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Ilenv uccneoosanusn. Mzyuenue uacmomoi 6apuarnmos auneneti u cenomunos SNV eena SCNNIG (rs4401050)
INUMENUATIBHO20 HAMPUEBO20 KAHALA )Y NAYUEHMO8 C apmepuaibHoLl 2unepmen3uetl U y 300possix ooell Ha
meppumopuu 3a6aiKaibCKo20 Kpas.

Mamepuanst u memoovl. B uccieoosanue memooom CHIAOUWIHOU GblOOPKU ObLIU BKIIOUEeHbl NAYUeHmMbl C
apmepuanvrou eunepmensuetl (135 uenosex). Konmponornyro epynny cocmasunu 106 npakmuuecku 300po6uix
oonopos. Onpedenenue SNV cena SCNNIG (rs4401050) nposodunoce memooom NOIUMEPA3HOU YenHOU
Ppeaxkyuu 8 pexcume peaibHo20 8pemMeHU.

Pezynomameut. [Ipu usyuenuu pacnpeoenenus SNV eena SCNNI1G (rs4401050) y nayuenmos c apmepuanvhot
2unepmensuetl U 8 2pynne KOHmpoais ycmauogieHo, umo Hocumenvcmeo cenomuna C/C  epynne nayuenmos ¢
Al scmpeuanoce yawe, uem 6 epynne koumpoins (62% u 38,7% coomseemcmeenno, y> = 7,49, p = 0,006). Taxum
oopasom, Hocumenbcmeo C/C eenomuna eena SCNNIG nosvuwano eeposmuocmo AI' y nayuenmos (Ol =
2,70, 95 % J[H 1,60—4,55, p = 0,0002). Cpeou nayuenmos 6 1,2 pasa uawe sviasisniace aiieiv C ¢ yacmomou
0,79 no cpasnenuro ¢ epynnotil 300posvix auy — 0,68 (> = 7,49, p = 0,006). Ycmanosneno, umo arrenv T
eena SCNNIG (rs4401050) y nayuenmos ¢ AI" scmpeuanace 6 1,5 pasa pedice, wem 8 epynne KOHmpoius, u ee
yacmoma cocmasuna 0,22 npomus 0,33 coomeemcmeenno (x> = 7,49, p = 0,006). Hocumenvcmeo annenu T
(ecenomunwvt T/T+ C/T) accoyuuposaro c 6onee nuzkou yacmomou ecmpedaemocmu y nayueumos ¢ AI' (OLL =
0,33, 95 % /11 0,20-0,57, p = 0,0002). B obcredosanHvix Hamu bl60pKax Hocumenbcmeo auineiu T cHuMcano
seposamuocmo Al 6 1,5 pa3za.

3axnrouenue. B uccnedyemoti evibopke nocumenvcmao annenu C eena SCNNI1G(rs4401050) 6 comozueommoti
dopme npeononosicumenvro ysenuuugaem eposmuocms pasgumus Al

Knroueevie cnosa: snumenuanvuovii nampueswvii kanan (ENaC), apmepuanvnas eunepmensus, SCNNIG,
00HOHYKIeomuonsill sapuaum (SNV)
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The aim of the research. Was to study of the frequency of variant alleles and genotypes of SNV gene SCNNI1G
(rs4401050) of the epithelial sodium channel in patients with arterial hypertension and in healthy people in the
Trans-Baikal region.

Materials and methods. The research included patients with arterial hypertension (135 people) using a
continuous sampling method. The control group consisted of 106 practically healthy donors. Determination of
SNV of the SCNN1G gene (rs4401050) was carried out using the real polymerase chain reaction method.

Results. The study of the distribution of SNVs of the SCNNIG gene (rs4401050) in a group of patients with
arterial hypertension and in the control group was established that carriage of the C/C genotype in the group
of patients with hypertension was more common than in the control group (62% and 38,7%, respectively, y?
= 7,49, p = 0,0006). This way carriage of the C/C genotype of the SCNNI1G gene increased the likelihood of
hypertension in patients (OR = 2,70, 95% CI 1,60 — 4,55, p = 0,0002). Among patients, allele C was detected
1,2 times more often, with a frequency of 0,79 compared to a group of healthy individuals — 0.68 (y* = 7,49, p
= 0,0006). It was found that the T allele of the SCNN1G gene (rs4401050) in patients with hypertension was 1,5
times less common than in the control group, and its frequency was 0,22 versus 0,33, respectively (x> = 7,49, p
= 0,0006). Carriage of the T allele (genotypes T/T+ C/T) is associated with a lower incidence in patients with

27



IHU 3abalikaabCKuil MEAMIIMHCKHH BeCTHUK, Ne 4/2023

hypertension (OR = 0,33, 95% CI 0,20-0.57, p = 0,0002). On the samples we examined, carriage of the T allele
reduced the likelihood of hypertension by 1,5 times.

