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BBenenmne. ['maykoma npecTaBisieT coOO0M XpOHUUECKOE U MPOEPECCUPVIOLIEE
JIeTeHEepaTUBHOE 3a0o0JieBaHUE TIJa3, SBIAIONICECS OJHOM W3 BEAYIINX. MMPUYUH
CJEenoThl BO BceM mupe. OJQHOM M3 0COOEHHOCTEHM MaHHOTO 3a00JIeBaHNS SBISCTCS
HAJIMYUE HACJICJCTBEHHOW MPEAPACIONOKCHHOCTH ero pa3sutus [1]. ['eHeTnueckas
CTPYKTYypa IJIayKOMbI BEChbMa CJIOHA U BKJIIOYAET IIMPOKHUH CIEKTP BapUAHTOB. OT
MOHOTE€HHBIX MyTaluii ¢ 60sbmKUM 3G (PEKTOM, 70 MOJUFCHHBIX Bapyallki, KaXxKaas u3
KOTOPBIX OKa3bIBA€T HE3HAYUTEIHLHOE BIUSHHUE, HO B COBOKYMHOCTH OMpPEACISIET
BBICOKHI pUCK 3a00JIeBaHUSI.

Cerogusi  riaykomMa  pacCMaTpuBaeTCsl | Kak  pe3yjbTaT  CIIOXKHOTO
B3aUMOJICHCTBUSI META0OJIMUECKUX M COCYAUCTHIX HAPYIICHUH, TJe UEHTpPaIbHOE
MECTO 3aHUMaeT »HHAOTeNHalbHas AuchyHKIUA. BaxnHelmuMm Menuaropom
COCYJIMCTOTO TOMEOCTa3a B TKaHAX TJjasa. seiseTcss okcua asora (NO), koTopwrid
o0ecrnieurBaeT  aJeKBATHYI mepdy3uto = ceTyaTKu M PEryjJupyeT  TOHYC
JIaIKOMBIIIEUHBIX KJIETOK TPaOeKyJIPHOT0 anmnapara.

[Iponykius >TOro MeauaTopa HaNPsSIMYK 3aBUCUT OT (YHKIIMOHAIBHOM
aKTUBHOCTH SHAOTeHaIbHOMM30(opMbl hepmenta pepmenta NO-cunTaser (ENOS).
N3BecTHO, uTO MHOXECTBO| hakTopoB perynupyioT eNOS Ha TpaHCKPUIIITHOHHOM,
MOCTTPAHCKPUIIIITMOHHOM M | MIOCTTPAHCIAIIMOHHOM YpPOBHSIX. B cBs3u ¢ 3Tum,
BapualMi JaHHOTO/ TeHa BIUAOT Ha perymimuio ¢epmerra eNOS 1y,
COOTBETCTBCHHO, Ha-HpoayKiuio razorpancmurrepa NO [2].

B cBsI3u ¢ HU3710%KEHHBIM BBIIIIE, paclpe/ie]IeHHe YacTOT ajuielie U TeHOTUIIOB
nosmmMopdHoro . Bapranta G894T rena eNOS um wmx ywacTue B TPOTEKAHHUH
KUCJIOPOJI3aBUCUMBIX mpoleccoB B opranusMe npu [IOYI BbI3BIBaIOT Hay4YHBIH
UHTEpeC ISl JCTATbHOTO U3YUCHHUS.

Hean: Ouennts Bausaue nmonumoppmusma G894T rena eNOS nHa mokazatenu
KUCJIOPOJICBS3BIBAIOIINX CBOMCTB KPOBH M CUCTEMBI Ta30TPAHCMUTTEPOB C YUETOM UX
3HAUEHUS JUIsl TATOT€He3a MEPBUYHOM OTKPBITOYTOIBHOM TJIayKOMBI.

