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Benenmne. [lepBuunast oTkpeiToyroibpHas riaykoma (IIOVT) ocraetcs oaHOi
U3 BEAyLIMX MPUYUH HEOOpaTUMOIl CIIENOTHI BO BCEM MHUpE, HPEACTABIsIL COOOM
MyIbTU(AKTOPHOE 3a00J€BaHUE C HACIEJACTBEHHOM MpeapacnoyioKEHHOCTHIO.
HecMoTpst Ha TOCTUTHYTHIE YCIIEXH B KOHTpOJie BHyTpuriaszHoro masienus (BI'/), y
3HAYUTEIBHOM 4YacTH MNAlUEHTOB HEUPOJET€HEPATUBHBIN . TIPOUECC MNPOAO0JDKAET
nporpeccupoBath [1]. DTO 1uKTyeT HEOOXOOUMOCTh JETAITBHOTO H3YUYCHHUS
TF€HETHYECKNX MAapKepoB, OTBETCTBEHHBIX 3a HETMAPOJWHAMHUYECKHE (DAKTOPHI
NaTOTr€HEe3a, B YaCTHOCTH — 32 COCTOSIHUE IJIa3HOI'0 KPOBOTOKA.

KittoueBbIM perysisTopoM COCYIUCTOrO TOHYCA M MUKPOLMPKYJISUUUA B TKAHAX
rna3a sBisiercss okcua asora (NO), cHUHTE3HpYeMBId 3HIOTEIHATbHONW CHHTA30M
(eNOS). Onnoii 3 HanboJiee 3HAYUMBIX FEHETHUCCKHMX BapHallMi, BJIMSIONIMX Ha
(GYHKIIMOHATBHYIO aKTHBHOCTH 3TOro (pepMeHTa, siBisercs moiaumopdusm T786C
(rs2070744) B npomoropnoii obmacti rena eNOS. 3ameHa THMHUHA Ha IMTO3MH
MPUBOJIUT K CYIIECTBEHHOMY CHUXEHUIO CKOPOCTU TPAHCKPUIIIMYU I'€HA, YTO BJIEUET
3a co0O0 pa3BUTHE SHAOTENNATBbHOM TUC(YHKIIH.

AKTyalbHOCTh M3yudeHWs jgaHHOTO moimumopduszma npu [IOYI oOycnosiena
€ro pOJbI0 B pa3BUTUM MIIEMWM M Ba3ocla3Ma JHCKa 3PUTEIBHOIO HEpBA.
Hapymenne npoaykuuu NO mpoBouupyeT u3MeHeHHE Nep(y3UOHHOTO aBICHHUS,
YTO JI€JIAeT PeUIeTYaTyI0 IUIACTUHKY CKJIEPhl U HEPBHBIE BOJIOKHA OoJiee ySI3BUMBIMU
K MexaHndeckoMy-ctpeccy. Kpome Toro, momumopdusm rs2070744 paccmarpuBaercs
KaK MOTEHIMAJIbHBINA OMOMAapKep ISl BBIACIICHUS IPYII PUCKA, MPEIPACTIOI0KEHHbIX
K arpeCCHBHOMY, TCUSHHIO IIayKOMBI U PaHHEH TMOTepe 3pUTENBHBIX QyHKIUH [2].

HccrnenoBanne B3aumMocBs3u auiens /86C ¢ pa3BUTHEM TIIayKOMHOU
ONTUYECKOW ~HEMpONaTUM MO3BOJUT PACUIMPUTHh HPEICTABICHUS O MOJIEKYJSPHO-
PEHETHYECKMX OCHOBax 3a0oyieBaHUS U CcO3JaTh 0a3zy s pa3paOOTKH
HEPCOHATTM3UPOBAHHBIX CTpaTerui (hapMaKoI0ru4ecKou KOPPEKIUU
SHAOTENNANTBHON TuchyHKIMH y nanueHToB ¢ [IOVT.