Conclusion. In the studied sample, the carrying of the allele C of the gene SCNN1G (rs4401050) in homozygous
form supposedly increases the probability of AG development.

Keywords: epithelial sodium channel (ENaC), hypertension, SCNNIG, single nucleotide variant (SNV)

[To umeronumcest craructTuueckuM aanHbM (1990-2019), uucio mroneii B Bo3pacte 30—79 neT ¢ 1MarHo3om
aprepuanbHas runeprensus (Al') yBenuumnocs BaBoe. Al sSBisieTcsl IPUUKUHON 8,5 MUITMOHOB CMEpPTE OT
WHCYJBTA, UIIEMUYECKON O0JIe3HH cepAla, APYyTuX COCYAUCThIX 3a0oneBaHuii Bo BceM mupe [1].

CeronHsa HET COMHEHUN B TOM, YTO HACJIEACTBEHHOCTb OKa3bIBA€T CYLIECTBEHHOE BIMSHUE HA BEIUYUHY
aprepuanbHoro aasneHus (AJl). YueHsle yBepeHbI, YTO HE MEHEee IMOJIOBUHBI BapuadenbHOCTH ypoBHSI Al
OTIpe/IeTISICTCSl TEHETUUYECKUMU (paKTOpaMu, JIpyrasi MOJOBHHA — BIUSHUEM CpeAbl MPOKHUBAaHUS YEIOBEKA.
OTMmeTHM, YTO JIMIIb OTHOCUTENBHO HEOOJbIlas 4acTh F€HOB HECET OTBETCTBEHHOCTh 3a (POPMHUpPOBAHUE
0ose3Hu, MPUUEM y Pa3HBIX JIOACH MOTYT BCTpeYarhbcs pa3inyHble KOMOMHAIIMK T€HOB, 4TO 00yCIOBIMBAET
TeHETUYECKYI0 rereporeHHocTh Al. B mposiBnenun nosbimieHHOro AJl oTmeuaercs B3aMMOJEHCTBUE T'€HOB
MeXx1y co00l, KOTOpOe MOXKET ObITh aJIUTUBHBIM, KOrAa 3PPEeKThl TeHOB 00BETUHSIOTCS, U HEAJTUTUBHBIM,
KOTJIa TPOUCXOJUT B3auUMHOE ycuieHue (wiu ocinabnenue) aeiictsusa reHoB. Ho Bce mepedncieHHoOe BhIIIE HE
BJIMSIET HA MOMBITKH YUEHBIX pa300paThes B CYIIHOCTU FeHeTUYeCKUX puunH Al 1 KonruecTBo ucclieqoBanuit
B JIaHHOH 00NacTu MOCTOSHHO yBenuuuBaeTcs. IIpakThueckas HEOOXOAMMOCTH MOAOOHBIX HCCIEIOBaHUN
TUKTYETCS Ype3BbIYaiiHON pacnpocTpaHéHHOCTBIO Al, OT KOTOpo# cTpagatoT 6onee 1 MuIHapaa YenoBeK BO
BCeM Mupe [2].

CoBpeMeHHbIE TpEACTaBleHUs O reHeTHuke Al He UCKIIIOUaloT Halnuuus Oojee peAKUuX MyTaluil TeHOB,
Korna noBeiieHue AJl mMeeT MOHOTEeHHYIO Mpupoay. OHU COCTaBISIOT Majble JOIH MPOIEHTa OT O0Iero
yucna 601bpHBIX Al, HO paccMoTpeHne TpUYUH UX (HOPMUPOBAHUS BEChMa MOKA3aTeNbHO B MJIaHE BHIACHEHUS
pa3zHoO00pa3HBIX FTeHeTUYECKUX MexaH3MoB peryinsuuu A/l [3]. Utak, pa3BuTHe ScCEHIIMAIBHOM apTepuaibHON
TUMEPTEH3UU — 3TO MHOTO(DAKTOPHBIN CIOXKHBINA MPOIECC, U3 YEro CIEAyeT, YTO HEe CYIIECTBYET €IUMHOMN
OCHOBHO npu4uHbL. Takum 00pa3om, 0oJbIlIast 4acTh BCEl TUIIEPTOHUH SIBIISIETCS dcCeHInaabHou. HecmoTps
Ha TO, YTO MOBbIIEHHOE A/l SIBIIsSIETCS HACIENyEeMbIM MPU3HAKOM, UCCIIEA0BAHNE T'€HETUYECKON apXUTEKTY bl
TUNIEPTOHUU Yy JIIOACH SIBISIETCS CIOXKHOM 3anauei [4].

