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YOK 577.21:575.174
"epacumenko [.C., NoctepHak H.O., AHiubka J1.B.

CekBeHyBaHHA HacTynHoro nokoniHHsa (NGS): cy4acHU#M CcTaH i
nepcnekTuBun

HauionanbHut medudyHuu yHisepcumem imeHi O.0.bocomMorbus, YkpaiHa

Next Generation Sequencing (NGS) is a high-performance technology for
quickly and accurately reading genetic information. NGS allows you to
simultaneously analyze millions of DNA fragments, which radically changes the
approaches to genetic research. The technology includes DNA fragmentation,
fragment amplification, nucleotide sequencing and bioinformatic analysis. NGS is
actively used in the diagnosis of hereditary diseases, oncogenomics and
personalized medicine.

KniouoBi cnoBa: cekBeHyBaHHA [OHK; NGS; cekBeHyBaHHS HaCTYMHOrO
MOKOMIHHA;  MepcoHanizoBaHa MeguuMHa; TFeHETUYHUIM aHani3; MOMeKynsipHa
AiarHocTumKa.

OcHoBHMK 3MmicT. Cy4vacHi TexHonorii NGS 3Ha4yHO po3Wnpunmu
MOXIMBOCTI FEHOMHUX [OOCNigXeHb 3a paxyHOK BUCOKOI MPOLYKTUBHOCTI,
TOYHOCTI Ta 3HWXKeHHA BapTocTi. Knwodosi Hanpsamu po3sutky NGS
OXONSIKTL PiI3HI METOAOSONYHI Niaxoan, BNpOBaMKEHHA aBTOMaTu3auil Ta
LUTYYHOrO iHTEeNeKTy, nNigBULLEHHS LWBUOKOCTI N eEeKTUBHOCTI, a TaKoX
aKTMBHE 3aCToCyBaHHA B MeAuuuHi. PosrnaHemo ui acnektu getarnbHiwe.
AHani3 Ta BMBYEHHS axepenbHol 6a3un, ctaHom Ha 2023-2025 pokun, CBig4uUTb,
wo nposigHnmn TexHonoriamm NGS € lllumina, Oxford Nanopore, PacBio
(SMRT-cekBeHyBaHHs), lon Torrent, BGI/MGI [1].