Metoan! ucciaenoBauus. B nccinenosanne Bouutn 100 mamumentos ¢ [IOVT,
cpenu KOTOPBIX 53 MYXUWMHBI U 47 >XKEHIIWH, CpeaHuii Bo3pacT — 65,0+6,56 ner.
Bce yuacTHMKM He HMeENM pPOJCTBEHHBIX CBA3€H Mexay coboil. B kaudecte
KOHTPOJIbHOH rpynmnbl Obu10 Habpano 30 yemoBek Oe3 rimaykomsbl: 17 MyX4YWH U
13 >xenmuH, cpenamii Bo3pacT — 63,0£6,46 ner. /IlmarHo3 m cramus 3a0oJieBaHUS
OINPEIEISUINCh HA OCHOBAaHUU KOMIUIEKCHOTO O TaIbMOJIOTHYECKOr0 00CIe10BaHuUS.
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BxiroueHne B OCHOBHYIO TPYINIY MNPOUCXOAWIO MPH HAJWYUUA KIMHUYECKHU
MMOATBEPKIEHHOTO JIIMarHosa [ovyr u KOMIIEHCUPOBAHHOT'O BI',
COOTBETCTBYIOIIETO YCTAHOBJIEHHBIM CTaHIApTaM Uil CTagud. VICKIoYalnch
NAaIeHThl, TEepeHecHre OQTaTbMOXUPYPIHIO MeHee 6 MecsleB Hazad, C
BBIPQKCHHBIMU aHOMAJIMSMH pedpakiiui, IPYyTHMHA OPTATbMOMATOIOTHIME (KpOoMe
KaTapakThl), AaKTHBHO BOCHAJIWTEIbHBIMA WM CHCTEMHBIMH 3a00JICBaHHSIMH
(manmpumep, TuabeToOM, CepACYHO-COCYAUCTHIMU OOJIE3HSIMHU, OHKOJIOTHEH, TTOYeYHON
U TICYEHOYHON HEIOCTaTOYHOCTHIO). KOHTpONIbHAS TpylIia Moa0Mpantach 1Mo TeM ke
KpUTepUsaM UCKItoueHus. B obeux rpynmnax npeobiiaaid BO3pACTHBIE COCYIUCTHIE
natonorun: MbC, arepockiepos, runepronus 1-2 ctaguu.

Hua  Beimenenuss  JJHK  ucnonb3oBanu  OyKKanbHBIA — SMHTEIMN.
I'enorunmupoBanme SNP 151799983 B reme eNOS mnpoBoIuiW. METOIOM
MIOJIMMEPA3HOM LEMHOW pEAKIUH B PEXKHUME PEATBHOTO BPEMEHH HOCPEICTBOM
TepmorukIupyromniei cuctemsl Rotor Gene Q 5 plex HRM (QIAGEN, I'epmanus) B
COOTBETCTBHH C IPOTOKOJIOM peakiuu (pupmbi-ipousBoautelist, (000 «CunHTOM,
Poccwuiickas denepanus) K yKka3aHHOMY OJUMOP(H3M.

AHanu3 CBSI3M  MEXIYy noauMopdu3MaMH . I'€HOB U  UCCIEAYyEMBbIMU
MEPEeMEHHBIMI TIPOBOIIIICS C UCIIONh30BaHWEeM oHJaiH-cepBrca SNPstats. B pamkax
ATOTO aHajau3a OblIa BBINOJIHEHA MPOBEpPKa  YCJIOBUM paBHOBecus Xapad -—
BaitnOGepra, paccuuThIBaquCh TaOJIUIBI CONPSLDKEHHOCTH, 3HAYEHHUS] OTHOLICHUS
maHcoB ¢ 95%-HbBIMU TOBEPHUTETHHBIMU WHTEPBANAMH, a TaKKe P-3HAYCHUS IS
MPOBEPKM THUIIOTE3 O HAJIUYUUA CTATUCTHYECKH 3HAYMMBIX pa3Iuyuid U
uHpopMarmonnsie kputepuu (baiiecopkuil m Akawke). Kputepuii cratucTudeckon
3HaYMMOCTH ycTanaBnuBaics mpu P<0,05.

