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25 POKIB IIICJIsSA 3BABEPIIEHHSA HUMAN GENOME PROJECT: HAYKOBI 3JOBYTKMU,
CYYACHI BUKJ/IMKHA TA IIEPCIIEKTUBHU PO3BUTKY 'EHOMIKHA

Mema. Anani3 reHOMY JIOIWHH BiAKPUB HO-
By epy OiOMeIMYHHUX JOCIiKEHb, Y sKiil iHTerpa-
i MOJIEKYJISIPHHUX 1 TEXHOJOTIYHUX MiIXOMdiB BH-
3Ha4a€e PO3BUTOK OXOPOHU 37I0pOB’s. MeToro pobo-
TH € y3araJlbHEHHS Cy4acHUX JOCSTHEHb T€HOMIKH
gepe3 25 pokiB micma 3aBepmieHHS «Human
Genome Project» Ta BU3HAa4YeHHS KITFOYOBUX HAY-
KOBHUX 1 KIIHIYHUX HAMpsMiB PO3BUTKY MOCTICHO-
MHOI epu. Memoou. llpoBeneHo aHATITHYHUI
OTJISIT JITEPaTypHUX JDKEpEN, pPe3yibTaTiB TeHO-
MHHX, €MireHOMHHX i 0ioiH(OpMATHYHUX IOCIi-
JDKEHbB, a TAKOXK y3arajJbHEeHHs JaHUX MO0 X KJIi-
HIYHOTO BHpOBa/KeHHS. Pesynsmamu. Ilokazano
Mepexij BiJi OMUCOBOTO €Tamy JOCIiPKeHHS TeHO-
My 110 (GYHKLIIOHAJIBHOI Ta MPHUKIAIHOT TE€HOMIKH
miCIs TEPBUHHOTO CEKBEHYBaHHS. BcTaHOBIEHO
BOXJIMBY POJIb HEKOAYIOUHX [UISHOK TEHOMY Y
perymsnii excrpecii reHiB, opraxizamii XxpoMaTHHY
Ta (OopMyBaHHI I'€HETHYHOI BapiabenbHOCTI. Oxa-
pPaKTEepU30BaHO 3HAYECHHS OJHOHYKJICOTHUIHHX II0-
nmiMopdi3MiB, CTPYKTYpPHUX Bapiallii 1 MOJIreHHuX
PHU3UKOBHX 1HIIEKCIB Y PO3BUTKY CHAJKOBHX i Oara-
TO(AaKTOPHUX 3aXBOPIOBaHb. BHCBITIIEHO BHECOK
(hapMaKOreHOMIKH, TEHOMHOTO  TIpOQiITFOBaHHSI
MYyXJIMH, CMiTeHETHYHUX MEXaHI3MIB 1 TEXHOJOTiH
penaryBaHHS TEHOMY y PO3BHTOK IEpCOHAJIi30Ba-
Hoi MeauuuHu. OKpeMy yBary NpUIiIeHO eTHYHUM
acreKkTaM BHKOPHCTaHHS TEeHEeTHYHO! iHdopmariii,
30KpemMa KOH(DIIEHI[IHHOCTI Ta JOCTYIMHOCTI I'€HO-
MHUX TexHoJoTil. Bucnoseku. I'eHoMika TpaHC)oO-
pMmyBanacsi 3 (yHIAMEHTAILHOI AMCUUILIIHH Y
MPaKTUYHUH IHCTPYMEHT KJIIHIYHOI MEeIUIINHH,
3aKJIaBIIM MIATPYHTS U PO3BUTKY MPEIM3iHHOI,
MPEBEHTHBHOI Ta MPOrHOCTUYHOI MEAULIUHH.

Knrouosi crnosa: TeHOM JIOAWHH, TOCTIEHO-
MHa epa, TCHeTUYHA BapiaOeNbHICTh, CIITCHETHKA,
MIperu3iifHa MeTuITnHA, (hapMaKOTeHOMIKA.

BripomoBk OCTaHHIX TPbOX JCCATHIITH Hay-
KOBI JIOCITIJDKEHHS Y Tary3i TEHOMIKH JOCATIIN 0e3-
NPEIeCHTHOTO PO3BUTKY, IO J03BOJHIO MOTJIH-
OUTH PO3yMiHHS CTPYKTYpH, (PyHKIIT Ta peryssmii
JFOJICBKOTO TeHOMy. Binm mpocroro BH3HaYeHHS
MOCIIOBHOCTI HYKJICOTHIIB A0 CY9aCHHUX BHCOKO-
MPOAYKTHBHUX TEXHOJIOTIH CEKBEHYBaHHS Ta aHa-
JIi3y JaHWX, TeHOMIKa MEepPeTBOpUIacs Ha ILIEHTpa-
TBHY JUCHHIUIIHY OloMemurwad, sika Gpopmye oc-
HOBY JUJISl TIPEIU3IHHOI Ta TIEPCOHATI30BAHOI ME/IH-
uan (Jones et al., 2021).

CpOroHi NOCITIAHWUKHA MAaKTh MOXJIMBICTH
He nuie ieHTH]iKyBaTn OiTOK-KOAY0Ui TeHH, a i
BUBYATH POJIb HEKOAYIOUMX PETYISTOPHUX HiJs-
HOK, CMIreHeTHYHUX MOoJudikaIilii 1 B3aeMoii re-
HETHUYHUX BapiaHTiB 3 (JaKTOpaMy HABKOJHUIITHHOTO
cepenopuia. i TocsSrHEHHS BIAKPHUIN HOBI UISXU
JUTSL TIAaTHOCTHKH CITaJKOBUX 1 CKJIQJIHUX MYJIBTH-
(hakTopiaNhbHUX 3aXBOPIOBaHb, PO3POOKH TaprerT-
HHUX TEpaNeBTHYHMUX CTparerii Ta QopMyBaHHS
cucteMu TmporHosyBanHs pusuky (Mattick, 2005,
Tomazou and Meissner, 2010).

BoaHouac mBUIKHi pO3BUTOK TEHOMHHX Te-
XHOJIOTiM CTaBHUThH Mepe/ HayKOBOK CHUTBHOTOIO
HU3KY CKJIaJAHUX 3aBaaHb. Cepen HUX — iHTepHpe-
Taliss 0araTOMiTBLHOHHUX JaHWX CEKBEHYBaHHS,
MPOTHO3YBaHHS KJIIHIYHOI 3HAYYIIOCTI TCHETUYHHUX
BapiaHTIB, €TUYHI Ta NPaBOBI acHEKTH BUKOPHC-
TaHHS TeHHOI 1H(OopMaIlii, a TaKOoXK MUTaHHS 320e3-
MEYEHHs] JOCTYIHOCTI Ta Oe3MeKH INepCOHaIbHUX
nauux (Showpnil et al., 2024, Portillo-Ledesma et
al., 2024).
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Mertoto wi€i poboTn € BceOIUHMIA OTIIsA Cy-
YaCHUX TEXHOJOTI TeHOMIKH, IXHBOTO BHECKY Yy
PO3BHTOK IPENU3iiHOT MEIUIIMHN Ta TEHHOI Tepa-
mii, a TaKOXX aHalli3 MEPCIEKTUB 1 BUKIIMKIB, SKi
3aJMIIAI0THCS aKTyalbHUMH AJIsl HAyKd Ta MeIu-
[IWHU Y HAWOIIKY1 POKH.

