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TEHETAYHE PI3HOMAHITTS B YKPATHI
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BuBueHHS reHeTHYHOTro Ckiiany HaceneHHs CxinHol €Bpomny, 30kpema YKpainu,
npeacTaBiisie HeaOUsIKU HayKOBUH iHTepeC Ta € HAJA3BUYAWHO BAXIIUBUM 3 TOYKH 30Dy
MaiOyTHIX eIieMioIOTriYHHX, KITIHIYHUX Ta ICTOPUYHUX JOCIIKEHb, OCKUTBKH
HacelleHHsS YKpaiHu J1oci He OyJI0 BKIIFOUSHO B JKOJIHI MacIITaOHI TeHETUYHI TIPOEKTH.

Meroto ociigkeHHs 0yJI0 BUBYUTH 1 OIyOIIiKyBaTH JlaHi TOBHOTCHOMHHUX
MOCITi JOBHOCTEH JIFOJICH, SIKi MOXOAATH 3 TEPUTOPIT CydacHOi YKpaiHu Ta 3a0e3neunTn
MepexpecHy MepeBipKy JaHUX MTOBHOTCHOMHOTO CEKBEHYBaHHS Ta FCHOTHITYBaHHS
OTPUMaHHX 3 JOIIOMOTOI0 Pi3HUX TEXHOJOTIH.
V 97 oci6 6yno Binibpano 3pasku JJHK 3 momepeaHiM aHKETYBaHHAM Ta
HaJaHHsIM iHPOPMOBAHOI 3roiu. YHYaCHUKH IPEACTABIUIN OiBIIICTD PErioHiB YKpaiHu
Ta HaJal 3rojly Ha ONPHIFOJHEHHS ICHOMHHX JaHHX. [[OBHOICHOMHE CEKBEHYBaHHS
BUKOHYBaJoch Ha cekBeHatopi BGISEQ-500, reHoTHmyBaHHS 3a JOIOMOTOIO dira
[llumina GWAS. [lani 86 3pa3kiB Oyiu nepexpecHo BaliJ0BaHi 3a JOMOMOTO0 IIUX JIBOX
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TEXHOJIOTTH 1 JOAATKOBO HMOCHMJIANNCS Ha OJUH 3pa30K 3 KOTOPTH, AKUH OyB IOBTOPHO
cekBeHOBaHui Ha anaparti [1lumina NovaSeq6000 S4 npu BuCOKiH rIMOMHI 3UUTYBaHHS

TeHOMY.

87,9% BapianTis, Buximrkaaux BGISEQ-500, takoxx Oynu BUsABIIEHI I1aT(HOPMOIO
[llumina. Hamu BcTaHOBIIEHO JIOKAJTi3aMLito Ta 4acTOTH Oinbiie 13 MinbiOHIB yHIKaIbHUX
BapiaHTIB y MOMYJALIl yKpaiHIiB, 0arato 3 sSKUX MarOTh (YHKIIOHAJIbHE Ta MEINYHE
3HaueHHs. bmmspko 3,7% uux aneneir (478 000) € HOBUMH T'€HOMHHMH
OTHOHYKJICOTHIHUMH mojiMop(dizMamMu, SKi HIKOJHM paHilie He OyJin 3apeecTpoBaHi B
6a3i nanux gnomAD. AHaji3 3arajioM BHSBUB TaKy KiIbKICTh YHIKQIBHUX MyTaulii (TUX,
SIKI 3yCTPIiYarOThCS JIMIIE OAMH pa3, HE3aJeXKHO BiJ 4acTOTH B momyismii): 43892
nobposikicHux, 189 maroreHHMX a0 HMOBIPHO MAaTOreHHHWX BapiaHTiB, a Takok 20
3aXUCHUX a00 HMOBIPHO 3aXHCHHX ajeniB, ski omyOuikoBani B 0a3i (inVar. Koxna
0co0a B IbOMY JIOCTIKEHHI B cepelHbOMY Mae 19 martoreHHuX i 12 3aXMCHUX MyTalliid,
a Takok 18997 noOposiKicCHUX MyTallii.

OtpuMaHi pe3ynbTaTH CBiA4aTh MPO Te, IO YHIKaJbHE F€HETUYHE PI3HOMAHITTA
YKpalHCBKOTO ~ HacelneHHs  copMyBajiocs 3a  JIONOMOTOI  CBOJIIOLIHHHX — Ta
nemorpadidaux (akToOpiB, IO HE BAapPTO ICHOPYBATH B MAail0yTHIX TEHETUYHHX Ta
Giomemuunmux gocuimpkennsax. i maHi HamaroTh AOCTYM 10 mMyOiuHOI iHdopMarii mpo
HOBI, CHEMIYHI Ta MEMYHO 3HAYMUMI aJIelli B HACEJICHHS CY4acHOi YKpaiHH.
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