N3yuenne Hacnenyembix (opm AI, HauMHas ¢ aHanaM3a TEHETHYECKOTO CIEMJICHUS M 3aKaH4YUBas
UCCJIEIOBAHUSIMH TIOJTHOTEHOMHOW acCOIUAIK, PaCHIMpUiIO 3HAHUS O (U3MONOTMYECKHX MEXaHH3Max
perymsinuu AJl [5]. Onnako moHoreHHbie Gopmbl AlT BcTpeuaroTcs pefko U He OOBICHSIOT T€HEeTUYeCKU
KOMITOHEHT y OonbHbIX 3cceHnuanbHoil Al U3-3a cnoxHoit mpuponst AT oTAenbHBIE TEHBI, BIUAIOIINE
Ha u3MeHeHue AJl, mo-mpexxHeMmy TPYAHO BBLACTUTh U HICHTU(UIUPOBATH, UYTO 3aTPYOHSIET Pa3padOTKy
TapreTHoi Tepanuu. Ponb Ipyrux npuuuHHBIX (HaKTOpoB B MOAyaupoBaHuu AJl, TakMX Kak B3aMMOJEHUCTBUE
TEHOB U OKpYXKaoIlleld Cpeapl U SIUTreHeTHYeckue (akTophl, BCE 4Yallle BBIJIBUTAETCS HAa TEpPBBIN IUIaH
[6]. HeOe3bIHTEpECHBIM SBISIETCS WM3y4YE€HHE OJHOHYKJICOTHAHBIX BapuaHTOB (SNV) TeHOB, CBS3aHHBIX C
noBblieHreM A/l, HarpuMmep, SMUTENNAIbHBIX HATPUEBBIX KAHAJIOB.

YyBCTBUTENBHBI K aMWIOPHUIY JMHUTENUanbHbI HaTpueBblil kaHan (ENaC) npuHaqieXuT K KaTHOH-
CEJIEKTUBHOMY, JHUTaHg-3aBucuMoMy cymnepcemeiictBy aereHepuHoB/ENaC (DEG/ENaC), pacnonoxeH
B DJMUTEINH AWCTAIBLHOTO OTAeNa HepoHa W ydacTBYyeT B peryiasiuu OanaHca woHOB HaTpus [7, 8].
OynkuunoHanbHo KaHaiabl ENaC 00pa3yroT reTepoMepHbIii TpUMEp, COCTOSIIMA U3 TpexcyobenuHuil (o,
B u v), komupyembix reHaMu SCNNIA, SCNNIB u SCNNIG [7]. Ilo naHHbIM JIUTEpaTyphl, YeTBEpTas
cyObeanHuIIa, O-cyObequHIIA, PYyHKIMOHAIBHO aHAIOTUYHA 0-CyObeTMHUIIE U OOHAPYKUBAETCS B PA3IUYHBIX
SNUTENNANbHBIX U HEANUTEIHAIBHBIX TKAHAX YEJIOBEKA, TAKUX KaK MOKETyA0YHas Kele3a, JIETKUE U KIETKU
ronoBHoro mo3ra [9]. 3aBucumas or ENaC peabcopOiusi Na+ B MOYEUHBIX KaHAIbIaX PETYIHPYeT 00beM
BHEKJIETOYHOU KUAKOCTH U KPOBSHOE JABJIICHHUE ITyTEM MOIYJIMPOBAHUS OCMOJISIPHOCTH. BaskHast poiib kaHana
ENaC cocrout B nonaepxanuu 6ananca HoHOB Na+ BO BHEKJIETOYHON KHUAKOCTH, a TAK)KE B PEryIMPOBaHUU
A/l. I3BecTHO, 4TO M30BITOYHAS peabcopOLus HATpUs MOYKaMu yBenuduBaeT puck passutus Al [10].