Pesyabrarhl M HMX 00Cy:KIeHHMe. AHanu3 paclpeleicHus ajvlenei
nomumopdHoro  Bapuanta < 1786C+ (rs2070744) nmnokazan  mpeoOiagaHue
rerepo3uroTHeix reHoTumoB. T/C.. YacTOTHBIH TpoQWIb BBIABICHHBIX aJUIelcH He
MMEJ CTATUCTUYECKH 3HAYMMBIX OTKJIIOHCHUW OT IMOIYJALUOHHBIX CTaHIAPTOB H
COOTBETCTBOBAJI paBHOBeCHIO Xapau-BaitnOepra (p=0,42), 4TO MOCITYHIO OCHOBOM
JUISl TallbHENIIEro MOJIETUPOBAHUS TUIIOB HACIIEIOBAHUS MTPU3HAKA.

[Ipy DOCTPOEHHUM CTATUCTUYECKUX MOJEIEH HaCIeIOBaHUA IS JIOKyca
rs2070744 nambonee BbICOKas MPOTHOCTHYECKAs IICHHOCTh B3aMMOCBSI3U TCHOTHIIA U
YpOBHS HUTPAT/HUTPUTOB B IiazMe kpoBu npu [IOYI Obuta 3adukcupoBaHa y
JOMUHAHTHOU MoJienu. Y Hocutener BapuanTHoro auiess C (rpymmna renotumnos T/C
u ~C/C) mabnronamucy Ooyiee BBICOKHE 3HAYCHHUS YPOBHS HHUTPAT/HUTPHUTOB IIO
CpaBHEHHIO ¢ romo3uroramu no nukomy tumy (TT). IlosTomy Hamuume XoTs OBl
omaoro mytantHoro amiens C (renorumbsl T/C u C/C) oka3piBaeTCsl JOCTATOYHBIM
JUTSl CTaTUCTUYECKH 3HAYUMOro u3MeHeHus genoruna. Jyis oueHku 3hPekTUBHOCTH
JIOCTaBKH KUCIOpoAa ObUT poaHaTn3upoBaH yPOBEHb PO0crans, 3HAUCHUS KOTOPOTO B
WCCIIEYEMOM TPYIIEe BAPbUPOBAIN B 3aBUCUMOCTH OT HOCHTEIHCTBA BAapPUAHTHBIX
anneneid. CTaTUCTHYECKH JOCTOBEpHOE BIMSHHE HA TMOKa3aTeNnb pPS0crauy TaKKe
OOHApyX EHO TMpPU JOMUHAHTHOM TEHETUYECKOW MOJENU. YCTAaHOBJIEHHBIH pPOCT
nokazarenss |y Hocurened T/C+C/C  cBugerenbcTByer 00 — OOJeryeHuH
N€30KCUTE€HAIlMU TeMOIJI00MHa B OTBET Ha TMIIEPIPOIYKIIUIO MOHOOKCHA a30Ta.
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AHanmu3 BKJIama TMPOMOTOpPHOTO Jokyca 1/86C mO3BOMMI  BBISIBUTH
JOMHHAHTHBIA XapaKTep €ro BIUSHUS HAa METa0OJWYECKUNA MPOPUIH MAIHEHTOB.
HocutenscrBo amrtens C (remorumbl T/C u C/C) accoummpoBaHO ¢ JAOCTOBEPHOM
TUTIEPIIPONYKIIMEH MOHOOKCHIA a30Ta, YTO BBICTYNACT TPHUITEPOM IS POCTa
nmokazarenss PS0crans. ITO TOATBEPKTAECT POIb peryisTopHoit 30HBI TeHa eNOS B
obecnieueHnu >P(HEKTUBHOM OKCUTE€HAIIMM TKaHEW, yKa3blBas Ha TO, 4YTO JaXKe
TeTEPO3UTOTHOE COCTOSHUE 110 MHHOPHOMY aJUIeNII0 O0ECTICUMBACT 3HAYMMBIN
MPUPOCT aTANITUBHOTO MOTEHIIMAJIA CUCTEMBI TPAHCIIOPTA Ta30B KPOBBIO.