Metoan! ucciaenosauus. B nccinenosanne Bouut 100 mamumentos ¢ [IOVT,
cpenu KOTOPBIX 53 MYXUWMHBI U 47 >KEHIINH, cpeaHuii Bo3pacT — 65,0+6,56 ner.
Bce yuactHukM He uMeNU pOACTBEHHBIX CBsi3ed Mexay coOoil. B kauectBe
KOHTPOJIbHOH rpynmnbl Obu10 Habpano 30 demoBek Oe3 rimaykomsbl: 17 MyX4YuH U
13 >xenmuH, cpenauii Bo3pacT — 63,0£6,46 ner. /IlmarHo3 m cramus 3a0oJieBaHUS
ONPENEISIIMCh HA OCHOBAaHUU KOMILIEKCHOT'O O(PTaIbMOJIOTHYECKOTO 00CIETIOBAHMUS.
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BxiroueHre B OCHOBHYIO TPYyHIy MHPOUCXOAWIO MPU HAIMYUM KIMHUYECKHU
MMOATBEPKIEHHOTO JIIMarHosa [ovyr u KOMIIEHCUPOBAHHOT'O BI',
COOTBETCTBYIOIIETO YCTAHOBJICHHBIM CTaHAApTaMm [Jisi cTaguu. VIckimouanuch
MAIMeHThl, TepeHecmme OQPTaTbMOXUPYPTHUI0O MeHee 6 MecsAleB Hazam, C
BBIPQKCHHBIMU aHOMAJIMSMH pedpakiiui, IPYyTHMHA OPTATbMOMATOIOTHIME (KpOoMe
KaTapakThl), AaKTHBHO BOCHAJIWTEIbHBIMA WM CHCTEMHBIMH 3a00JICBaHHSIMH
(HanpuMep, TUabeTOM, CepACYHO-COCYAUCTHIMH OOJIC3HAMHU, OHKOJIOTHEH, TTOUYSTHOMN
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
MOJIMMEPA3HON IEMHOM pEeaKIUh B PEXKHUME PEATbHOTO BPEMEHH MOCPEICTBOM
TepmorukIupyromniei cuctemsl Rotor Gene Q 5 plex HRM (QIAGEN, I'epmanus) B
COOTBETCTBHH C IPOTOKOJIOM peakiuu (pupmbi-ipousBoautelist, (000 «CunHTOM,
Poccwuiickas denepanys) K yKa3aHHOMY TOJIAMOP(U3M 4

AHanu3 CBSI3M  MEXIYy noauMopdu3MaMH . I€HOB U  UCCIEAYyEMBbIMU
MEPEeMEHHBIMH TTPOBOIUIICS ¢ UCTIOJIb30BaHMEeM OHIaiH-cepBruca SNPstats. B pamkax
ATOTO aHajdu3a OblIa BBINOJTHEHA IPOBEpPKa  YCJIOBUM paBHOBecus Xapad -—
BaitnOGepra, paccuuThIBaIuCh TaOJIUIBI COMNPSLDKEHHOCTH, 3HAYEHHUS] OTHOLICHUS
madcoB ¢ 95%-HbBIMU TOBEPHUTETHHBIMU WHTEPBATAMH, a TaKKe P-3HAYCHUS IS
MPOBEPKU THUMNOTE3 O HAIWYUM CTATHCTHUYECKM 3HAUYUMBIX pa3Iuyuil U
uHpopMarmonnsie kputepun (baiiecopkuil m Akawke). KpuTepuii cTaTucTHUecKon
3HaYMMOCTH ycTanaBnuBaics mpu P<0,05.

PesyabTaTrhl M ux o0cy:xkaenue. /[aHHbie Mo pacrnpeeseHu0 FeHOTUIIOB U
ayeneit mokyca G894T (rs1799983).y.imarueHToB ¢ BepruUIUPOBAHHBIM JTHATHO30M
I[IOVID' cornacyroTcs C JaHHBIMH MOIMYJSIIIUOHHBIX BBIOOPOK JJIsI €BPOMEHCKOTO
peruona [3]. B wuccaenyemoii rpynmne mnamueHtoB ¢ [IOYI  mpeoGmaman
TOMO3UTOTHBIA ~ TeHoTun . qukoro Tuna G/G. PacnpeneneHne T€HOTHIIOB
COOTBETCTBOBaJI0O paBHOBecHIo Xapau-BaitnOepra (p=0,092), uyto moarBepkmaeT
T€HETUYECKYIO PEIPE3CHTATUBHOCTD BHIOOPKH.

B xome. aHamm3a cCBS3M MeXAy u3y4aeMbiM nonumoppusmom G894T
(rs1799983) n ypoBHEM MOHOOKCH/A a30Ta OBLIM MOCTPOCHBI YETHIPE TCHETUYCCKHE
MOJIET: KOJOMUHAHTHAs, JOMHHAHTHAsA, PEUECCUBHAs U CBEPXJOMUHAHTHAS, YTO
MO3BOJIAJIO ONMPEIENUTh HanboJIee BEPOATHBIA (PU3HOIOTHUECKUNA MEXAHU3M BIUSHUS
ateneit Ha skcnpeccuto NO-cuHTasbl. J{ns n3yuaemoro mosmMopdusMa TIaBHOU ¢
TOYKHA 3pEHUs] CTATUCTUYECKOM 3HAYMMOCTH OKa3alach pEIECCUBHAsi MOJIEIb.
BeisBiaeHo, 4Wro y HocuTeled Toibko pereccuBHbIX amteneit (T/T) ypoBeHb
HUTPAT/HUTPUTOB OBLII 3HAYUTEIHLHO BBINIC B CPABHEHUU C OOBCIUHCHHOW TPYIIION
HocuTenel nomuHantHoro aywtens (G/G-G/T).

