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Beryn. OpgHe 3 OCHOBHUX 3aBlaHb MPAKTHYHOI TEHETHKH B CEJIEKIll BEIMKOI poraroi
Xyao0u moisirae B CrmocoOi OIIHKM MPOJAYKTUBHOTO IOTEHLIaTy OKpeMuX OcoOMH Ta B iX
MOAANIBIIIOMY BiIOOP1 JUIsl po3BeNEHHS. AHalI3 alleTbHOTO CTaHy (YHKIIIOHAJbHUX TEHIB, SKUI
3MIACHIOETBCS 32 BUKOPHCTAHHS PI3HUX THUIMIB MOJICKYJISAPHO-TEHETMYHUX MapKepiB, Ha PiBHI
6esnocepennbo JIHK, no3Bossie yHUKHYTH HU3KHM MOMUIIOK, SIKI IPUTaMaHHI KJIACHYHUM METO/aM
CEJIeKIIil, Ta 3 HEJAOCSHKHOIO paHillle TOYHICTIO 1 BIATBOPIOBAHICTIO Ja€ MOXJIMBICTH IS BiTOOPY
MEBHUX OCOOWH, sIKI € HOCISIMH BIJMOBITHWX BapiaHTIB 3a IMUIAM KOMILJIEKCOM TMOJIMOPGHUX
JokyciB. Binbip HaiOUIbII IIHHUX OCOOWMH Ja€, y CBOIO Yepry, MOXIIUBICTh IPOBOJUTH
CIpSIMOBAHy CeJEKIIMHY poOOTy W OTpUMYBaTH EKCIIEPUMEHTANbHI JIHIT TBAapUH 3 TOYHO
BCTAaHOBJICHUMH KOMIUIGKCHUMH TEHOTUNAMH. Y [bOMY KOHTEKCTi, OJHa 3 OCHOBHHMX Ta
MOIIMPEHUX TPOOJIEM BITYM3HSIHOI TCHETHKN y CKOTAPCTBI — I1€ BIICYTHICTh €IEMEHTIB HOBU3HH Y
JociiKeHHsAX. He3Baxaroun Ha MPaKTUYHO O0€3MEXHUN PiBEHb MIHJIMBOCTI Y OUIBIIOCTI BUITaIKIB
JOCITITHUKH BHUKOPHUCTOBYIOTH Jy’K€ OOMEXEHY KUIbKICTh MOJICKYJIIPHO-TEHETUYHUX MapKepiB Ta
TeHIB JUIs aHami3zy. HallOinpIn KITacCHYHUM MPUKIIAJI0M Y IbOMY KOHTEKCTI MOXKE BUCTYIIATH Kamma-
ka3ein. KimacuuHi mapkepHi myTaiii B HbOMY JOCTIDKYIOTh BXKE OUIbINE TPUIIATA POKIB 1, IO
HaAMOIIBII 1IKaBO, CUTYallisl HE 3MIHIOETbCA. Y CBOIO Yepry, came IOIIYK Ta BU3HAYEHHS HOBUX
00'€KTIB JOCHIKEHb — OJHE 3 OCHOBHUX 3aBJaHb 3arajbHOI CTpaTerii MapKep-acoliioBaHOI
cenekuii (MAS). HeoOxinHICTh MOLITYKY HOBUX 00 €KTIB €, 0€3yMOBHO, aKTyaJbHUM 3aBIaHHSAM Ta
00’ eKTHBHUM ()aKTOM, TOMY Yy CydacHii J1abopaTopii CIi1 30CepeuTH 3yCUIISI CaMe Ha HbOMY.

