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CEKIIA «<MOJIEKYJ/JIAPHO-TEHETUYHI OCHOBHU ITATOJIOT'THHUX
ITPOLHECIB TA XBOPOb»

3aBIaHHA JOCTIIKeHHs] — JOCTIIUTH YacTOTy anenbHuX BapianTiB T/C noniMop¢izmy rena
MTORy rpymax oci0 3 pi3HUMH pPEKUMaMH PYXOBOI AaKTUBHOCTI (CIOPTCMEHIB, sIKi
CTIELiaNi3yIOThCS B PI3HUX BUAAX CIIOPTY, 37I0POBUX OCIO, SIKi HE 3aiiMalOTHCSl CIIOPTOM, Ta 0Ci0, sKi
MarOTh B aHAMHE31 3aXBOPIOBAHHS CEPIICBO-CYJAMHHOI CUCTEMH).

Marepianun i meromu. [ocmimxeno JIHK 476 ocib, 3 skux 86 — CHOpPTCMEHH, SKi
CHELiaNi3yl0ThCsl Y MBUAKICHO-CHJIOBHX BHJAaX CIOPTY, Ta BHJAX 3 TEPEBAKHUM PO3BHTKOM
BUTPHUBAIOCTI; 96 — 0co0H, sIKi HE MAIOTh PETYISPHOTO CTaxy 3aHSATh CIIOPTOM Ta 3aXBOPIOBAHb
CEepIIEBO-CYAMHHOT CUCTeMH (KOHTPOJIbHA Ipyma); 294 — XBOpi Ha CepIeBO-CYMHHI 3aXBOPIOBAHHS
(indapkr miokapay, iHcynsT). 3pasku JHK Oymo orpumano 3 OykanbHoro emitenito. T/C
nomiMopdizm rera MTOR BuzHawanu metonom [1JIP y peasbHOMY 4aci 3a JOMOMOTOO TIPHIIATY
«7500 FastReal-time PCR».

Pe3yabTaTn. YacTtora MiHOpHOTO anento B KOHTpoabpHIM rpymi (0,302) Habmmkanack 10
pe3yabrariB 6a3u nanux NCBI (0,299). Po3noain reHoTUIIB Ta ajneniB y rpymi XBOPUX HA CEPLEBO-
CYJIMHHI 3aXBOPIOBaHHS BIPOT1HO HE BIJIPI3HIABCSA BijJ po3moally y KoHTposbHil rpymi: T/T — 48,3
vs 49; T/C — 40,5 vs 41,7, C/C — 11,2 vs 9,4; MAF- 0, 315 vs 0,302.TakuM 49MHOM, BKa3aHHUH
nosiiMmopi3M He acolifOBaHUI 3 PO3ZBUTKOM CEpPLIEBO-CYJMHHUX 3aXBOPIOBaHb. Y 3aralibHid rpyri
CIIOPTCMEHIB criocTepiraniochk 3HMWKeHHs dyactoTu C/C-reHotumy ta C-anens, aje y CIOPTCMEHIB
IIBUJIKICHO-CHUJIOBUX BUJIB criopTy dactorta T/T- -TCHOTHITY Oyiia HAHMKYOK cepell BCiX rpym (Ha
16 % HIKYe HIXK y TPYIi CIIOPTCMEHIB, K1 CIIEIiali3yIOThCS B BHIaX CIIOPTY HA BUTPUBAJIICTD, 1 HA
6,7 % HIWK4Ye HIK B KOHTpOJIBHIN Tpymi). HaiiMeHmoro vactoror C-anens XapakTepu3yBallUCs
CIIOPTCMEHH, SIKi CHEIalli3yI0ThC y BHJAX CIOPTY 3 TEPEBAKHUM PO3BHUTKOM BHUTPUBAIOCTI
(0,250). OueBugHO, IO NaHUH anenb JIMITYe (i3UYHY MPale3IaTHICTh Y BKa3aHUX BUAAX CIIOPTY.
TakuM YMHOM, Yy CIOPTCMEHIB IIBHIKICHO-CHJIOBHX BHJIIB CIIOPTY CIOCTEPIra€Thcsl HAMHMKYA
yactota T/T-reHorurly, a y CHOPTCMEHIB, SIKi CHEIiali3yl0ThCS B BHJIaX CHOPTY Ha BUTPUBAIICTh —
HaiiBuma. BpaxoByroun, mo maHuii moaiMopdi3M 3HAXOAUTHCS Yy IHTPOHHOMY PETiOHI 1 TOMY Ha
eKcIpecii reHa BILTUBATH HE MOKE, OUYEBHJIHO 3B’A30K JAHOTO MOJNIMOp(i3My 3 piBHEM eKcrpecii
reHa TMOSCHIOETBCS THM, IO BiH 3HAXOMUThCS Yy He piBHOBakHoMy 3ueruienHi (linkaged is
equilibrium) 3 iHmMME, OLTBIT BOXXITUBUME y (GYHKIIIOHAILHOMY BiJHOLICHHI JIOKYCAMH.