[Mpoext «Human Genome Project» TpuBas 3
1990 poky mo 2003 pik i cTaB OIHUM i3 HAKOLIb-
X HAYKOBHX MPOEKTIB CyuacHocTi. Moro peari-
3alis moTpeOyBana 3Ha4YHUX (piHAHCOBUX PecypciB i
KOOpAWHalii HAyKOBHX LIEHTPIB Yy pi3HUX KpaiHax
cBiTy. MeToro Oysl0 CTBOpPEHHS MOBHOI KapTH Te-
HOMY IIFOJIMHU, TOOTO po3mupyBaTH MOCITiIOBHO-
CTi mpuOIU3HO 3,2 MiNbsApAa map HyKJICOTHIIB Ta
inerTudikamist Oimok-komyrouux rediB. llpote me-
pmmii BapiaHT TeHoMy OyB HermoBHHM. [loBTOpIO-
BaHi JUISIHKH, IICHTPOMEPH Ta TEJIOMEpH 3ajlHila-
JMCS HEJOCTaTHHO BUBYCHUMH uepe3 TeXHiuHi 00-
MEXEHHS METOMIB CEeKBeHyBaHHSI. Y 4YepBHI
2000 poky MixHapoaHUN KOHCOPIIYM i3 CEKBEHY-
BaHHs TEHOMY IIIOJMHU 3asBHB TNPO CTBOPEHHS
MPOEKTY TIOCHIIOBHOCTI TE€HOMY JIIOIWHU, SIKUH
oxommosas 90% reHoMy mroauHH. Y Wil Bepcil
Oyno monan 150 Tucsu ginsaoxk JHK, mociimos-
HICTh SIKMX JIMIIAJIacs HEBIJOMOIO Uepe3 HEMOKIIH-
BiCTh 1X TOYHOTO BH3HAYEHHS — TaK 3BaHi MPOTAIH-
HU. Y kBiTHI 2003 pOoKy KOHCOPIIIYM NpPE3CHTYBaB
MPaKTUYHO MOBHY MOCHTiOBHICTh TEHOMY JIFOJWHHU,
3HAYHO BJOCKOHAJIEHY IOPIBHAHO 3 MOYaTKOBUM
BapianToM. HoBa TOCTIIOBHICTH BXE MOKpHBaa
92% renomy Ta mana menme 400 mporanuH, Bij-
3HAYal0YNCh TAKOXK 3HAYHO BHIIOI0 TOYHICTIO. Y
2022 pori 3aBASKH TEXHOJIOTISIM JIOBIOTO YATAHHS
OyJ10 3aBepIlICHO TOBHY Oe3nepepBHY 30ipKy T'€HO-
My, IO JIO3BOJIWJIO JOCJIAMTH PaHillle HETOCTYIHI
perionn. [loCATHEHHS LBOTO INPOEKTY BiAKPUIIO
HOBY epy y OiomMenuuHuX nociikeHHsX. OTpuMa-
HO ()YHIaMEHT JUIsl PO3YMIHHS CIIaJJKOBHX XBOPOO,
PO3BUTKY NEPCOHAII30BaHOT MEAMLMHHU Ta HOBUX
TepaneBTHyHux crpateriii (The Human Genome
Project..., Privacy and Progress...).

Cmpyxkmypa ma opeanizayisi 2eHOM).

I'eHoMm mogMHM € CKJIagHOIO OaraTopiBHE-
BOIO CHUCTEMOIO 30epiraHHs i peryismii reHeTHIHOl
iHpOpMaIlii, 0 MICTUTBCS Y 23 mapax XpoOMOCOM i
BKJTIIO4a€ ONM3bKO 3,2 MIIpA map HykJIeoTuais. Jlu-
me npubmmzno 1,5-2% reHomy npunagae Ha Oi-
JIOK-KOJTy0Ul TOCITIIOBHOCTI, TOJI SIK OljbIa Jac-
THHA [IPEJCTaBICHA HEKOAYIOUUMH PETyISITOPHUMH
€JIEMEHTaMH, TIOBTOPIOBAHUMH IIISIHKAMH Ta CTPY-
KTYpHUMH JIOMeHamu Xpomartuhy (Jones et al.,
2021, Mattick, 2005). ®yHKIIOHAIBHICTE TEHOMY
BU3HAYACTHCS HE JIMIIE JIHIMHOKI IOCIIIOBHICTIO

JHK, ane i i TpUBMMipHOIO IPOCTOPOBOIO OpraHi-
3amiero, sika 3abe3nedye crenu(ivHicTh eKcmpecii
TEeHiB.

ApXiTeKTypa reHOMY BKJIIOYaE MPOMOTOPH,
€HXaHCepH, IHCYIATOpH, CailieHCepr Ta TUISTHKH
3B’sI3yBaHHA TPaHCKPUNIIHHUX (akTopiB. EHxaH-
cepy MOXKYTb JisITH Ha BifcTaHi yepe3 GopMyBaHHS
XPOMAaTHHOBHX TETENb y MEXKax TOMOJOTIYHO aco-
nitoBaanx nomeriB (TAD), mo cTBOpOOTH PpyHK-
IIOHAJILHO 130J1bOBaHI PEryasATOpHI nmpoctopu. [lo-
pymenHs mMex TAD moB’si3aHe 3 OHKOTEHE30M i
CIaZKOBUMHU CHHApoMaMu. Emirenerndna peryis-
i 3MiMCHIOETRCS depe3 MetwiaioBanas JIHK, mo-
nmudikaiii TICTOHIB 1 peMOJICTIOBaHHS HYKJICOCOM.
MerumoBanas CpG-0CTpiBIiB 3a3BUYal MPUTHITYE
TPAHCKPHIIIIIO, a AllETHIIIOBAHHA TiICTOHIB cripHse il
aktuBaiii (Tomazou and Meissner, 2010).

[Micnsa 3aBepmienHss Human Genome Project
CTaJI0 OYEBUAHO, IO Jwuiie 0mm3bko 1,5% reHomy
KOJy€e OUIKHM, TOII SK HEKOIYHOUi IOCIIiJOBHOCTI
BiZIIrpaloTh KIIOYOBY POJb Yy PEryJssimii ekcrpecii
reHiB i ¢opmysanni ¢enotuny (Esteller, 2011).
[Ipoext ENCODE minreepauB 0ioXiMidHY aKTHB-
HiCTh 3HauHOi wactuHH Hekoxyrouoi JHK, sxa
MICTHTB peryysiTopai eaemeHTH. Hekonyroui PHK,
Brirogatounn miRNA Ta IncRNA, 6epyts ydacTts y
KOHTPOJI TpaHCIAMil, TpaHCKPHUILii, peMOAEeIo-
BaHHI XpOMaTHHY Ta OpraHizamii sJepHOi CTPYKTY-
pU; IOPYIISHHS iX (YHKIIH acoIiifoBaHe 3 OHKOJIO-
TIYHIMH, CEpLEBO-CYIMHHUMHU Ta HeHpoJereHepa-
TUBHUMH 3axBoproBaHHsMU. [lani GWAS mnokazy-
I0Th, IO OUTBIICTH BapiaHTiB, MMOB’sI3aHUX i3 KOM-
TUIEKCHUMH XBOPOOaMH, JIOKATI3YEThCS Y HEKOIY-
I0YHX pErioHax reHOMY, 10 CBIAYUTD MPO KIFOYOBY
POJIb peryisiii eKcrpecii reHiB y maToreHesi.