VY naboparopii MOJIEKYJIIpHO-TEHETUYHHUX AOCHipKeHb Kadeapu Oionorii TBapun HYBill
VYkpaiau, a Takox y J1abopatopii MOJICKYJISIPHO-TEHETUYHUX 1 ()1310J10T0-010XIMIYHUX AOCTIHKCHB
Iacrutyty TBapuHHMUITBAa HAAH mpoBoautbes po6oTa 3 A0CHIIKEHHS TOAIMOP(i3My HU3KH T€HIB
3a MapKepHUMH MYTallisIMH, TOB’S3aHUMHU 3 PE3UCTEHTHICTIO KOPIB JI0 Pi3HUX 3aXBOproBaHb. lle
NUTAHHS € HAJA3BUYAHO aKTyaJlbHUM 4epe3 MOTEHIlIHY HeOe3neKky NpOBEAEHHS CeNeKLiiHOT
po0OOTH, CHPSMOBAaHOI BUKIIOYHO HA MIJABUINCHHS IOKAa3HHWKIB MPOIYKTUBHOCTI OocoOuH. Tak,
HATIPUKIIAJ, y JSSIKUX BUMAJKAX, CENEeKIiiHa poOOoTa 3 KOMEPIIIHHUMHU TOPOAaMHU KOPIiB MPU3BOIUTH
JI0 TIOTIPIICHHS MMOKAa3HUKIB PE3MCTEHTHOCTI TBAPHH, IO CBIMYUTH MPO HEOOXITHICTH BpaxyBaHHS
IIbOTO TOTEHIIIHOro (hakTopy B po3podLi IUIEMIHHUX mHporpam. He3Bakaioun Ha mepeBakaHHS
1HTEpECIB JTOCIITHUKIB Y OIK JOCATHEHHS, Y TIEPIIY Yepry, MaKCUMAIbHOI MPOTyKTUBHOCTI TBApHH,
MUTaHHS PE3UCTEHTHOCTI JI0 3aXBOPIOBAaHb BCE 4YACTillle BHHOCHTHCS HA MOPSIOK JACHHHH, IO,
JOJaTKOBO J0 BCHOTO, BHU3HAYAETHCS M EKOHOMIYHMMHU XapaKTEpPUCTUKAMHU IMUTAHHA Y LLJIOMY.
Buxonsun 31 BChOrO BHIIEHABEACHOTrO, B JaboparTopii aBTOPIB MPOBOAATHCSA JOCHIHKEHHS 3
BU3HAYCHHS noiMophizmy JIOKYCIB, aJeNbHi BapiaHTH SKUX MoB’ s13aH1 3
YyTJIMBICTIO/PE3UCTEHTHICTIO TBAPHH JI0 3aXBOPIOBaHb (MAacTUT, JIGHKO3 Ta iHINI) y MOIMYJAIIsAX
KOpIB PI3HUX MOPiJ Ta HAMPSIMIB MPOIYKTUBHOCTI, IKHX PO3BOATH B YKpaiHi.

Meta poOoTH — HOCHIIKEHHS OCOOIMBOCTEM TE€HETHMYHOI CTPYKTYpW MOMYJISILIA KOpiB
PI3HUX TOPiJ YKpaiHCHKOI CENeKIlii 3a MOB’SI3aHMMH 3 PE3UCTEHTHICTIO J0 PI3HUX 3aXBOPIOBaHb
MapKepHUMHU MyTauismu y reHax TLRI, TLR4, IFNGR2, SLC11A1, TNFo ta MBLI.

Meroauka. JlocmipkeHHs TPOBEACH] B 1aOopaTopii MOJIEKYIIPHO-TEHETUYHUX JTOCIIKEHb
kadenpu Oiomorii TBapuHn HYBIll Vkpainm Ta B maboparopii MOJNEKYISIPHO-TEHETHYHHX
JOCII/KEHb 1 (1310JI0T0-010XIMIYHMX JOCTI/DKEHh y TBAapUHHUIITBI [HCTUTYTYy TBapUHHHMIITBA
HAAH. B sikocti 00’€KTa AOCHIIHKEHb BUKOPUCTOBYBAJIM KOPIB PI3HUX MOPi: YKpaiHChKa YOPHO-
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psiba MoJIOUHA MOpOJa, YKpaiHChKa YepBOHO-psiba MOJIOYHA MOpOJa, cipa yKpaiHChbKa MOpoaa Ta
mapoie. B sxocti ocHoBHOro BukopucroByBanu Metos, PCR-RFLP (pectpukuiiinuii anami3) Ta
ACRS-PCR (BHECeHHS MITYYHOTO CaWTy pecTpuKiii). ['eHOTHUITyBaHHS OCOOWH TPOBOIWIN 3a
pe3yJbTaTaMu aHalli3y pO3MIpiB PECTPUKIINHMX (parMeHTiB y remi. Bisyamizamito MpoIyKTiB
amruriikarii TPOBOAWIM 32 BHUKOPHUCTAHHS OpOMHCTOTO €THAiI0. PO3diIEeHHS TPOIyKTIB
amruTi¢ikanii 311iiCHIOBaIN 32 BUKOPUCTAHHS arapo3HUX I'elliB PI3HUX KOHLIEHTpAIiil.

