTAap-
HOTO JIAHIIOTA Ta JIeTEKTYIOTh (DIIOOPECIIEHINI0 Bif
MIJIBHOHIB KJIACTepiB OmHOYACHO. JIOBMKMHA OTHOTO
dparmenra JIHK, cexBeHOBaHOro ImM MeETOIOM,
crsamae 300 map HYKJIEOTHIIB [2; 4].

MeTronu ceKBeHYBAHHS TPETHOTO ITOKOJIIHHS
CIIPSIMOBAHI Ha 3MEHIIEHHS HEeIOJIKIB METOIIB
IPYroro IMOKOJIHHS, a caMe — CKJIAIHOI IpoOoIiI-
TOTOBKHM, HE3HAYHOI JOBKUHU CEKBEHOBAHUX (par-
MEHTIB, JOBIOTPHBAJIOCTI IIMKJIIB, HEOOX1JHOCT1 0a-
raTopas3oBOro MOBTOPHOTO CEKBEHYBaHHA [4].

TexHoI0TIA CeKBEHYBAHHS OLHIE] MOJIEKYJIH KOM-
nauii Helicos mosisirae y cekBeHyBaHHI (pparmeHnTa
JIHK 6e3 momepenunoi ammridikaii. Cucrema 3a-
Oearreuye BU3HAUEHHS IIOBTOPIB MLIbSPIIB HYKJIE-
otuaiB 3a 100y 3 TounicTo 99,9%. [Ipore cexseny-
BaHHa Ha mpuiagax kommaxii Helicos Biosciences
€ 3aHaaTo Joporum [4].

MeTom HaAHOIIOPOBOTO CEKBEHYBAHHS KOMIIAHIL
Oxford Nanopore 3acHoBaHWI Ha 3MIiHI €JEKTPO-
IIPOBLTHOCTI HAHONIOPH INJ Yac Ipolecy Mirparii
MOJIEKYJIN JHEK 9epes Iopy. 3MiHA eJIeKTPOIIPOBII-
HOCTI J1ae MOKJIMBICTh BUSHAYUTH BUJI HYKJICOTHU/Y,
110 IIPOXOUTH 3a IIEBHUM IIPOMIMKOK dacy [4].

OHOMOJIEKYIIpHE CeKBEeHYBAHHS B PeaTbHOMY
yacl kommauil Pacific Bioscience mae MosKauBicTB
cexpenyBauusa ¢parmentie JIHK mosskwmuoIO 110
10000 map myrmgeorumie. JIHK-mosimepasa Gymye
JOCITTKYBAHUH (bparMeHT JHK BUKOPHCTOBYIOUH
HYKJICOTHIH, AKI IIOHEepeIHLO 0yJIo MiueHo (Iro-
peciieHTHUMHU MITKaMu. llpomec mpueqHaHHS Hy-
KJIEOTH/IA JIETEKTYye Jia3dep mpuoopy [4].

Ha croromHimuiii neHbr KOMKeH 3 METOIIB CeK-
BEHYBAHHS CIPIMOBAHWN HAa BUKOHAHHS PISHMUX
3amad. Psag MeromiB € IIEepPCIIEKTUBHMM B TaJIy3l
MOJIEKYJIIPHO-T€HeTHYHO1 eKCIIepTu3u. B cBITOBIM
CYIIOBIfl TIPAKTHUITl CEeKBEHYBAHHS MEPEBAKHO IIPO-
BOOATE 3a moromoroio mpuiaams Illumina’s, MiSeq
FGx, Ion Torrent PGM Big ThermoFisher ta Ion S5.