[npuBimyansHa TreHeTHMYHa BapiaOENbHICTH
(bopMy€eThCSl BHACTIIOK MyTalliii, pekoMOiHaIii Ta
EBOJIIOMIMHUX TporeciB. He3Bakaroun Ha mOHAN
99% momiOHOCTI T'e€HOMIB JIIOAEH, KO)KHA JIIOAUHA
Mmae Minbifonn BapianTiB JHK. OcnoBHuMu ¢op-
MaMU BapiaOeIbHOCTI € OJIHOHYKJICOTHIHI IT0Ji-
Mopdizmu (SNP), iHcepii, nenerii, Bapiamii uncia
komiii reHiB (CNV) Ta cTpyKTypHI XPOMOCOMHI
nepedymoBu. 3a 25 pokiB 6aza dbSNP 3pocna no
4,4 mapa SNP Ta 1,1 mupn pedepeHcHHX 18-
BapianTi, a 1000 Genomes Project cTBOpHUB ri0-
OanbHy KapTy MOMYJSALIHHUX €HETUYHHUX BiIMiH-
HOCTEM.

[nnuBinyanbHa TeHeTHYHa BapiabeibHICTH
BIUIMBAE Ha OOMIH pEYOBHMH, IMYyHHI peakiii,
CIPUIHATINBICT IO 1HQEKIINA Ta PU3UK PO3BUTKY
XPOHIYHHX 3aXBOPIOBaHb. [ €HETHYHO 3YMOBIICHI
NaToJIorii MOXYTh MaTd BiJHOCHO HPSMHHA TNpH-
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YUHHUHN 3B’5130K 13 okpemumu Mytamismu (Isakova
et al., 2017), omHak GiNBIIICTE MOMIMPEHUX XBOPOO
MaloTh TOJIreHHY MPUPOAY, (GOPMYIOUNCH YHACII-
JIOK B3aeMOJii OaraThbOX T'CHETMYHHMX BapiaHTIB i
(hakTopiB cepemoBuIa. BuBueHHS TeHOMHOI Bapia-
OeNBbHOCTI, 30KpeMa 3a moromororo GWAS, ciipuste
PO3BHUTKY TMEPCOHANI30BAHOT MEIULWHK, pPaHHIH
JIarHOCTHIII Ta TOYHIIIIN OIIHI{I PU3KMKY 3aXBOPIO-
Banb (Lee et al., 2022).

Enicenemuxa: 63aemodis eenig i cepedosu-
wa.

I'enetnana indopmaris JTOIAHA 3aKOJ0BaHA
B nocmigoBHocTi JIHK, ogHak cama o co0i BOHA He
BU3HAYAE MOBHICTIO (QYHKIIOHAILHUHA CTaH KIIITH-
HA. ['eHM MO)KHA TIOPIBHATH 3 TEKCTOM, TOIi SIK
elmreHeTHYHl MeEXaHI3MU BHM3HAYaloTh, SKI came
(parMeHTH IHOTO TEKCTY OYIyTh «IPOYHMTaHI» Ta
peanizoBaHi. EmireHeTrka BHBYA€ CIAJKOBI 3MiHU
eKCITpecii TeHiB, Mo BiIOyBalOThCs 0e3 3MIHH HYK-
neotuaHoi nociigosHocti JJHK. Cam TepMiH «eri-
reHeTuka» OyB 3amponoHoBanuii Konpamom Bon-
TIHTTOHOM Ie y cepenuHi XX CTONITTS, MPOTE
MOJIEKYJISIpHE PO3YMIHHS WX TMPOIECiB chopMyBa-
nocst 3HauHo mizHime (Waddington, 2012).

OMHUM 13 KJIIFOYOBUX MEXAHI3MIB €IIr€HETH-
yHOi perynsmii € metmmoBanaa JIHK — npuennan-
HSl METWIBHOI TPYNH OO LUTO3WHY, MEPEBAKHO B
CpG-octpiBusx. Y OUIBIIOCTI BUMAIKIB TinepMme-
TUJIIOBAaHHS TPOMOTOPHUX AUISHOK aCOIIFOETHCS 3i
3HI)KEHHSIM 400 MMOBHHUM NPHUTHIYEHHSIM TPaHCKPH-
niii. Y maToJoriuHuX yMOBax, 30KpeMa MpH OHKO-
JIOT1YHUX 3aXBOPIOBAHHAX, HaJIMipHE METUIIIOBAH-
HS MOXXE TNPHU3BOIUTH A0 «BUMUKaHHS» TEHIB-
CYIpEecopiB MyXJIHH, 110 CIPUsE HEKOHTPOJIbOBaHIN
npodideparii kiaitua (Jones and Baylin, 2002).

[HIIMM Ba)JIMBUM MeXaHi3MOM € Moaudika-
uii ricroniB. JJHK y kiiTuHi ynakoBaHa y BUTJISII
XpOMaTHHY — KOMIUIEKCY 3 OUTKaMH-TiCTOHAMH.
AUeTHIIOBaHHS, METHIIOBAaHHS, (HochOPHITIOBAHHS
Ta IHII TOCTTPAHCIANIMHI Moaudikarii TicTOHIB
3MIHIOIOTH [TPOCTOPOBY OpraHi3allilo XpOMaTHHY Ta
PETYIIOIOTH JOCTYIHICTh TE€HIB I TPAHCKPHITIIIN-
Horo anapary. Hanpukiaz, aneTitoBaHHs [CTOHIB
3a3BHYail aCOIIIOETHCS 3 AKTUBAIIIEI0 TPAHCKPHUTIIIIT,
OCKUTBKM crpusie OinbIl BiAKpUTiH KoH(DIryparii
xpomaruny (Pegoraro and Misteli, 2009).

BaxinBoo  OCOONMBICTIO  €MIr€HEeTHYHHX
MEXaHI3MIB € X YyTJIUBICTh JI0 (aKTOPIB JOBKIJLIS.
XapuyBaHHsI, piBeHb (Pi3MYHOT aKTUBHOCTI, XPOHi-
YHUH CTpeC, BIJIMB TOKCHHIB, KYPiHHS Ta iHIII 1O-
BE/IHKOBI ¥ €KOJIOT1YHI YMHHUKHA MOXYTh 3MIHIO-
BaTH emnirenetuyHi Mitku. Lle, y cBoro uepry, BIUiu-
BAa€ Ha EKCIPECIIo TeHiB, PU3UK PO3BUTKY CEPIIEBO-

CYOMHHUX, METa0OJTIYHMX, OHKOJIOTIYHUX 1 HEHpO-
JeTeHepaTUBHUX 3aXBOPIOBAHb. Konuenis
«Developmental Origins of Health and Disease»
(DOHaD), 3ampononoBana /[eBimom bapkepom,
MiIKPECTIOE, 10 YMOBH BHYTPIIIHROYTPOOHOTO
PO3BUTKY MOXYTh (OPMYyBAaTH HOBIOTPHUBAJI eIIi-
TCHETUYHI 3MiHHU, SIKi BH3HAYaIOTh 3J0POB’S B JI0-
pociomy Bii (Barker, 1990).

