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Benuka yBara BU€HHX T'€HETHKIB 1 MEUKIB YCHOT'O CBITY IPHKYTa CHOTOIHI O IPOOJIEMH Pi3HOMaHITHOCTI
reHOMa JIIOJJMHU — Mpo0ieMH reHeTHYHoro mnoiiMopdismy. HaykoBe 1 mpukiagHe 3HaU€HHS [[bOI'O HOBOTO HAIPSIMY
HayKd TIOJNATAae y BUpINICHHI (YHIAMEHTaJbHUX HAayKOBHX IMTaHb, IIOB’S3aHUX 13 TOXOPKEHHSM JIFOJIMHHU,
BUHHUKHEHHSIM pac, E€THOT€HE30M, aHTPOIOJIOTIEI0, a TaKOoXK 13 3’ACYBaHHSAM TE€HETHYHUX OCHOB IHAMBIAYaJIbHOI
YYTIAMBOCTI 1 CTIMKOCTI JIOJWHHU /10 HECHPHUSTINBUX €K30T€HHUX (aKTOpiB, JIKAPCHKUX IIpenapartiB Ta iH. Y Xomi
JIOCITi/PKEHb BUHUKIIO YSIBJICHHS IIPO iCHYBaHHS "TeHIB CXMIJIBHOCTI" - MyTaHTHHX aJielied, sIKi CyMiCHI 3 HapOJDKEHHSM 1
KHUTTSM, ajie IPU MEBHUX HECHPUSATIMBAX YMOBAaX MOXYTh BUKIMKAaTH PO3BUTOK THX YH IHIIMX 3aXBOPIOBaHb, SKi
HaJIeKaTh 10 0araTOYMCENIbHOI TPYNH MYIbTH(HAKTOpiaNbHIX XBOp00. OHUM 3 TeHiB-KaHIUIATIB, MOMIMOPQI3M SKUX
MoOXe OyTH TOB'SI3aHMH 31 CIaJKOBOIO CXWJIBHICTIO IO IIJIOTO psiy 3a3HAUYEHHX 3aXBOPIOBaHb, € MaTpukcHud Gla-
nporeid (MGP). Croromni omucano monaza 150 BuniB noniMopdizmy nooauHokux HykieotuniB (SNP) y reni MGP
JIIOAMHA. 3 OrVIAY IXHBOI acolfarii 3 pisHUMH XBOpoOamu, Haiikparie mociimpkeno tpu: T-138C, G-7A, Ala83Thr.
BpaxoByroun 0coOIMBOCTI YaCTOT pa3MOAISICHHs BKa3aHUX BUILE MOJNIMOP(]I3MIB y Pi3HHUX MOIMYIALIsAX, IO MOXKe OyTH
MIPUYMHOIO BiIMIHHOCTI B TIOKa3HUKAX PiBHS 3aXBOPIOBAHOCTI MYJIbTH(AKTOPiaIbHUIMHU XBOpOOaMH cepell pi3HUX KpaiH,
METOI0 Haloi poOOTH cTallo 3’sCYBaHHS YacTOTH aleNbHUX BapiaHTiB reHa MGP B ykpaiHcekiil momymsamii Ta
TIOPIiBHSHHSL OTPUMAaHUX JaHHWX 3 Pe3yJbTaTaMM JIOCHI/PKEHb B IHINIMX HOMYISLIsAX. Y JOCHIKEHHI BUKOPHCTaHA
BeHO3HA KpoB 110 mpakTWYHO 370pOBUX JMOHOPIB BikoM Bix 40 mo 83 pokiB. OCHOBHUM METOIOM JOCIiPKEHHS OyB
METO/I ToJIiMepa3HoOI JIAHIIOr0BOI peakIlii 3 HACTYITHUM aHali30M JOBKHUHU peCTpUKLiHNX (parmeHTiB. [Ipn BUBYeHHI
T-138C noniMopdizmMy CIiBBIIHOIIEHHS Mi’ TOMO3UTOTAMH 32 OCHOBHHUM ajIejieM, FeTepO3UTrOTaMH i TOMO3UTOTaMH 110
MIHOpHOMY allelll0 B YKpaiHchKiii momymnsiuii ckiano 58,7%, 36,7%, 4,6% Bianosigno; mpu gociimkenHi G-7A
nonimopdizmy - 41,8%, 54,5%, 3,6%; npu ouinui Thr83Ala nonimopdizmy - 43,9%, 45,9%, 10,2%. AHnaii3 yactoTH
anenpHux BapiantiB reHa MGP no T-138C monimop¢izmy J03BOJIMB BCTAHOBUTH JOCTOBIpHI BIJIMIHHOCTI MiX IXHIM
PO3IIOALIOM B yKpaiHCBKiil momyinsiii, 3 onHoro OOKy, i B SITOHCBKIH, 1HIIMCHKOI, MEKCHMKAHCBhKOI - 3 iHIIoro. [Ipu
NOpIBHSAHHI 4acToTH nojiimMopdizMy G-7A BCTaHOBJIEHI JOCTOBIpHI BIIMIHHOCTI MDX OTPUMaHHMH HaMHU JaHUMH i
pesynbratamu pociimpkens y ®panmii, Itanii, CIIA, Mekcuui. Xapakrep posnoniny Thr83Ala momimopdizmy B
YKpaTHCBhKil MONyJsiiil BiAPI3HABCS TUTBKH MPH MOPIBHSHHI 3 (PpaHIly3pKoi Ta smoHchkol nonyssiisimu. [IpencraBneni
y po0OTi JlaHi PO pO3MOJLT ajebHUX BapiaHTiB reHa MarpukcHoro Gla-nporeiny B ykpalHChKiH HOMYJISLIT € IepLum
KPOKOM y BUBUEHHI 1X 3B’S3KY 3 PO3BUTKOM IMONIMPEHHX MATOJIOTIYHHUX MPOIIECIB 1 XBOPOO.