CyyacHi nnatdopmun cekBeHyBaHHS HacTynHoro nokoniHHa (NGS) matTb
3HauYHi nepesaru, WO podbuUTb X HE3AMIHHUMM IHCTPYMEHTaMWN Yy FEeHEeTUYHUX
AOCNIMDKEHHAX Ta KMiHiYHIM - npaktuui. [natgopmu, Taki gk lllumina,
BUKOPUCTOBYIOTb MeTog cuHTe3y [OHK i3 donyopeCueHTHUM 34nMTyBaHHAM, WO
3abe3neyye BWCOKY TOYHICTb Ta MacwrabosaHicTb. |i 3acTOCOBYOTH Y
TPAHCKPUNTOMHUX, €K30MHUX Ta MOBHOreHOMHUX pocrigpkeHHax [2]. Oxford
Nanopore, 3 iHWOro ©OOKy, BWKOPUCTOBYE HAHOMOPOBY TEXHOSOriO, sKa
A03BOSISIE OTpUMyBaTU AOBri 34nTyBaHHSA (long reads) B peanbHOMY 4Yaci, WO
aae 3mory pgetektyBatu mogudpikauil OHK, Taki gk meTtunioBaHHA, 6e3
popatkoBux peaktumsiB [3]. PacBio (SMRT-cekBeHyBaHHS1) NPOMNOHYE BUCOKY
TOYHICTb Ta 34aTHICTb BUABMNATU CTPYKTYPHI Bapiauii, MyTauil Ta enireHeTUYHi
mMoaudoikauil, wo podbuTtb Ti KOPUCHOK ANS AOCMIAXKEHHS PIAKICHNX FeHEeTUYHUX
BapiaHTiB [4]. lon Torrent 3acTtocoBye eniekTpoXiMiYHUN MeTOo[ 34YUTYBaHHS
HYKNeoTuAaiB, WO [O03BOMAE YHUKHYTU BUKOPUCTaAHHA OnyopecueHTHUX
MapkepiB, WO pobuTb Moro edekTMBHUM Ans KNiHIYHUX AocnigXeHb [5].
Mnatdoopma BGI/MGI, € anbtepHatmBoto lllumina, 3abeaneyye BUCOKY
NPOAYKTUBHICTE MPU  3HWKEHUX BUTpaTax, WO A03Bonde eqeKkTUBHO i
BUKOPUCTOBYBATU AN BEMMKNX FreHOMHUX NPoekTiB [1,6].
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CyyacHi NGS-nnatdopmMn akTUBHO IHTErpyloTb METOAM MaLUMHHOIO
HaBYaHHSA Ta LUTYYHOro iHTENEeKTy Ans onTuMi3auil aHanisy Benukux obcsaris
AaHnx. BukopucTaHHA cneuianiaoBaHMX anroputMiB [O03BOMSE NiABULLNTU
TOYHICTb NPOrHO3yBaHHA, MOMErwyYn AOoJaBaHHA BapiaHTiB Ta 30opu
KOMMOHEHTIB. 3aBOsiKM IHHOBALisIM Yy TeXHOMOorii  AOBroro 34MTyBaHHS,
nnatopmMmn 3MeHLWyTb NOTPedy y cknagHux 36opax AaHuX i NPUCKOPIOKTb
npouec cekBeHyBaHHS reHomMiB. NGS TexHosorii akTMBHO TpaHCOPMYHOTb
AiarHOCTUKY  PiOKICHMX 3axBOPKOBaHb, OHKOreHeTUKy, Mikpobionorito Ta
MeTareHOMIKy, a TaKOX CrpUa0Tb PO3BUTKY TEXHOMONN MPSIMOro reHETUYHOro
TecTyBaHHS (direct-to-consumer genetic testing) [5].

BuBYyeHHA Ta aHanisa HaykoBuX [pKepesi JOBOAUTb, WO CEKBEHYBaHHA
HacTynHoro nokoniHHA (NGS) cTpiMKO pO3BMBAETHLCS, BiAKPUBAKOUYM HOBI
MOXITMBOCTI N9 Hayku, MeamuuHun Tta BiotexHosorin. NoganbluimMin po3BUTOK
TEXHOMOrI  CApsAMOBaHWMW  Ha  MiABULLEHHS  TOYHOCTI, LWBWAKOCTI Ta
PO3LUMPEHHS chep 3aCTOCyBaHHA.

OgHMM i3 TONMOBHUX BUKITMKIB 3anuULLIAETbCA 3HMXEHHS PIiBHSA MOMWUIIOK,
ocobnMBO Yy [OOBrUX 34MTyBaHHsX. HoBi anroputmum o06pobku paHux Ta
MOKpaLLeHHS XiMil CEKBEHYBaHHS JonoMararoTb YCyHYTU Noxmbku. Hanpuknag,
TexHonoril HiFi reads Big PacBio 0o3BonsA0TE OTPUMYBaTU OBI 34NTYBaAHHSA
3 BMCOKOI TOYHICTHO, LLIO KPUTUYHO ANs1 BUABNEHHS PigKICHUX MyTauin [4].

MeToan cekBeHyBaHHS 3 [JOBIMMM 34MTyBaHHAMKW, Taki Ak Oxford
Nanopore Ta PacBio SMRT, npogoBxylTb YyOocKkoHanoBatucs. BoHu
0OCODNMBO BaXnUBI ONA aHanidy ckrnagHux AOiNsiHOK reHomy, NoBTOPHOBAHUX
NocCnigoBHOCTEM Ta enireHeTUdHuXx Moaudikauin. OdikyeTbCs, WO B
ManbyTHbOMY AOBri 34MTYBAHHS CTaHYTb AOCTYMHILLMMW Ta LWBUOLLIVUMWN.