Oxpemy yBary MpHBEpPTAE POJb EMIreHETHKH
y mporecax CTapiHHA. 3 BiKOM BiOyBaeTbcs IJI0-
OanbHe 3HMWKeHHS piBHA MeTwmoBanua JJHK mopsin
13 JIOKaJTbHUMHU JUISTHKAMH TinepMeTrmToBaHHsa. Ha
OCHOBI ITMX 3MiH CTBOPEHO TaK 3BaHIi «EIIr¢HETUIHI
TOAMHHUKHN», 30KpeMa Mojnenb, po3pobneny Cri-
BoM ['opBapTOM, IO TO3BOJISE OIIHIOBATH 010JIOTi-
4yHuit Bik opranizmy (Horvath, 2013).

[Mompu 3HauHMIA Mporpec, B3aEMOIS MIX pi-
3HUMH €MreHeTUIHUMH MEXaHi3MaMH 3aJIHIIa€Th-
Cs CKJIAJHOIO0 Ta He J0 KiHI 3po3yMiior. Meru-
moBanHs JIHK, moaudikariii ricToHiB, HeKOAy0OUi
PHK i mpoctopoBi nepedynoBu xpomatuHy (yHk-
IIOHYIOTh SK IHTErpoBaHa crucTema perynsiii. Ca-
M€ TOMY eIlireHeTHKa ChOTOHI € OJHUM 13 MPOBII-
HUX HanpsAMiB 010MEIUYHHUX JOCITIKEHb, IO BiTK-
pHBa€ MEPCHEKTHBU UIsI PO3POOKH HOBUX METOIB
Mpo(iTaKTUKH, AIarHOCTHKH Ta Tepamii 3axBOPIO-
BaHb.

BinbliicTh MOMmMpeHUX 3aXBOPIOBaHb Cydac-
HOCTI, a caMe OHKOJIOTi4Hi, MeTabOoIiYHi, cepIieBo-
CyIMHHI Ta TICHXiYHi, HaJeXaTh A0 MOJITeHHUX 1
bararodakTopaux martojoriii. Ha BimMiHy Bizm Mo-
HOT€HHUX XBOPOO, TAKUX K MyKOBICIIH103, 3yMOB-
nennit mytarisimu y redi CFTR, BoHM He MaioTh
€IMHOI MPUYMHHOI MyTallii # BUHUKAIOTh YHACHi-
JIOK B3aeMOJIii 0araThOX TEHETUYHUX BapiaHTIB 1
yuHHHKIB noBKiLA. Koxken Bapiant JIHK poOuth
HEBEJMKUI BHECOK Y PU3HK, a KIIHIYHO 3HAYYIIHN
edexT GopMyeThesl iX CYKYMHICTIO. 3HAYHUE TPO-
rpec y BUSBJICHHI TaKMX BapiaHTIB 3a0e3Meqriiu
GWAS, oHak craTHCTHYHA acoljallis He 3aBXKId
nosicitoe Oionoriynuit mexanizm (Biological in-
sights from 108 schizophrenia-associated genetic
loci, 2014, Mahajan et al., 2018). Tomy po3ymiHHs
KOMILIEKCHUX 3aXBOPIOBaHb MOTpeOye iHTerparii
TCHOMIKH, eIMireHOMIKH, TPAaHCKPUIITOMIKH, MPOTe-
OMIKM Ta KIIHIYHUX JaHUX JJs CTBOPEHHS IIOJi-
TeHHUX MOJENe pU3UKY i IepcoHalli30BaHol Mpo-
(binaKTUKY.

Texnonoziunuii npoepec y 2eHoMiyi.

PosButok TexHomoriii cekBenyBanHs JHK
cTaB (QyHIIaMEHTOM Cy4acHOi T€HOMIKH Ta Oiome-
quiuHu. [lepimnii mOBHUN T'€HOM JIIOJUHU, 3aBEP-
mrenuit y 2003 poui, BUMaraB moHaj JI€CsITb POKiB
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PpoOOTH 1 HOTO BapTiCTh CTAaHOBHJIA OJIU3BKO 3 MIIPA
nonapis (The Human Genome Project...). Cyuac-
HUM TIporpec M03BOJIMB MEPEUTH A0 IIBUIKOIO,
BUCOKOTOYHOT'O Ta JOCTYIHOTO TOBHOT€HOMHOTO
aHaIizy, CyTTEBO 3MIHMBIIHM MiAXIA IO TOCIiIKEH-
HS TCHOMY.

Texnomorii HoBoro mokoiinHs (NGS) 3a0e3-
MeYylTh MapaieibHe CEKBEHYBaHHS MiIbHOHIB
¢parmentie JHK, mo 3HaYHO MiABHIIY€E IIBHI-
KicTh 1 TOYHiCTH aHami3y. Lle mae 3Mory BUSBIATH
piakicHi MyTawii, CTPYKTYpHi Bapialii Ta HoxiMop-
Gbi3zmu, paninre HeAOCTYHI 1yist mocmimkenns (Mat-
tick, 2005, Tomazou and Meissner, 2010). Texuo-
norii nmosroro uutanHs (long-read sequencing)
JO3BOJISTIOTH aHaTi3yBaTH mpoTsokHi Aimssakn JJHK i
BUSBIISITH CKJIaIHI MepeOyqoBH, Taki SK Jelneril,
iHBepcii, TpaHCIOKalil Ta MOBTOPH, IO Ma€ KPUTH-
YHE 3HAYE€HHA JUIA JIarHOCTHKH CIAaJKOBHUX 1 OHKO-
JIOT1YHUX 3aXBOPIOBaHb 1 TOYHOI'O CKJIQJAHHS Te-
HomHuX Kapt (Showpnil et al., 2024).

OnHokmiTHHHE CcekBeHyBaHHs  (single-cell
sequencing) BITKPHIIO MOXKIJIUBOCTI JOCTIKEHHS
KIIITUHHOI TeTEPOTEHHOCTI, 110 BAYKIMBO JJIS PO3Y-
MIHHS MyXJIMHHOI €BOJIIOII, IMyHHOT BIAIMOBIAI Ta
HeiiponereHeparuBaux mpouecis (Portillo-Ledesma
et al., 2024). BoHo 103BOJISIE MPOTHO3YBATH TIEpE-
0ir xBopoO 1 MiAOUpaTH iHAWBIAYyaJIbHI TEpareBTH-
YHi CTpaTerii.