OCKUIBKM B CyJIOBIfl IPAKTHUINl YACTO BUHHUKAE
mpobsieMa 31 BCTAHOBJIEHHSM TEHETHYHHX O3HAK
13 cuibHo gerpanmosanol JIHK, mampurian i3 obro-
plIuX KICTKOBUX PEINTOK, BITPOBAKEHHS METO/IIB
CEeKBEHYBAHHS II0CTAE IEePCIEeKTUBHUM BapiaHTOM
JIJIsT YCHIIIHOTO BCTAHOBJIEHHS IIOBHOIO IIPOLITIO.
Tak, y mocmimxenHl Ambers OyJio moKasaHo, IO
BUKOPUCTAHHS METOAy MACHUBHOIO IIapaJieJIbHOTO
CeKBEHYBAHHs JIIS JIOC/LMKEeHHS OHOMOJIEKYJIAP-
Hux mosimopdiamis (SNP), y moegmanmmi 31 craH-
mapTHuMu Metomamu mociaimxeHHsa STR-mokycis
Ta cekBeHyBaHHAM MiToxoHapianabHoi JIHK, € Buco-
KOIH()OPMATHBHUM 1HCTPYMEHTOM JIJIsI BU3HAYEHHS
MOXOKEHHS OCTAHKIB JIIOIeN Ta IX (PeHOTUIIIUHUX
BIAMIHHOCTEH. Y BHUIIQJKAX MACOBOI T'MOeJIl JIIomel,
CEeKBEHYBAHHS MEeBHUX JUISHOK TreHoMYy € iH(opma-
THUBHUM JJIsT PEKOHCTPYIOBAHHS JESIKUX KICTOK de-
pelra Ta IIeJIemnu, 0 CIPUsie ITIO3UTUBHIN 11eHTU(I1-
Kaini saruosmx [6].
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3okpema, Renata Zbiecr — Piekarska Brasye Ha
IIEPCIIEKTUBHICTD JOCIIKEHHS MapKeplB METHJIIO-
BAHHS JJI BUSHAYEHHS 010JI0TYHOI0 BIKY JIIOIUHU,
a caMe MapKepiB MeTHJIIOBAHHSA IIPOMOTOPHOI yac-
tuau reda ELOVL2, BusHaueHHS SKHX ITPOBOIH-
JIOCH METOIOM IipocekBeHyBaHus. 11 mocmimxeHus
BKA3yIOTh Ha MOKJIMBICTL BCTAHOBJIEHHS 010JI0TIY-
HOT0 BIKY JIIOAUHHU 34 CJIIJaMU KPOBi, TKa repedyBa-
JIa B IIPUMIIIEHH] J0 II'STH POKIB, IO € BAMKJINBUM
1IeHTUPIKAINAHEM PaKTOPOM IJIs CYLOBOI MOJIEKY-
JIAPHO-TeHEeTUIHOI eKcriepruauy [11].

Taxosx, OyJI0 CeKBEHOBAHO 3a IOIOMOTOK IIPH-
mama 454 GS Junior (Roche) worupu STR-sokyca
D2S1338, D3S1358, D12S391 u D21S11, nja no-
CIIIMKEHHS CKRJIAIHUX BUNANKIB OaTbKiBcTBa. Cek-
BEHYBAHHSA IIUX JIOKYCIB MIATBepAuyo akT 0aTh-
KiBCTBA TAa BUABWJIO PAJ MyTalllfl B ajiesisax, AKI
orpuMmasia mutuHu. Jlokycu D2S1338, D3S1358,
D12S391 u D21S11 € nmepcreKTUBHUMHU [IJISI BKJIIO-
YeHHs JI0 HaOOPIB JJIA CEKBEeHYBAHHS B CYI0Bil MO-
JIEKYJISIPHO-TeHEeTHYHIN eKcrepTusl [8].

OcxkisbKn moJriMoppi3M ITOCITITOBHOCTI iCHYe Ha
OTOYYIOUMX IIJISHKAX JIOKyca Ta B CaAMHX KOPOT-
KMX TAHIEMHHX IIOBTOPAX, AKTYyaJIbHUM ITUTAHHIM
€ CeKBEHYBAHHS JIIAHKH CaliTa 3B’ sI3yBaHHS IIpaii-
Mepa 3 MATPHUIIEI0 JIHK Ta CEeKBEHYBAHHS aJtesen
npx sokycis. Myramii B caiiTi 38’s13yBaHHS Hpaii-
mepa 3 marpuiiero JJHK mpussogsars mo BI/IHamHHH
ajieyiell Ta BCTAHOBJIEHHS XWOHOI MOMO3MIOTHOCTI.
B pesysibraTi myraiiii posmip ajiesi Moike OyTH
11034 «aJIeJIbHOI0 IpabuHoI» (JIeamepoM), 10 MOKe
IPUSBOUTH 10 XMOHOTO BCTAHOBJIEHH: IPOGLIIO
JIOOUHH. Margaret C. Kline B CBOEMY JTOCJTII3KE 1
IIOKAa3aJIa MOKJIMBICTL BHUIIAMIHHS aJieJiel, BHUKO-
PHUCTOBYIOUH PSI CTAHIAPTHHUX HparMepis, Ta IIep-
CIIEKTHBY BUKOPHUCTAHHS PI3HUX IIpaiMepiB maJis
MOSKJIMBOCTI CEKBEHYBAHHSA KOPOTKMX TAHIEMHIX
IIOBTOPIB 3 MYyTAI[iIMU y CAaMTl 3B A3yBAHHS IIpai-
Mepa Ta B camiit ajei [9].