Takum 00pa3oM, 3HAUUMBIM B PEIICHUU 33]ad MO MPEeIyNpexACHUIO U CHUKEeHHIO 3aboneBaemoctu Al a
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TaKkK€ CMEPTHOCTH OT CEPACYHO-COCYAUCTBIX KaTacTpo( SIBISETCS MPOBEICHHUE HAyUHBIX HCCIIEIOBaHUN
TeHETUYECKON MPEepacoNoKeHHOCTH K pa3BuTHiO Al, mist pa3paboTku nepcoHU(UIIMPOBAHHBIX TPOrpaMM
nepBUYHON npodunakTuku Al

Lean uccaenoBanms. MizydeHnue yactoTsl BapraHToB ayeneit u reHoTunoB SNV rena SCNN1G (rs4401050)
AMUTENNATHLHOTO HATPUEBOTO KaHala y nmauueHToB ¢ A" 1 y 310pOBBIX Jfofieii Ha TeppUTOpHH 3a0aliKaIbCKOro
Kpasi.

Metonbl ucciaenoBaHus. J(M3allH HCCIENOBaHUS TMOCTPOCH MO MPUHIUIY «CIy4al-KOHTpOJib». B
MCCJIETOBAHKE BKIIFOUEHBI TPEICTABUTEIH €BPOIICOUTHOM Pachl, POAUBIIKECS U IPOKUBAIOIINE HA TEPPUTOPUN
3abaiikanbckoro kpas. Marepuasiom Ijsl UCCIIEOBaHUs MOCIyXuiia BeiOopka 135 manuentoB (u3 Hux 61%
MY>KUHH) C TIOATBEPKICHHBIM auarHo3oM Al B Bo3pacte 45+6,7 net. ['pynmoit cpaBHeHus nocayxmmm 106
OTHOCHUTEIILHO 3/I0POBBIX kHTeNel 3adaiikanbckoro kpas (u3 Hux 47% MyXuuH) B Bozpacte 42,5+5,8 ner.

Bepudukanusa auarnosa Al mpoBeneHa coriacHO pekoMeHaanusM EBporneiickoro ooiiecTBa KapIMojioros
(EOK, ESC) u Eponeiickoro oomectsa mo AI' (EOAT, ESH), 2018 r., rme AI' 1 crenenu coorBeTcTBYeT A/
140-159/90-99 mm pr. c1., AT" 2 crenniern — Al 160-179/100-109 mm pt. cT., Al 3 crenenn — A/[>180/110 mm
pT. cT. Takum o6pa3om, A" nuarnoctupoBaiack pu noBsimeHuu mudp AJl >140/90 MM pT. CT. U3MEPEHHBIX
Ha HECKOJIBKUX MPUEMaX y Bpaua U MOATBEPKACHHBIX IPU CYyTOUHOM MOHUTOpHpoBaHuu A/l

PaGora BhINoNHEHA B COOTBETCTBUH C TPEOOBAaHUSMU XEIbCUHKCKOHN JIekapanuu BcemupHoit MeauIMHCKOM
accormaruu (2013 1), ogobpena JIDK mpu ®I'BOY BO UI'MA MunzapaBa Poccum (mpotokonm Ne 92
ot 29 okra0ps 2018 roma). Ilepen mpoBemeHHeM HCCIEAOBAaHHS BCEMH YYaCTHHUKAMM OBLIO TOIMHCAHO
MH(OPMUPOBAHHOE COIVIacHe, MOATBEPKIAIOIIee BO3ZMOXKHOCTh MPOBEACHHUS Te€HETHYECKOro aHaimsa. M3
MCCIIeIOBaHNS OBbUTH UCKITIOUEHBI MAIIMeHTHI ¢ BTopuuHbIMU popmamul Al (peoxpomoriutoma, cuaapom Jlnamana,
MICEBIOTUNOATBA0CTEPOHN3M | THMA, TUIEPKOPTUIIN3M, 00pa30BaHUs HAAMOYEYHHKOB), MOPOKAMU CEpIla,
XPOHUYECKUMH OOJIE3HAMU TOYEK, CaxapHbIM JUa0eTOM, MyKOBHCIIMIO30M, OHKOJOTHYECKUMHU U APYTUMHU
3a0oneBaHusIMU. Hamy ObUTH HMCKITIOYEHBI JIMIIA, 37I0yMOTPEOISIONNe aJKorolIeM, U JIUIA, HaXo[siluecs: Ha
JIMeTe C HU3KUM COJIep:KaHHuEeM HaTpus, a Takke OepeMeHHbIE.