3HIDKEHHST BApTOCTI CEKBEHYBaHHS y THCSYI
pa3iB 3poOWIIO HOTO JOCTYIMHWUM IS KITIHIYHOI
MPAKTUKU — BiJl TIarHOCTHUKHU PIAKICHUX CHHIPOMIB
70 TiepcoHasizoBanoi onkoreparii (Tomazou and
Meissner, 2010, Doroshow and Doroshow, 2020).
Boaxouac aHaii3 BEIHMKHX OOCAriB '€HOMHHX Ja-
HUX TMOTpeOye po3BHHEHUX O0i0iH(GOPMATHYHUX
miatrGopM 1 BHCOKONPOAYKTUBHUX OOYHUCIICHB.
ANTOPUTMH MAIIMHHOTO HABYaHHS Ta IITYYHOT'O
inTenekry (L) 3abe3neuytoTs BUPIBHIOBaHHS pH-
IliB, BUSIBJICHHS BapiaHTiB, OIIHKY iX MaTOT€HHOCTI
Ta inTerpamiro 3 KriHiuvnuMu ganumu (O’Connor
and McVeigh, 2025, Doudna and Charpentier,
2014). IIII 3acTocoByeThCst Aast Kiacuikarii re-
HOMHHX BapiaHTIiB 1 IPOTHO3YBaHHS iX MMaTOT€HHO-
cti, inTepnperamnii VUS, MoJientoBaHHS pETyIsTOp-
HUX Mepex 1 GOpMyBaHHS 1HIUBIIYyaTbHUX PHU3H-
KOBUX NpodiniB. B OHKOJIOTIT alrOpUTMH aHalizy-
I0Th MyTallii, KOIMIilHi Bapiallii Ta emireHeTH4YHi
3MiHW, BU3HAUAIO4M JipaidiBepHi MyTamii # MmoreH-
uiiiHi TepanesTryni Mimeni (Doudna and Charpen-
tier, 2014). Taxox LI BUKOPUCTOBYETHCS LIS TIPO-
THO3yBaHHS BIJAMOBiJII Ha JIKyBaHHS, PaHHBOTO
BUSIBJIICHHS. PEUWIWBIB, y (apMaKOTeHOMII JUIs

OLIIHKKA €()eKTHBHOCTI Ta TOKCHYHOCTI TpernapariB
(Mani et al., 2025).

[TepciekTHBHIM HampsMOM € IHTETPAIlist
CEKBEHYBaHHA 3 MYJITHOMHHUMH MiIXOJaMH — Tpa-
HCKPHIITOMIKOIO, IPOTEOMIKOI0, METa0O0JIOMIKOIO
Ta EIMIreHOMIKOI0, M0 3a0e3nedye CUCTEMHE pO3y-
MiHHS (D)YHKI[IOHAJIBHOTO CTaHy OpraHi3my i po3-
BUTOK mperm3itnol memurmuu  (Doroshow and
Doroshow, 2020, Mani et al., 2025). Kpim kmiHiu-
HUX 3aCTOCYBaHb, CyYacCHi TE€XHOJIOTII J03BOJISIOTH
JTOCITI/PKYBATH €BOJIIOLIIMHI MPOIECH, MOMYJIISIIHHY
TE€HOMIKY, emmreHeTHIH1 Moaudikallii Ta B3a€MOIII0
reroMy 3 Mmikpodiomom (Johnson et al., 2021). Or-
)K€, TEXHOJOTIYHMH TpOrpec y TeHOMili 3aKiaB
OCHOBY ISl TIPEHU3iiHOI, MPOTrHOCTUYHOI Ta CHC-
TEMHOI MEAWIMHY, IHTETPYIOYH CEKBCHYBaHHS,
MYJBTHOMHI JlaHi Ta IITyYHHH iHTENEKT Yy €IUHY
miathopMy BHCOKOTOUHOTO aHamizy (Doroshow
and Doroshow, 2020, O’Connor and McVeigh,
2025, Johnson et al., 2021).

Ilpeyusitina meouyuna ma emuyHi GUKIUKU
NnOCM2eHOMHOL epu.

[Ipenmsiitna MeaWmMHA € Cy4acHHM ITiJXO-
JIOM, 10 Tepeadavyae iHAWBIAyali3alilo JTiKyBaHHS
1 IpOoiIaKTUKK HA OCHOBI TEHETHYHOTO MPOQito,
KIHIYHUX JaHUX T4 YAHHUKIB JTOBKULIA ITalli€HTa
(Jones et al., 2021, Mattick, 2005). Ha Bigminy Bix
CTaHJAPTHHUX MPOTOKOJIB, BOHA JTO3BOJISIE aJanTy-
BaTH TEpamilo J0 KOHKPETHOro Ol0JOTiYHOTO cTa-
Hy, TiABUINYIOUYH ii e()eKTHBHICTH i 3MEHIIYIOUH
pU3UK NOOIUYHUX edekTiB. [ eHOMHMI aHami3 BUSB-
nsie MyTamii Ta moniMopdi3Mu, SKi BIUIMBAIOTHh Ha
aKTHUBHICTh (EPMEHTIB 1 CHTHAIBHUX MUIAXiB, a
(apMakoreHOMiKa Joromarae TMPOTHO3yBaTH Bij-
MOBiJIb Ha JiKyBaHHS. 30Kkpema, Bapiantu CYP2D6
BHU3HAYAIOTh METa0O0i3M HU3KH TpernapariB, a 1o-
aimopdizsmu VKORC1 i CYP2C9 uytnuBicTh 10
AHTUKOATYJITHTIB, 10 J03BOJISIE ONTHUMI3yBaTH
JI03yBaHHS Ta MiHIMI3yBaTH TOKCHUHICTH (TOMazou
and Meissner, 2010).