[TonyuyeHHble HAMH JaHHBIE O 3HAYHMTCIHHOM  IOBBIIICHHWH . YPOBHS
HUTpuTOB/HUTpaToB y Hocutenei amiens C (remotunsl T/C m C/C) gononaHsioT
CYIIECTBYIONYI0 HAyYHYIO IHUCKYCCHIO O (DYHKIIMOHAIBHOW ponu moaumopdusma
T-786C. TpanumuoHHO cuuTaeTcs, 9To 3ameHa 1 Ha C B IpOMOTOPHOM 00IACTH TeHA
eNOS (rs2070744) cHmxaeT aKTHBHOCTh MPOMOTOpPA M, Kak CACACTBUE, BEICT K
YMCHBIIICHUIO CHHTEe3a OKcuaa a3ora. Hampumep, B mccienoBanuu El-Sayed et al.
(2014) na erumerckoil momyJsAIMU OBUIO TIOKa3aHO, 4YTO cpemauil ypoBeHb NOX B
wasmMe ObUT 3HaYMMO HKke y Hocuteneit renotunoB [C+CC mo cpaBuenuto ¢ TT,
OpHako HaAMmM pe3yJbTaThl COMVIACYIOTCS C QJIBTCPHATUBHOM TOYKOW 3pEHMS,
IpeacTaBlIeHHON B psajge padoT (mampumep, Sacchi et al., 2002; Galassi et al., 2004),
I7Ie YKa3bIBAETCS HAa BO3MOXKHYIO H30BITOUHYHO- dKernpeccuto eNOS mpu rmaykome
KaKk OTBET Ha wumIeMuueckoe moBpexacHue. TlogoOHas «rumepnpoaykims» NO
MOXXET BBICTyMaTh B POJH IMATOTCHETHYECKOTo (akTopa, yCHIMBAIOIIETO
HEHPOTOKCHYHOCTH Uepe3 00pa3oBaHUE MEPOKCHHATPHUTA.

YcTaHOBIEHHOE HAaMU OOJIETYCHHE OTHAYM KUCIIOpoJa y Hocutenei amiens C
SBIISICTCSI YHUKAJIbHBIM HaOMoeHUEeM. B nuTeparype OCHOBHOE BHHMAHWE
YACNAETCS COCYIUCTOMY TOHYCY, B 'TOBpeMs KaK CHUCTEMHOE BIHUSHHC Ha
KHCIIOPOIHO-TPAaHCTIOPTHYIO (GYHKITHIQ' KpoBH B 3aBHcHMOCTH OT TeHotura e€NOS
MPaKTUYECKU He ocBelieHo [3].

BoiBoabl. [lomydeHHBIE. pe3yJabTaThl TO3BOJISIIOT MPEAMOJIOKUATh HATUIUE
conpspbkeHHOTO MexanusMma:, runiepnpoaykius NO y Hocuteneir amnens C BemeT k
KOMITCHCATOPHOMY  CHIDKEHHIO CPOJCTBA TEMOMVIOOMHA K  KHCIOPOAY  JUIS
MOI/IeP KaHMs OKCUTCHATINY TKaHEW B YCJIOBHSIX SHAOTESIUATBLHON TUCHYHKITHH.

Paboma evinonnena ¢ pamxax epanma PO DU Ne M24-083.
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