[lepcnexTMBHUM B Tajiy3l MOJIEKYJISAPHO-TEHE-
TUYHUX HOCJIIIKEHDb € OC/IIIMKEeHHSI OJHOHYKJIEO-
TuaHUX mosaiMopdiamis (SNP), siki mpemcraBisioTh
coboro TouroBl JIHK, omHomykmeoTmmmi iHcepIrii
Ta gemnerii. B remomi JiroquHY iCHY€e BeJWKA KlJIb-
KICTb ONHOHYKJIEOTHIHHX 3aMIiH, II0 € I1HQOp-
MATUBHUM [IJs 1geHTHQIKAIll O03HAK JHOJHUL.
Bessamepeunono mepeBaron y HOCIUIKEHHI LHUX
moiMopi3MiB € HeBeJINKA MOBKMHA TAKHUX aMILIi-
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KOHIB — 60—80 Imap HYKJIEOTHOIB, IO € BAKJIMBUM
mig yac mocaimxenHs gerpamosanol JJHK. Takox,
3a JI0IToMoro0 JocamkeHuas SNP-mapkepis MoskHa
BU3HAYATH [IOXOMKEHHSA JIIOAUHM, 11 (PeHOTHIIOBL
O3HAKU — KOJIIP ouell, BoJoccs, IKipu [7].

OCKLJIBKY Ha CHOTOMHIIIHIA NeHb B BITUM3HAHIN
eKCIEePTHIA MOJICKYJIAPHO-TeHeTUYHIN MsIBHOC-
T1 posmiienus aseneit STR-mokycie BinOyBaeThCcs
HAa OCHOB1 JOBKHHU aMILTIQIKOBAHUX (PpparMeHTiB,
BIIPOBA/PKEHHSI CyYaCHHMX TEXHOJIOTIH, Imo 6a3y-
IOThCA HA BU3HAYEHHI HYKJIEOTHIHOI ITOCJIIOBHOC-
11 ¢pparmentis JIHK, 3abesmeunts HOBUET piBEHD
B ImeHTHQIKAIN] TeHeTUYHNX 03HAK, aHAJII31 CKJIaI-
mux cymimeit JJHK [10].

Bucnosok. BropoBamskeHHsT HOBITHIX METOIIB
nocmimxensasa JIHK e nepcriexk-tuBHIM B Tay3l Mo-
JIEKYJIIPHO-TEHeTUYHUX OOoCaimxeHb. Ilo-mepie,
BUKOPHMCTAHHS TEXHOJIOTIM CEeKBEHYBAHHSI HOBOI'O
MOKOJIIHHSA 3a0e3[MeUnTh BUSABJIEHHS HOBUX aJIesiei
Ta MyTAaIlill i Yac IpoBedeHHS 0aTbKIBCTBA.

Ilo-mpyre, cexBeHyBaHHS Oae MOXKJIMBICTL BCTA-
HOBJIIOBATH BCIX YUYACHUKIB cKIamuux cymimreir JJHK,
AKL I Yac JOCIKEeHHS CTAHOAPTHUM MEeTOI0M
BM3HA-YAIOTh SK HEIpUAATHI I 1JeHTHQIKaIi.
Ockinpkn Ha choromHi gocmimreHus STR-m1okyciB 06-
MeKyeThCsI BUSHAUYEHHSIM JIOBKIH d)pameHTlB I[HR
Ile HPU3BOIUTH 0 BUIHAYEHHS CYMIII OLIBII HIK
3 IBOX 0Cl0, K HEIPUIATHOL JJIA 1meHTr(dikaInii, abo
HMOBIPHOCTI TIOMUJIKOBOTO BCTAHOBJIEHHS T€HETHY-
HHUX 03HAK 0Ci0, 10 MaTh cX0Ki mpodia. Brposa-
JISKeHHS METOIIB CeKBEeHYBAHHS A€ MOKJINBICTE 0e3-
TOMUJIKOBOTO BUABJIEHHS 0COOM — CKJIATHUKA CYMIIIT,
HAaBITH 3a HU3bKOI KounerTpari ii JIHK y cymimmi.

Ilo-Tpere, cyuacHi meromu cexBenyBauus JJHK
3abesrrevyars OLIBIN 1H(QOPMATHBHE BCTAHOBJIEHHS
TeHEeTUYHUX O3HAK O00ropilimX KICTKOBHUX PEINTOK,
BU3HAYEHHS IIeBHUX (DEHOTUIIOBUX O3HAK 3aTU0INX
JIIOOEH, 110 € BAYKJIMBUM IJIS 1X 1meHTrdIKarii.

TaxuM YMHOM, BUKOPHCTAHHS B CYIOBIH eKC-
HepTHIA TIATBHOCTI TAKMX T'eHETUYHUX MapKepis,
ax SNP ta STR, pasom 3 ceKkBeHyBaHHAM MITOXOH-
npiaaeaol JJHK Ta mocaimmenusam Y-xpomocommu,
3a0e3I1eunTh BHCOKHMH pPIBEHb 1H(OPMATUBHOCTI,
BU3HAUYCHHA (DCHOTUIIOBHX O3HAK JIIOJWHMI, MOMXK-
JINBICTH BCTAHOBJICHHS I'€HETHYHHUX O3HAK 3 BHCO-
romerpamoBanoi JIHK, Bussiienns HoBUX aJiesei
Ta MyTalii, 6e3moMMJIKOBOI 1meHTH(IKAIi ocid
y cknamaux cymimax JJTHE.
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