B onkosorii npenusiiiauii miaxia 0a3yerbes
Ha imeHTHdikanii npaiiBepaux wmytariii (EGFR,
KRAS, BRAF, PIK3CA), sxi BH3HA4YatOTh BHOIp
TapreTHOi Teparii Ta MPOTHO3 BIAMOBIAI Ha JIKY-
BanHs (Showpnil et al., 2024). Iarerparist MynbTH-
OMHHUX JIaHUX T€HOMIKH, TPAHCKPUIITOMIKH, IPOTe-
OMIKH, METa0OJIOMIKM Ta €MIreHOMIKH Ja€ 3MOTY
(dbopMyBaTH 1HAMBIAyaEHI MOJIEKYJSpHI mpodii,
MIPOTHO3YBaTH PO3BUTOK 3aXBOPIOBAaHb 1 3aCTOCO-
BYBaTH NPEBEHTUBHI CTpaTerii, 30KpeMa Ha OCHOBI
SMIrCHeTHYHUX MapKepiB 1 aHalizy MiKpoOioMy
(Mattick, 2005, Portillo-Ledesma et al., 2024).
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BopHouac po3BUTOK TEHOMIKH TOPOKYE
CKJIaJHl €TUYHI Ta couianbHi BUKIMKH. | 'eHeTH4YHa
iH(OpMaIlis € YyTIMBOIO, OCKUIBKA MICTUTH MPO-
THOCTUYHI JIaHi MoJI0 MaiOyTHIX PHU3UKIB 3aXBO-
pIOBaHb 1 MOXKE BINTMBATH HA B3aEMOJIIIO 3 POOOTO-
IaBIFIMA YH CTPAXOBHMH KOMIIAHISIMH, TOMY IH-
TaHHS KOH(IIEHIIHHOCTI Ta 3aXUCTy JaHUX € KpH-
trnuaumu (Privacy and Progress...). Bucoka Bap-
TiCTh TTOBHOT€HOMHOTO CEKBEHYBAHHS 1 TapreTHOI
Teparnii 3yMOBIIIO€ HEPIBHICTh JOCTYIY A0 iHHOBa-
uiiiHoro JikyBaHHs. TexHojorii pegaryBaHHsS Te-
HoMy, 30kpema CRISPR-Cas9, BinmkpuBaroTe MOX-
JIUBOCTI KOPEKIlii CMaJKOBUX MYTaIliid, ale BOIHO-
Yyac CTaBJIsATh MUTAHHS MEXi MK JIKyBaHHSIM 1
«HOKpAIIEHHSAM» JIIOMUHM, IO IATBEPIKYIOTH
TUCKYCIi TICI peAaryBaHHS JIIOJICEKUX eMOpIOHIB
y 2018 poui (Greely, 2019).

KinrouoBrMy mpUHIMNAME 3aUILIAIOTHCS 1H-
(hopMoBaHa 3roja, MPO30PIiCTh 1 MDKHAPOIHE pery-
moBaHHA. ETHYHI paMKH 1 cripaBeyIMBHIA PO3MOILT
peCypcCiB € HEOOXITHUMH YMOBaMH BiJIOBIAAIBLHO-
ro BIOPOBAKCHHS TEHOMHHX TEXHOJOTIH, aJhke
MIOCTA€ THMTAHHS HE JIUIIE TEXHOJIOTIYHUX MOXKIIH-
BOCTEH, a W CYCHUIBHOI BiJMOBIIaIBHOCTI 3a iX
3aCTOCYBaHHS.

Ilepcnexmugu po36umKy eHOMIKU.

'eHoMika aKTUBHO iHTETPYETHCS Y MEIUYHY
MPaKTUKy Ta Ma€ MOTEHIIAN CTaTH OCHOBOIO Tep-
COHAJII30BaHOTO, MPEBEHTUBHOTO i MPOTHOCTUYHO-
TO MIXOAY IO OXOPOHH 370POB’s. Y MalOyTHHOMY
TCHOMHHUH CKPUHIHT MOXE CTaTH YaCTHHOKO PyTHH-
HUX O00CTEXEHb HE JIUIIE JUIS IAll€HTIB 13 CUMIITO-
MaMHu, aje | JJIsl 3I0POBUX 0Ci0 3 METOI PaHHBOTO
BusBIeHHs pr3ukiB (Jones et al., 2021, Mattick,
2005). OaHuM i3 KITFOYOBUX HAIMPSMIB € CTBOPCHHS
MepPCOHANI30BaHUX TPOPiNliB 310pOB’ST HA OCHOBI
iHTerpalii TeHOMHHUX, TPAHCKPHUIITOMHUX, IMPOTeE-
OMHHX, METa0OJIOMHHX Ta €HireHOMHHX naHux. Lle
J03BOJIMTh TPOTHO3YBAaTH PH3UK 3aXBOPIOBAHb,
peaxIiito Ha JIKH, ONTHUMI3yBaTH CIOCIO KUTTS Ta
¢dbopMyBaTH IHAMBIyalbHI IPOTPaMu MPOQITaAKTH-
ku (Tomazou and Meissner, 2010, Showpnil et al.,
2024).

B oHKom0OTii pO3BUTOK I€HOMIKH CHIPHUSITAME
BITPOB/KEHHIO MpENU3iiiHo1 Teparii, 1o 0a3yeTs-
csl Ha aHali3i MyTalii, CTPYKTypHHUX Bapiamiii Ta
eMireHeTUYHUX 3MiH NyXJIMH. MOHITOPUHI IyX-
manoi JIHK 3a monomororo pinkoi Giorcii Ta mTy-
YHOTO IHTEJIEKTY MOKE 3a0€3MeYUTH PAaHHE BHSB-
JICHHSI PELUIMBIB 1 KOPEKLIIO JIKYBaHHS y PEXUMI
peamsroro uacy (Portillo-Ledesma et al., 2024,
Doroshow and Doroshow, 2020). Ilty4nuii iHTe-
JIEKT BifirpaBaTUME BaXKJIUBY pOJIb Y T€HOMHHUX

JTOCITI/PKEHHSX, aHATI3YIOUH CKJIaJTHI B3a€MOIIT Mixk
TeHEeTHYHUMH Ta KIIHIYHAMA JaHUMH JUIsT GOpMy-
BaHHs TOYHHX IHJMBITYAIbHUX MOJENCH pPU3HKY.
Ile n03BOJAMTH MPOTHO3YBAaTH PO3BHTOK XBOPOO,
BH3HAYATH ONTHMAJIbHI TEPANEBTHYHI CTPATETii Ta
imeHTH(]iKyBaTH MAIEHTIB, SIKi MOTPEOYIOTH MOCH-
nenoro cnoctepexkerns (O’Connor and McVeigh,
2025).

[MepcnieKTHBHUM HANPSMOM € PO3BUTOK T'CH-
HOi Tepamii Ta TEXHOJOTiIH peAaryBaHHS T€HOMY,
3okpemMa CRISPR-Cas9, sxi MOXyTh 3aCTOCOBYBa-
THCS TSl KOPEKIIil MaTOMOTIYHNX MyTamii 1 mpodi-
JAKTUKA CIAJKOBUX Ta MYJIbTH(AKTOPiaTbHIX
3axBoproBanb (Doudna and Charpentier, 2014, Ma-
ni et al., 2025). Takoxx O4iKy€ThCS CTBOPEHHS iHTE-
TPOBaHUX IUIAT(OPM MEPCOHATI30BAHOT METUITIHH,
10 TOEJHYBAaTUMYTh T€HOMHI, CMITCHETUYHI, MiK-
poOiOMHI Ta KIIIHIYHI TaHi )11 MOJACIIOBAHHS 1HIU-
BiyanpHux mpodinis 3mopor’s (Mattick, 2005,
Doroshow and Doroshow, 2020).

Ha nonymsiniiHOMy piBHI NEpCHIEKTUBHUM €
(opMyBaHHS TCHOMHUX KapT PU3UKY JUIS PO3BHUTKY
CHUCTEM TPOMAJICHKOTO 3I0pOB’S, PAaHHBOTO MPO-
THO3YBaHHS 3aXBOPIOBaHb Ta ajanTallii nmpodiiak-
THYHUX MpOrpaM [Uisi PIi3HUX TPyl HaCEJICHHS
(Tomazou and Meissner, 2010, O’Connor and
McVeigh, 2025). 3arajom po3BHTOK T'€HOMIKH
CIIPUATHME TIEPEXOAY CHCTEMHU OXOPOHHU 310POB’S
BiJl pEaKTUBHOI MOJEI /IO IPEBEHTUBHOI 1 MPOTHO-
CTHUYHOI, IO TPYHTYETHCS HA IHOWUBIAyalIbHHUX Te-
HETHUYHUX, CMIrCHETUYHUX Ta CEPEIOBUIIHUX Xapa-
krepuctukax (Jones et al., 2021, Johnson et al.,
2021).