B3siTue KpoBU OCYyIIECTBISUIN B CTEPUIIBHBIX YCIOBUSX U3 JIOKTEBOM BEHBI 00CIeIyeMbIX OOJIBHBIX HATOIIAK.
[enpHYIO0 KpOBB (4 MJT) codupanu B MPOOUPKY € ITHIICHIUAMHUHTETPAYKCYCHOM KUCIOTOM Il TeHETUYECKOTO
ananm3a. O6pasiel JJIHK xpannmm npu -40 °C no ananuza. Ananusy noaseprainach redomuas J{HK, Beinenennas
13 JISHKOIMTOB I1EJILHOM KPOBH ¢ TOMOIIbI0 pearenTa «IIpoba Panmmmy npoussoactea OO0 «/IHK-TexHomorusi»
(r. Mocksa). OmnpeneneHue TeHETUYECKOTO OJHOHYKICOTUIHOTO MOIUMOpGU3Ma MPOBOIMIM MPH TTOMOIIN
Habopa pearerra: SCNNIA (rs11064153), MmeTomoM moauMepa3HO# IIEMTHON PEeaKIui B PEKUME PEATHbHOTO
BpeMeHn mnpousBozacTBa kommanuu OO0 «Tectlen» (. YnpsHOBCK). Cymmapusbii oobem TP 10 mxn
PEaKIIMOHHOTO 00pa3Iia coaepikall: 3 MKI JeHOHU3UPOBAaHHOU BojbI, 4 MK cMecH st [TIIP SCNNI1A, 2 Mk
Tag-nmonumepassl u 1 Mk uccneayemoro ountiieHHoro oopasua JIHK, B hopmare 96-nmyHounoro ranmera. Ha
OCHOBaHHUU 3TUX JAHHBIX YIIPABIAIOIIAs POrpaMma CTPOUIa KPUBbIE HAKOIUIEHUS (pITyOpPECIIEHTHOTO CUTHANA
JUIA Kaxa0ro oopasia. Pe3ynbsraTsl aHain3a Mo3BOJSUIN JaTh TPU TUIA 3aKITFOYEHHUI: TOMO3UTOTa MO ajuiesu 1;
TeTePO3UroTa; TOMO3UTOTA M0 AJIeNH 2. AMIUTUGUKAINIO B ASTEKINIO y9acTKoB reHa SCNN1G BBITIOTHSIN
Ha amrtugukarope J[T-96 (Mocksa, Poccus).

Craructrueckuii aHanu3 JaHHBIX TpoBeieH ¢ momoirsio Ms Excel 10.0, Statistica 10.0 u online-kanskynsaropa
http.//gen-exp.ru/calculator or.php. O6 acconuanuu anneneil Wik T€HOTUIIOB C MPEIPACTOIOKEHHOCTHIO K
M3y4aeMoil MaToIOTUH CYAUIIU 10 BeMYHHE OoTHoeHHs mancoB. OTHomenue mancoB (OILl) paccunTeiBanu
¢ 95% JIN o dpopmyne OIII = ad/bec, rne a u b — kKomudecTBO OONBHBIX, UMEIOIIMX U HE UMEIOIINUX JTaHHBIN
TeHEeTUYECKUN BapUaHT COOTBETCTBEHHO; C U d — KOJIMYECTBO JIUI] KOHTPOJIbHOM Tpyibl. [lokazarenu cunranu
3HaunMbIiMU Tipu p<0,05. Pacmipenenenre reHOTUIOB HE OTIMYAJIOCh OT 0KH/1a8MOT0 B COOTBETCTBHHU C 3aKOHOM
Xapau-Baiin6epra. [IporaocTuueckas 3HAUMMOCTb T€HETHYECKUX MapKepoB OblTa orieHeHa ¢ momorbio ROC-
aHaim3a.