AHAJII3 3B'A3KY C1173T HOJIMOP®I3MY I'EHA BITAMIH K EITIOKCH ]
PEAYKTA3HU 3 IIEMIYHUM ATEPOTPOMBOTUYHUM IHCYJIbTOM B OCIb
3 HOPMAJIBHUM TA NIZABUIIEHUM IHAEKCOM MACH TUIA
Iybosux €.1., I'apbyzosa €.A., Amaman O.B.

Cymcokuil Oeporcagnuti ynigepcumem, HayKoea 1abopamopis MOAEKYIAPHO-2eHeMUYHUX
00Ci0JHCEeHD

AktyanbHicTb. OCHOBHI (DAaKTOpU PHU3UKY CEpPLIEBO-CYIMHHUX 3aXBOPIOBAaHb MOAUIAIOTH Ha
Ti, Ha fKI HE MOXXHa BIUIMHYTHU 1 Ti, Ha sIKi BIUIMHYTH MokHa. Cepesa mepumx ocoOjuBa yBara
JOCTIAHUKIB Ha ChOTOJHI MPHUKYTa J0 BUBYEHHS POJII CHAJKOBOCTI, a caM€ OJHOHYKJIEOTHIHOTO
nojiMopdi3My TEHIB y PO3BUTKY aTepockiiepody Ta Horo yckiaaHeHb. Cepex apyroi rpymu
dakTopiB Bce OUIBINOI yBard 3aciIyroBy€ IOCITIKCHHS BIUIMBY HAJMIpHOI Macu Tila Ha
BUHUKHEHHS 1 TSKKICTh TIepediry arepoCKIepOTHYHOrO ypakeHHs cyauH. llpm mpomy
€MiIeMIOIOTIYH] JTOCHIDKEHHS TI0Ka3ald, M0 TMOEIHAHHS JCKUTBKOX (DAKTOpPIB PU3UKY CEPIIEBO-
CYAMHHHUX 3aXBOPIOBaHb B OJTHOI'O XBOPOTo 0araropazoBo 301bIIye PU3HK PO3BUTKY IIUX XBOPOO
Ta 1X (aTaTbHUX YCKIaTHEHb.

Mera nocnimkenns: BuBueHHs 3B's3Ky C1173T (rs 9934438) monimopdizmy rena VKORCI1
3 imeMiyHUM ateporpoMmOoTuyHOro iHcynbToM (IATI) B oci6 3 HOpManbHUM Ta MiABHILEHUM
1HIEKCOM MAacH Tija.

Metoau nocmimxerns: suauienas JJHK 3 kniTiuH kpoBi, mogiMepa3Ha JIaHIFOTOBA PeaKIlis 3
HACTYMHUM aHaJi30M JOBXHMHU PECTPUKIINHMX (parMeHTiB, TOpU3OHTAIBHUN eneKkTpodopes
ammutiikaris JIHK, craructudni Metoam aHamilzy 3 BUKopucTaHHsAM makery SPSS 17.0. ¥V pobori
BUKOpUCTaHO BeHO3HY KpoB 170 xBopux 3 IATI (42,4% xinok 1 57,6% 4donoBikiB) BikoM Big 40 10



CEKIIIA «MOJIEKYJISIPHO-TEHETUYHI OCHOBHU HATOJOITYHUX
MPOLIECIB TA XBOPOB»

85 pokiB (cepeaniii Bik — 64,7+0,73 poku). KonTponbHa rpyna cknananacs 31 124 naii€eHris, y SKUX
BIJICYTHICTh CEpIIEBO-CYJAMHHOI TATOJIOTIi MiATBEPHKYBAIN ILIIXOM 30MpaHHS aHAMHECTUYHHUX
TaHUX, 3HATTS €JIEKTPOKAPAIOrpaMH i BUMIPIOBaHHS apTEPiajbHOTO THUCKY.

Pesynbpratu gocmipkeHHs. Y pe3ynbTaTi MPOBEICHOr0 TEeHOTUITYBaHHSI BCTAHOBIICHO, IO Y
xBopux 3 IATI cmiBBigHOIIEHHS TOMO3UTOT 32 ocHOBHMM anenem (C/C), rereposuror (C/T) ta
romo3urot 3a MiHopHuM ajeneM (T/T) npu ananizi C1173T nonimopdizmy cknano 37,1%, 43,5%,
19,4%, a B koHTponi — 47,6%, 37,9%, 14,5% signosimao (P = 0,178). IlopiBHSHHI YacTOTH
TCHOTHITIB B OCHOBHIM 1 KOHTPOJBHIA Tpylax 3a JaHUM TOJIMOP(GHUM JIOKYCOM OKPEMO Y
namientis 3 IMT < 25 xr/m® i IMT > 25 kr/mM° CBiTUHTH PO BiACYTHICTH CTATHCTHYHO 3HAYMMOI
BIZIMIHHOCT1 y PO3IIOALT aleIbHUX BapiaHTiB I'eHa cepen rpym nopiBHsHHA (P = 0,568 1 P = 0,212
BiJIMTOBITHO).