AHalloru4yHasi TEHACHIMS MPOCIEKUBaIach U B OTHOIICHUH CEPOBOIOPOJA
(H2S), comepskaHwe KOTOPOro OOCTUIAI0 MAaKCHMAJIbHBIX 3HAYCHHH HMEHHO B
rpynme  T/T. MeXrpynmnoBble pas3audus JOCTUIVIA yPOBHS CTATHCTUYCCKOU
3HQYMMOCTH TPU CPAaBHEHUHM TOMO3UTOT MO MUHOPHOMY aJJIEN0 C OObEIUHEHHOU
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rpymnmoii Hocutene nomuHaHTHoro amiens (T/T m G/G+G/T). YpoBeHb 3TOro
ra30TpaHCMHTTEPa OBLT BBIIIE Y TOMO3UTOT 110 MyTAHTHOMY aJIJIEITIO.

B xoxe ananmsa cBs3u MeXAy reHoTHIaMu oauMopgHoro BapuanTa G894T u
MOKA3aTeNIIMA KHUCJIOPOJICBSI3BIBAIONINX CBOWCTB KPOBU CTATUCTUYECCKH 3HAYMMOU H
HAJeKHOM OKas3ajgach pPELECCHBHAs MOJENIb. YCTAHOBIEHO, YTO Yy HOCHUTEIEH
reHotuna T/T, XapakTepH3yIOIMUXCs THMEPHpoayKiued razorpancMutTepoB NO u
H,S, oTMewaeTcss CTaTUCTUYECKM 3HAYUMOE IOBBIICHWE TIOKAa3aTelsi CpOJCTBA
reMor;iio0uHa K KHCIOPOAY PS50pcan  PO0crany B cpaBHeHUM ¢ renoTurnamu G/G-G/T.
JIaHHBIN CIBHUT KPHBOW JIMCCOIMAIIMA OKCUTEMOTJIOOMHA BIPaBO (YMCHBIICHUE
CpOJCTBa TEeMOIJIOOMHA K KHCJIOPOAY) oOOJierdaer JjecaTyparyio ¢ [KpOBH = B
UIIIEMU3UPOBAHHBIC TKAHU TJ1a3a Y HOCUTEJICH MIUHOPHOTO aJlIeIIs.

AHanmu3 TOJIYYeHHBIX NAaHHBIX JIEMOHCTpHpYyeT, 4To mnomumopduzm G894T
SBIISICTCSI  BAXHBIM ~ MOJYJISATOPOM  KHCIOPOJHOTO CTaTyca TMpH .. TIayKoMe.
BrisiBieHHOE HaMu TIOBBIINICHUE ypoBHEW TazorpancmutrepoB. NO m HyS y
romo3urot T/T conpsikeHo ¢ poctoM mokazatenst pS0pean U POOctaiy, YTO OTpaKaET UX
3HaUYCHHWE B M3MCHCHHHM KOH(GOpPMAIMH TeMOTJIOOWHA W' CHIDKCHUH €ro CPOJICTBO K
KHCIIOPOJY.

BrisiBieHHass accommanus MEXIy OK30HHBIM monumopdmmom  G894T
(rs1799983) wu ypoBHSAMH Ta30TPAHCMHUTTEPOB . YKa3blBaeT Ha 3HAYUMOCTb
CTpyKTypHBIX Bapuanuii (pepmenra eNOS B\ popMHUpPOBAHWN THUIOKCHYIECKOTO
CUHpPOMA TIPH TIayKOME.

BoiBoabl. [lomumopdusm  G894T (rs1799983) rena eNOS Bmuser Ha
ra30TPaHCMHUTTEPHBIM  NpoQuib y ([ HaMEHTOB ¢ TIilaykoMoil. Hocureneit
peneccuBHoro reHotuna (T/T) nmetor Gosiee Bbicokre ypoBHH Kak NO, Ttak u HaS,
0 CPAaBHEHHIO C HOCUTEIISIMUA JJOMUHAHTHBIX. JJTEIICH.

[MToBermenHble Tokazarednn PS0peas M PSOcrans (CABUT KPUBOW IHICCOIHMAIIUH
OKCHIeMOTJI00MHa BIPABO).y IMAHUEHTOB C PEIIECCHBHBIM TEHOTHIIOM CBS3aHBI C
yBeIUYCHHEM YpoBHS Ha2S, W KOTOpBI perymupyer CpoACTBO TeMOTJIOOMHA K
KHCIIOPOJY.

CHmwkeHHe CpoOJCTBa remoriioOnHa K kuciaopoxy y Hocureneid T/T
criocoOcTByeT 0O07aee . SPPekTUBHON OTAauye KUCIOpOoJa TKAHAM, UYTO IOMOTAaeT
JaCTHYHO KOMIICHCHPOBATh UIIEMUYECKHE TTPOIIECCHI TIPH TIIAyKOME.

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