LBnaoke 3poctaHHa obcary gaHux, oTpumaHux Yy pesynbtaTti NGS,
noTpebye eqekTUBHUX anroputmie o6pobkn. BukopuctaHHA MaLUIMHHOIO
HaBYaHHS Ta LUTYYHOrO IHTENEKTY LOMOMOXE MPUCKOPUTU aHani3, NMoKpaLLnTm
ioeHTuikauito MyTauin Towo. Hanpuknag, anroputMn rnmbokoro HaBYaHHS
BX€ BUKOPUCTOBYKOTbCA [N PEKOHCTPYKUil reHoMiB Ta npeanKTUBHOI
MeauunHu [4].

TexHonoris cekBeHyBaHHSA HacTyrnHoro nokoniHHa (NGS) akTtueHO
IHTErPyeTbCA B KMiHIYHY NPaKTUKy, 30KpemMa B OHKOreHeTuui, Ae BOHa
A03BOSIIE€ BM3HAYaTM MyTauil, NOB'A3aHi 3 OHKOMOM4YHUMWN 3aXBOPOBAHHAMMN,
Ta 3gincHoBaTn Nigbip TapreTHOI Tepanii, OPIEHTYOYMCb Ha MOJSIEKYNAPHO-
reHETUYHI  XapakKTepucTuknm nyxnuH. [lpeHatanbHa Ta  HeiHBasMBHA
AiarHoctuka 3a gonomoroto aHanidy OHK nnoga B kpoBi maTepi 403BOssie
BUABNATM FEHETMYHI aHomanii 6e3 pusnky Ons 340poB's AUTUHWU. Y cdepi
dapmakoreHoMikn NGS cnpude iHausigyanisauil nigbopy nikis, BpaxoBy4u
reHeTU4Hi ocobnMBOCTI MauieHTa, WO A03BOMHAE NOKpPaWUTU edeKTUBHICTb
NiKkyBaHHA Ta 3HM3UTU pU3NK nNobiyHMx edpekTiB. NGS y noegHaHHi 3
TexHonoriamm CRISPR BigkpuBae HOBI MOXIMBOCTI Yy TEeHHIN Tepanil Ta
nepcoHanisoBaHin MeguuMHi. 3aBOSKM CEeKBEHYBAHHK CTa€ MOXITMBUM
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BU3HAYEHHA MyTauin, sKi NignaraoTe KOpPeKuil, i po3pobutn TepaneBTUYHI
cTpaTerii Ansa nikyBaHHA cNagKoBMX 3aXBOPHOBaHb.

BucHoBku. [lepcnektuen po3suTky NGS nos’d3aHi 3 NiaBULLLEHHAM
TOYHOCTI, OOCTYMHOCTI Ta LWBWOKOCTI aHanisy, a TakoX 3 iHTerpauieto vy
KNiHIYHY  npakTuky, 6ioiHbopmaTMKy Ta nepcoHanizoBaHy MeOuLnHY.
[MoganbLwi iHHOBaLiT 3pobNATE CEKBEHYBaAHHS reHOMY CTaHAAPTHOK YaCTUHO
AiarHOCTUKN Ta nikyBaHHA OaraTtbOX 3axBOpPKOBaHb, a TaKOX BIAKPUIOTb HOBI
MOXITMBOCTI Yy BioTexHosorii Ta gOCRiMKeHHI OO0BKINNA. Y Hanbnuxyi poku
PO3BUTOK TEXHOSIONMN LUTYYHOrO IHTENEKTY CApuATUME BOOCKOHANEHHIO
anroputTMiB aHanisy reHeTudHux gaHumx. OTe, CeKBeHyBaHHA HaCTYMHOro
MNOKOSTIHHSA € MOTYXXHUM [HCTPYMEHTOM Cy4acHOI HayKu, SSKUA BiOAKPUBAE HOBI
MOXINMBOCTI B MeauuuHi, Gionorii Ta 6ioTexHonorisx. MNMNoganbwnin po3BUTOK
TEXHOSIONN CNpUATUME PO3LUMPEHHIO X 3aCTOCYBaHHSA Ta BOOCKOHASIEHHIO
MeTO/iB aHanidy reHeTU4HOI iHpopmauil.
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