BucHoBkH

3a oCTaHHI TPU JCCATHIITTS HOCITIKSHHS
TCHOMY JIIOJIMHU CYTTEBO PO3NIMPHIN PO3YMIHHS
CIIAJKOBOCTI, PETYJIAIIl IeHIB Ta B3aEMOJIIT TeHETH-
YHHUX, CHIT€HETHYHUX 1 CEPEIOBHUIIHUX (PaKTOPIB.
Peainizanis Human Genome Project, po3BuTok BH-
COKOTPOJIYKTUBHOTO CEKBEHYBaHHS, TEXHOJIOT1H
JIOBrOT0 YMTAHHS Ta OJHOKJIITHHHOIO aHaji3y cdo-
PMyBaJIM OCHOBY Cy4YacHOT Mperu3iiiHoT Ta mepco-
HaJTI30BaHOT MEUIINHH.

CyuacHi METOAH J03BOJISIIOTh JIOCTIIXKYBa-
TH He JuiIe O1JI0K-KOIyloUl TeHH, ajie i HeKOIyIodi
IUJISTHKYA TEHOMY, emireHeTwyHi Momudikamii Ta
TE€HETHYHI BapiaHTH, IO BIUIMBAIOTh HA PU3HK PO3-
BUTKY 3aXBOPIOBaHb. [HTerpaiiisi TeHOMHHUX, MYJib-
THOMHHX Ta KIIHIYHUX JaHUX CTBOPIOE MOXKIIHBOC-
Ti 7S TPOTHO3YBaHHS, PaHHBOI JIarHOCTUKH Ta
1HIMB11yaJli30BaHOTO JIKYBaHHSI.

Pa3oM i3 po3BUTKOM I'€HOMHHX TE€XHOJIOT1i
MOCTalOTh €THYHI, IMPABOBI Ta COIliaJIbHI MUTaHHS,
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30KpeMa MO0 JAOCTYIY J0 FeHeTHYHOI iH(opMartii Inopmanisn npo dinancoBy MiATPUMKY, MOAAKM:

Ta 3aCTOCYBaHHS pelaryBaHHsi reHomy. Ilomais-
U Tporpec TEeHOMIKH TOTpedye MiKXHAPOMHOI

BiZICYTHSL.
KonduikT iHTepeciB: aBTOpH 3asIBISIOTH NPO BiACY-
THICTb KOH(JIKTY iIHTEpECiB.

CHiBIpali, peryasTOpHUX CTAaHAAPTiB Ta BiIMOBi-
TaTbHOTO BUKOPUCTAHHS HAYKOBUX JOCSTHEHb.

10.

11.

12.

13.
14.

15.

16.
17.
18.
19.
20.

21.

56

Cnncoxk BUKOPUCTAHUX JIZKepest
Barker D. J. The fetal and infant origins of adult disease. BMJ. 1990. Vol. 17, 301 (6761). P. 1111.
https://doi.org/10.1136/bmj.301.6761.1111.
Doroshow D. B., Doroshow J. H. Genomics and the History of Precision Oncology. Surgical Oncology Clinics. 2020. Vol. 29,
No 1. P. 35-49. https://doi.org/10.1016/j.50¢.2019.08.003.
Doudna J. A., Charpentier E. The new frontier of genome editing. Science. 2014. Vol. 367 (6483). P. 1077.
https://doi.org/10.1126/science.1258096.
Esteller M. Non-coding RNAs in human disease. Nature Reviews Genetics. 2011. Vol.12. P. 861-874.
https://doi.org/10.1038/nrg3074.
Greely H. T. CRISPR'd babies: human germline genome editing in the 'He Jiankui affair'. Journal Of Law And The Bioscienc-
es. 2019. Vol. 6 (1). P. 111-183. https://doi.org/10.1093/jIb/l1sz010.
Horvath S. DNA methylation age of human tissues and cell types. Genome Biology. 2013. Vol. 14 (10). P. 115.
https://doi.org/10.1186/gb-2013-14-10-r115.
Isakova D. N., Kolomeichuk S. N., Petrova Yu. A., Lyapina M. V., Troshina I. A., Voronin K. A., Petrov I. M. Association of
polymorphic variants of TCF7L2 and PPARG genes with metabolic markers in patients with early disorders of carbohydrate
metabolism. Bulletin of Experimental Biology and Medicine. 2017. Vol. 163 (6). P. 759-763. https://doi.org/10.1007/s10517-
017-3868-y.
Johnson K. B., Wei W. Q., Weeraratne D., Frisse M. E., Misulis K., Rhee K., Zhao J., Snowdon J. L. Precision Medicine, Al,
and the Future of Personalized Health Care. Clinical and Translational Science. 2021. Vol. 14 (1). P. 86-93.
https://doi.org/10.1111/cts.12884.
Jones K. M., Cook-Deegan R., Rotimi C. N., Callier S. L., Bentley A. R. The human genome at 20. Science. 2021. Vol. 5, 371
(6529). P. 564-569. https://doi.org/10.1126/science.abg5266.
Jones P. A, Baylin S. B. The fundamental role of epigenetic events in cancer. Nature Reviews Genetics. 2002. Vol. 3 (6).
P. 415-428. https://doi.org/10.1038/nrg816.
Lee C. R., Luzum J. A., Sangkuhl K., Gammal R. S., Sabatine M. S., Stein C. M., Kisor D. F., Limdi N. A., Lee Y. M., Scott
S. A., Hulot J.-S., Roden D. M., Gaedigk A., Caudle K. E., Klein T. E., Johnson J. A., Shuldiner A. R. Clinical pharmaco-
genetics implementation consortium guideline for CYP2C19 genotype and clopidogrel therapy. Clinical Pharmacology and
Therapeutics. 2022. Vol. 112 (5). P. 959-967. https://doi.org/10.1002/cpt.2526.
Mahajan A., Taliun D., Thurner M., Robertson N. R., Torres J. M., Rayner N. W., Payne A. J., Steinthorsdottir V., Scott R. A.,
Grarup N., Cook J. P., Schmidt E. M., Wuttke M., Sarnowski C., Mégi R., Nano J., Gieger C., Trompet S., Lecoeur C., Preuss
M. H., Prins B. P., Guo X., Bielak L. F., Below J. E., McCarthy M. I. Fine-mapping type 2 diabetes loci to single-variant reso-
lution using high-density imputation and islet-specific epigenome maps. Nature Genetics. 2018. Vol. 50 (11). P. 1505-1513.
https://doi.org/10.1038/s41588-018-0241-6.
Mani S., Lalani S. R., Pammi M. Genomics and multiomics in the age of precision medicine. Pediatric Research. 2025.
Vol. 97. P. 1399-1410. https://doi.org/10.1038/s41390-025-04021-0.
Mattick S. J. The Functional genomics of noncoding RNA. Science. 2005. Vol. 309 (5740). P. 1527-1528.
https://doi.org/10.1126/science.1117806.
Miga K. H., Koren S., Rhie A., Vollger M. R., Gershman A., Bzikadze A., Brooks S., Howe E., Porubsky D., Logsdon G. A,,
Schneider V. A., Potapova T., Wood J., Chow W., Armstrong J., Fredrickson J., Pak E., Tigyi K., Kremitzki M., Markovic C.,
Maduro V., Dutra A., Bouffard G. G., Chang A. M., Hansen N. F., Wilfert A. B., Thibaud-Nissen F., Schmitt A. D., Belton J.-
M., Selvaraj S., Dennis M. Y., Soto D. C., Sahasrabudhe R., Kaya G., Quick J., Loman N. J., Holmes N., Loose M., Surti U.,
Risques R. A., Graves Lindsay T. A., Fulton R., Hall I., Paten B., Howe K., Timp W., Young A., Mullikin J. C., Pevzner P. A.,
Gerton J. L., Sullivan B. A., Eichler E. E., Phillippy A. M. Telomere-to-telomere assembly of a complete human X chromo-
some. Nature. 2020. VVol. 585. P. 79-84. https://doi.org/10.1038/s41586-020-2547-7.
O’Connor O., McVeigh T. P. Increasing use of artificial intelligence in genomic medicine for cancer care- the promise and
potential pitfalls. BJC Reports. 2025. Vol. 3. P. 20. https://doi.org/10.1038/s44276-025-00135-4.
Pegoraro G., Misteli T. The central role of chromatin maintenance in aging. Aging. Albany NY. 2009. Vol. 1 (12). P. 1017-
1022. https://doi.org/10.18632/aging.100106.
Portillo-Ledesma S., Chung S., Hoffman J., Schlick T. Regulation of chromatin architecture by transcription factor binding.
bioRxiv. 2024. https://doi.org/10.7554/eLife.91320.
Privacy and Progress in Whole Genome Sequencing. Presidential Commission for the Study of Bioethical Issues. Washington,
DC, 2012. 160 p.
Schizophrenia Working Group of the Psychiatric Genomics Consortium. Biological insights from 108 schizophrenia-
associated genetic loci. Nature. 2014. Vol. 24, 511 (7510). P. 421-427. https://doi.org/10.1038/nature13595.
Showpnil I. A., Hernandez Gonzalez M. E., Ramadesikan S., Marhabaie M., Daley A., Dublin-Ryan L., Pastore M. T., Gu-
rusamy U., Hunter J. M., Stone B. S., Bartholomew D. W., Manickam K., Miller A. R., Wilson R. K., Stottmann R. W.,