Pesyabrarsl. [Tpu uzyuennn pacupeneneaus SNV rera SCNN1G (rs4401050) y maniueHTOB ¢ apTepHaTbHON
TUMEepPTeH3UeN U B TPYIIE KOHTPOJI YCTaHOBIECHO, YTO HOCUTENbCTBO reHotuna C/C B rpyIme naiueHToB ¢
AT BcTpewanocs yarie, yeM B rpyire KoHTpouis (62% u 38,7% cooTBeTcTBeHHO; > = 7,49, p = 0,006) (Tabmn. 1).
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Tabmuna 1.
Pacnpenenenne Bapuanra rena SCNN1G (RS4401050) y nanueHToB
¢ apTepuaJILHON IMNnepTeH3ueid 1 B KOHTPOJIe
Annenu AT’ Koutpons . p-3HauYCHUE )11

n=135 | n=106 p=0,006 | 3pauenme | JIU (95%)

Amnens C | 0,76 0,68 7,49 1,76 1,17 - 2,65
Amnens T 0,22 0,33 0,57 0,38 — 0,85
C/C 0,63 0,39 2,27 1,29 — 4,01
C/T 0,31 0,58 16,96 | p=0,0002 0,52 0,30 - 0,92
T/T 0,06 0,04 0,4 0,10 -1,60

[Ipumeuanue: TecT ¥*; p-3HaY€HUE — MOKa3aTelb CTATUCTUYECKON 3HAUMMOCTH Pa3Iniyiii MeXKAY IpyNIaMu;
AT — rpynna nanueHToB ¢ aprepuaibHoil runeprensueit; Ol — otHomenue mancos; [ — noBeputenbHbIi
WUHTEpBaI.

Takum oOpazom, HocutenbcTBO C/C renoruna rena SCNN1G moBsImano BeposSTHOCTh Al y marueHToB
(OlI=2,70,95 % AN 1,60—4,55,p=0,0002). B 06cnenoBaHHbIX HAMH BIOOPKaX BCE MAUECHTHI C Al IBIISITUCH
HocutensMu omHou miu AByx komwil amtenu C (reHortumnsl C/T u T/T coorBercTBeHHO0). Cpeny MamueHTOB
B 1,2 pa3a yvamie BoisBisUIach amienb C ¢ yactoroi 0,79 mo cpaBHEHUIO ¢ Tpynmol 310poBbix jul — 0,68
(x* =749, p=0,006). B rpyninie AI" renotun T/T Obu1 BoisiBIeH B 5,9% cinyuaeB u B 3,8% o0cie10BaHHBIX U3
TpyIIbl KOHTposi. YcTaHoBieHo, uto awtens T reHa SCNNI1G (rs4401050) y maruentoB ¢ AI' BcTpeuanach
B 1,5 pa3a pexe, ueM B rpyImme KOHTposis, U ee dactora cocraBuia 0,22 mpotuB 0,33 COOTBETCTBEHHO
(*=7,49,p=0,006). HocurensctBo amutenu T (renotunsl T/T+ C/T) accoruupoBaHo ¢ 00jiee HU3KOM 4acTOTON
BcTpeuaemocTH y nanuenTos ¢ Al' (OIL = 0,33, 95% AU 0,20-0,57, p = 0,0002). B o0OcnenoBaHHBIX HaMU
BBIOOpKAaX HOCUTEILCTBO ayuienu T cHimkano BepositHocTh Al B 1,5 pasa.

[IporHocTrueckast 3HAYMMOCTh TE€HETUYECKIX MapKepoB ObLTa oreHeHa ¢ momonisio ROC-ananu3za (puc. 1).
[Tomyueno AUC = 0,609 (6onee 0,5, Ho menee 0,7), 4TO CBUIIETEILCTBYET O MPUEMIIEMOM JUArHOCTUYECKON
toyHocTH (hakropa (OUI = 0,37, 95% AU 0,53-0,69,p = 0,002).
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Pucynok 1. ROC-kpuBas, oTpaxaroiiasi IpOTHOCTHYECKYIO CUITYy MOJETH
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Obcyxnenune. B cBoem nccienoBanuu Kleyman T.R. u coaBTopbl HASHTHPHUITUPOBAINA PACTYIIEE YUCIIO
PENKNX OAHOHYKJICOTHIHBIX BapUAaHTOB BO BHEKJIETOYHBIX TOMEHAX, i€ MyTallUUd BIUSIOT Ha aKTUBHOCTH
nurro3oBanus ENaC  kaHanoB, W MPENNoOiIoKWIA, YTO HE3HAYUTelIbHOE HapymieHue perynsiauu ENaC
CIOCOOCTBYET Pa3BUTHIO 3CCEHITHANBHOM runepTeH3uu [11].