PesynbTatu Ta iX iHTepnpeTalis. 3a pe3yiabTaTaMyd MPOBEAECHUX JOCTIAKEHb BCTAHOBIICHO,
[0 B YCiX JAOCTIHUX MOMYJSIIsAX BeMuKoi poratoi xynoou reau TLRI, IFNGR2, SLC11A1, TNFa
ta MBLI € nonimopdHUME, y TOi Yac sik TLR4 3a Tppoma MyTaHTHUMH Bapiantamu (8732G>A,
8834G>C Ta 2021C>T) BusiBUBCS MOHOMOP()HHUM. 3a PO3MOJIIIOM YacCTOT aJIeNiB 3a BUSBICHUMHU
moTiMOp(HUMH JIOKyCaMu BCTAaHOBJIGHO HACTYIHY KapTUHY. st BCIX TOCTIAHUX TOIMYJISIINA KOPIB
3a TLRI (1596G>A) BusBIEHO TMepeBakaHHS YacToTh anemto G Ham A, mo JocsArae CBOTO
MaKCHMAaJIbHOTO 3HAYE€HHS B MOMYJIALIT Cipoi YKpaiHChKOI TOPOIH.

3a SLC1IAI (nBi MyTamii y TeHi) y BCiX HOIYJSIISX BIAMIYEHO CYTTEBE NPEBATIOBAHHS
3Ha4eHb yacToTu anento C (SNPS 7400C>G) ta A (SNP6 7808 A>T). MakcumanbHe IpeBaTlOBaHHS
BIIMIYEHO MJIs TOIMYJISIII KOpIB MOPOAU IIapoJie, MiHiMallbHE (BIAHOCHO IHIIMX TOPIT) — IS
MOJIOYHHUX Mopia kopiB. CIiJl 3a3HAYMTH, 110 TIEBHI OOMEXKECHHSI Ha 3arajibHy T€HETUYHY CTPYKTYpY
3a Buie 3a3HaueHUMU SNP reny SLCI1A41, noxae Toit (akr, mo 1i MyTallii € MOB’I3aHUMH, TOMY
MOBUHHI PO3TJISAATUCS B SIKOCTI TalUIOTHUINIB. 3a CITIBBITHOIICHHSIM ajelliB MOYKHA CIOCTepiraTh
mporec mocTynoBoi ¢ikcarii anemto A (SNP6 7808 A>T) Ta, BiamoBigHo, rarutotumy AC, 0coO0IuBO
B MOMYJISLIi KOPIB MOPOIM LIapojie, B SKOI 3HAYeHHs 4acToTH ajento T (akTUYHO He MEepeBUIYE
3araJlbHONIPUIHSITOTO TOPOTOBOTO 3HAUCHHS AJIs ToJIiMOpdHOCTI JToKycy (5 %).

3a nokycom IFNGR2 (1008A>G) BusiBIeHO MOAIOHY KapTUHY — BCTAHOBJICHO JOMIHYBaHHS
yactotd anemo A Hax G s BCIX JOCHIAHUX TOMYJISMIM KOpIB HE3aJIEKHO BiJ HamNpsAMy
MPOAYKTUBHOCTI. J[7sl BCiX mopij, 3a BUKJIIOYEHHSM IAapoJie, XapaKTePHUM € BHUPaKEHUH eKcIlec
TeTepO3UTOTHUX OCOOMH (ayTOpuauHT). Y CBOI Uepry, MOMYJALisS KOpIB TMOPOAH IIapoJe
XapaKTEePHU3YEThCSl 30aJJTaHCOBAHUM CTAHOM 3a IMapaMeTpoM iHACKCY ikcallii — piBeHb eKcIecy
TeTepO3UrOT JOPIBHIOE 2,6 %, Ta 3HAXOUTHCS, (PAKTUUHO, Y MEXKaX CTATUCTUYHOI TOXUOKH.