ISSN 2415-3826 (Online), ISSN 2219-3782 (Print). ®akTopu ekcrnepyMeHTarisHoi eBostoLLii opraHiamis 2026. Tom 38



25 pokiB nicnsi 3aBepLueHHss Human Genome Project: HaykoBi 3006yTku, CydacHi BUKIMKM Ta NePCNeEKTUBU PO3BUTKY FEHOMIKM

Koboldt D. C. Long-read genome sequencing resolves complex genomic rearrangements in rare genetic syndromes. npj Ge-
nomic Medicine. 2024. Vol. 9. P. 66. https://doi.org/10.1038/s41525-024-00454-4.

22. The ENCODE Project Consortium, Moore J. E., Purcaro M. J.,, Pratt H. E., Epstein C. B., Shoresh N., Adrian J., Kawli T.,
Davis C. A, Dobin A., Kaul R., Halow J., Van Nostrand E. L., Freese P., Gorkin D. U., Shen Y., He Y., Mackiewicz M.,
Pauli-Behn F., Williams B. A., Mortazavi A., Keller C. A., Zhang X.-O., Elhajjajy S. 1., Huey J., Dickel D. E., Snetkova V.,
Wei X., Wang X., Rivera-Mulia J. C., Rozowsky J., Zhang J., Chhetri S. B., Zhang J., Victorsen A., White K. P., Visel A., Yeo
G. W., Burge C. B., Lécuyer E., Gilbert D. M., Dekker J., Rinn J., Mendenhall E. M., Ecker J. R., Kellis M., Klein R. J., Noble
W. S., Kundaje A., Guig6 R., Farnham P. J., Cherry J. M., Myers R. M., Ren B., Graveley B. R., Gerstein M. B,
Pennacchio L. A., Snyder M. P., Bernstein B. E., Wold B., Hardison R. C., Gingeras T. R., Stamatoyannopoulos J. A., Weng
Z. Expanded encyclopaedias of DNA elements in the human and mouse genomes. Nature. 2020. Vol. 583. P. 699-710.
https://doi.org/10.1038/s41586-020-2493-4.

23. The Human Genome Project. National Human Genome Research Institute. Retrieved from: https://www.genome.gov/human-
genome-project.

24. Tomazou E. M., Meissner A. Epigenetic regulation of pluripotency. Advances in Experimental Medicine and Biology. 2010.
Vol. 695. P. 26-40. https://doi.org/10.1007/978-1-4419-7037-4_3.

25. Waddington C. H. The epigenotype. 1942. International Journal of Epidemiology. 2012. Vol. 41 (1). P. 10-13.
https://doi.org/10.1093/ije/dyr184.

OBUKHOVA O. A., LASTOVETS M. O., BOSENKO V. O.
Sumy State University, Educational and Research Medical Institute,
Ukraine, 40007, Sumy, Kharkivska str., 116

25 YEARS AFTER THE COMPLETION OF THE HUMAN GENOME PROJECT: ADVANCES,
CHALLENGES AND PROSPECTS OF GENOMICS

Aim. Analysis of the human genome has opened a new era of biomedical research, where the integration of molecular
and technological approaches determines the development of healthcare. The aim of this study is to summarize modern
advances in genomics 25 years after the completion of the Human Genome Project and to identify key scientific and
clinical directions of the postgenomic era. Methods. An analytical review of literature sources, results of genomic,
epigenomic and bioinformatic studies, as well as data on their clinical implementation was performed. Results. A
transition from descriptive genome research to functional and applied genomics after initial sequencing was
demonstrated. The important role of non-coding genomic regions in gene expression regulation, chromatin organization
and genetic variability formation was established. The significance of single nucleotide polymorphisms, structural
variations and polygenic risk scores in the development of monogenic and multifactorial diseases was characterized.
The contribution of pharmacogenomics, tumor genomic profiling, epigenetic mechanisms and genome editing
technologies to the development of personalized medicine was highlighted. Special attention was paid to ethical aspects
of genetic information use, including privacy and accessibility of genomic technologies. Conclusions. Genomics has
transformed from a fundamental discipline into a practical tool of clinical medicine, forming the basis for precision,
preventive and predictive medicine.

Keywords: human genome, post-genomic era, genetic variability, epigenetics, precision medicine, pharmacogenomics.
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