BucnoBok. Takum uywmHoM, momimopdizm CI1173T rema VKORCI1 He mnoB's3anuii 3
PO3BUTKOM IHIEMIYHOTO aT€pPOTPOMOOTUYHOTO IHCYJIBTY B OCIO 3 HOPMAJIBHUM Ta MiABHIICHUM
1HIEKCOM MacH Tija.

MNOJIMOP®I3M I'EHIB IL-4 (C-590T), TNF-a (G-308A), PRSS1 (R122H),
SPINK1 (N34S) I CFTR (delF508C) Y XBOPUX HA TOCTPUI TA
3ATOCTPEHHSA XPOHIYHOTI' O ITAHKPEATUTY
lsawyx C.1., Cuoopuyk JLIIL
bykosuncvkuii depocasnuil meOuuHuil yHigepcumem, Kageopa cimeinoi meOuyunu

Meta: BuBuutu noiaimopdizm reni IL-4 (C-590T), TNF-a (G-308A), PRSS1 (R122H),
SPINK1 (N34S) i CFTR (delFS08C) y xBopux Ha TOCTpUH 1 3arocTpeHHs XPOHIYHOTO
MaHKPEaTHUTYy.

Marepiaau i MeToau. ['eHeTHYHI TOCIIKCHHS] BUKOHAHO 123 XBOpHM, cepea skux Oyio 23
(18,7 %) xinku i 100 (81,3 %) vonoBikiB. I'pymy KoHTpoI0 cKiIamu 40 MPaKTHYHO 30POBUX OCi0
BiANOBigHOTO BiKYy 1 cTari. KinbkicHa CTpyKTypa BU3HAueHHs momiMop(disMy reHiB Oyna
HactynHoto: Ted PRSS1 (R122H) mocmimkysamu y 123 xBopux; CFTR (delF508) ta IL-4 (C-590T)
—y 101,SPINK1 (N34S) — y 63, TNF-a (G-308A) — B 11.MonekyaspHO-TeHETUIHE JTOCIIKEHHS,
10 BKJIOYAJIO BH3HAUCHHS MONiMOpdHHUX BapiaHTiB dotupbox reHiB: IL-4 (C-590T), TNF-a (G-
308A), PRSS1 (R122H),SPINK1 (N34S) i CFTR (delF508), Bukonanu y mabopatopii JlepkaBHOTO
3aknany «Pedepenc neHTp 3 MonekynspHoi maiarHoctukd MO3 Vkpainm» (KuiB) ta ITH/JI
ByKkoBHHCBKOTO JIep>KaBHOTO MEAMYHOrO yHiBepcuTeTy. [loniMopdHi BapiaHTH aHaTi30BaHUX I'€HIB
BHUBYAIM METOJIOM MOJIMEPA3HOI JAHIFOTOBOT peakilii.

PesyabraTn. Posnoain reHoTumiB cepel OOCTEKEHUX XBOPUX 1 3/I0pOBUX BUSBHUBCS
HactynHuM: 3a reHoM SPINK1 (N34S) y Bcix rpymax nHasBauit GG-renorun (100 %); 3a renom
PRSS1 (R122H) y 117 oci6 Buznavyaerscss GG-renorun (95,12 %), y 6 (4,88 %) — GA-reHorun, y
IpyIi 310pOBUX Mae Micle HociicTBo Tinbkn GG-reHotuny; 3a reHoM CFTR (delF508) y 98 oci6
BusiBjieHo NN-rerortun (97,03%), y 3 oci6 — NM-renortun (2,97%), y TpyIi 370pOBUX Majio MICIIE
Tinbku HocifictBo NN-renotuny; 3a reioMm TNF-a (G-308A) — y 9 (81,19 %) oci6 HasBauit GG-
rerorur, y 2 (18,81 %) oci6 — GA-renorun; 3a renom IL-4 (C-590T) — 58 (57,43 %) oci6
MatoTbCC-renotun, 34 (33,66 %) — CT-renorun, 9 (8,91 %) — myraniitnuit TT-renotur, cepen
310poBUX — 26 (65 %), 11 (27,5 %) i3 (7,5 %), Bignosixuo (x°< 1,0, P> 0,05).

I'EHETHUYHI OCHOBH PO3JIAAIB AYTUCTHYHOI'O CITIEKTPY (PAC)
Kim 1O.C.
Jvsiscokuii HayionanvHull meouyrull ynisepcumem im. Jlanuna I anuyvkoeo,
Kagheopa neeponocii
AxrtyanbHictb. PAC npucytni y 1 % nHacenenns cBity. 3a ganumu MO3 2014 poky B
Vkpaiai xmBe 3200 oci6 3 PAC. T'enerwmuni npochimkenHs PAC BusBwim MyTarli, Mo
MEPEMIKOIKAIOTh ICUXOMOTOPHOMY PO3BUTKY.