3a po3MoILSIOM YacTOT ajeniB 3a myTarlieto -824A>G rena ¢akTopy HEKpO3y MyXJIuH anbda
(TNFo) y nociiiHuX HOMYJSIISAX TaKOX CIOCTEPIraroThbCcs MEBHI BIAMIHHOCTI. 30KpeMa, SIKIIO B
MOMYJIAIIT KOPiB MOPOJN YKpaiHChKa YepBOHO-psiOa MOJIOYHA TepeBakae aneinb G (4acTtoTa sSIKOro
cknagae 0,61), To B momyJssIii KOpiB MOPOIM YKpaiHChKa YOPHO-psiba Take MepeBakaHHs BIACYTHE 1
YaCTOTH aJIeJIiB XapaKTepH3ylOThcs (akTUYHO maputeTHUMH 3HadeHHsmu (0,5 vs 0,5). s
MOMYJIAMil KOPiB MOPOIM IIApOJie TAaKOXX BCTAHOBICHO MPEBATIOBaHHS dacToTu anenmto G Ham A
(Maii>ke NBOKpaTHE) 3a paxyHOK OinbInoi KuibkocTi ocobun 3 reHorunoM GG (39 %). Cipa
yKpalHChKa TOpOJa 3a CIIBBIJIHOIICHHSAM YacTOT BIJIMOBIAHUX aJleliB 3aiiMae TPOMiKHE
nosiokeHHs. J[7s BCIX AOCHIAHUX TOMYJIAIIA HAsSIBHUM €KCIIEC TE€TEPO3UTOTHUX OCOOWH, SKHUI
J0CSITae CBOr0 MaKCUMYMY B TIOITYJISAIT YKpaTHCHKOI YOPHO-PsI00T MOJIOYHOT TOPOIH.

3rilHO 3 OTpPUMaHUMH pe3yjabTaTaMu 3a mnodiMopdizsmom TteHy MBLI (2651G>A)
BCTaHOBJICHO BHPaXEH1 BIAMIHHOCTI MIX MOpPOJaMH KOPiB 3 Pi3HUM HANPSIMOM HPOAYKTHBHOCTI.
Tak, AJiss MOJIOYHUX TIOPIJ € XapaKTepHUM TepeBakaHHs 4acToTu aneno A (Styl+) y mopiBHsSHHI 3
atenneM G (Styl-). IIpu 1poMy, Aisi KOXKHOI TPYNU TBapUH XapaKTEPHUM € BUPAKEHHH EKCIIEC
TeTepPO3UTOTHUX OCOOWH, SIKUH JI0CATa€ MaKCUMAaJIbHOTO 3HAUCHHS y MOIMYJIALIi YKpaiHChKOI YepBOHO-
psi00i MosouHOi opoau (piBeHb ayTOpUAMHTY ckiamgae 55 %). Y cBoro uepry, Ui MOpOau M SICHOTO
HarpsMy MPOAYKTUBHOCTI (IIapoJie) MOKEMO OauuTH JiaMeTpalIbHO MPOTUICKHY KapTUHY — CYTTEBE
nepeBakanHs 4dacTotu anenro G (Styl-) y mopiBastHHI 3 A (Styl+) 3a paxyHOK 3Ha4HOI KIJIBKOCTI
roMo3urotHux ocobun GG. Takox, aus 1mi€l TOImyJsiii, BCTAHOBJICHUH BHUPAKECHUU EKCIIEC
TOMO3UTOTHUX O0COOMH (piBeHb 1HOpUIMHTY focsirae maixke 38 %). Cipa ykpaiHChKka mopoja 3aiimae
MIPOMIYKHE TIOJIOKEHHS 33 3HAYCHHSIM JTOCIIITHUX TTOKA3HUKIB.

OTtpumani pe3yJbTaTH IOCTIKEHb MOYKHAa BHKOPHCTOBYBATHM B SKOCTI MIAIPYHTS IS
MPOBEACHHS TOMAJBINOI IJIEMIHHOI POOOTH 3 JOCTIAHUMH TOMYJISAIISIMH KOPIB 3TiAHO 3aBJaHb
nporpam Mapkep-acoitiiioBanoi cenekuii (MAS).
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