B 2003 rogy Hummler E. [12] numieT, yto snutenuanbHbid HaTpueBbiit kaHai (ENaC) npeacraBisieT co0oit
MeMOpaHHBIM OelOoK, MPUCYTCTBYIOIIUNA B anMKalbHON MeMOpaHEe SMHUTETHANbHBIX KJIETOK. DTOT KaHal
OTBEYaeT 3a peadcopOIMI0 HOHOB HATPUS B MOYKAX M MOXKET BbI3BaTh MoBbIIeHHE AJl 3a cUeT yBelIndeHHs
GYHKIMM KaHalla WK 3a cUeT CHIKeHHUs (YHKIMM KaHalla. B maHHOM MccieoBaHUM KpaTKO OO0CYKIArOTCs
nepBble AocTkeHus: noHumanus ponu ENaC mpu cunapomax Jlugana u ncepaorumnoanbaocteponusme |
THIIA, BBI3BAaHHBIX MYyTaIlMsSIMH B reHax, koaupytonmx o-cyoseauauiryy SCNN1G (ENaC). bonee Toro, mo
CUX TIOp OCTaeTCsl OTKPBITBIM BOMpoc, B kKakoi creneHu reHsl SCNN1G, konupyromue ENaC, moryt ObITh
BOBJICYEHBI B 3CCEHIIMANIBHYIO TUNIepTeH3uIo [13].

B 2011 roxy Morris B.J. 1 coaBTopsI B cBOel Hay4dHOM paboTe oOHapyKuiu, uTo dkcnpeccus reHa SCNN1G
B [TIOYEYHOI TKaHu Obla B 1,7 pasa Beile y nanueHToB ¢ Al' o cpaBHeHuUIo ¢ nuiiamu ¢ HopMaiabHbiM AJl. B
ATOM HCCleIoBaHUU CBs3H Al ¢ reHeTHYecKuMHU (pakTopaMu B OOIIEeH CIIOKHOCTH ObLIO BKItOUeHO 43 SNV
reHa SCNN1G, HO BHUMaHHE UccienoBarteneit opu1o cocpenoroueHo Ha SNV rs13331086 (pacmonokeHHBIN
B MHTPOHHOM 007acTH), KOTOPHIH OHU OTMETHJIM KaKk HanOosee 3HAYMMbIH BapUaHT, OCHOBBIBASICh Ha CBOMX
MPEBIIYIINX pe3yabTaTax acCoIUalli OTHOHYKJICOTH IHBIX BapuaHTOB. [lociennee uccieaoBanme mo3BoIuiIo
MOJY4YUTh MOATBEPKAAIONINE JoKa3aTeabcTBa CBI3U Mexay SNVrs13331086 rena SCNN1G u noBblllIeHUEM
cuctonudeckoro aprepuanbHoro maBinenus (CAJl) ma 1,01 mm pr. cr. (p=0,002) u nuacTOIMUECKOTO
aprepuansHoro nasnenus (J1Al) va 0,52 mMm pt. ct. (p=0,01) [14].

B cemeitnoM rereTraeckoM uccienoBanun Gen Salt, KoTopoe MpoBoUI0Ch cpeu 3 142 y9acTHHKOB CEITbCKOM
MectHOCTH Ha ceBepe Kutas, Tpu rena ENaC (SCNN1A, SCNN1G u SCNN1B) 6but BBIOpaHbI Ha OCHOBAaHUHT
WX MOTEHIIMAILHOTO Ononorudeckoro BiausHus Ha peryasanuio AJl. SNV rs11064153 rena SCNNI1A u SNV
rs4401050 rera SCNN1G 6butn 3HaUUMO cBsi3aHbI ¢ U3MeHeHUsIMU CAJ. AHaOTHYHBIE, HO HETOCTOBEPHBIC
TeHJIeHIIMU HabOmomanuch s cBsizu Mexay rs11064153 u rs4401050 u usmenenmsimu JIAJl. DtoT Mapkep
pacnosiokeH B HHTpoHHO# o0mact SCNN1G, ero ¢pyHKIIMOHATBLHOE 3HAYCHHE HeW3BeCTHO [15,16].

B uccnenoBanmsix Tetti M. yka3biBaeTcs, uto BapuaHT 13743966 rena SCNNI1B Obl1 3HAaUMMO CBSI3aH C
ACCEHIMANILHOM THIepTeH3uel y 00abHbIX B KuTae, a uHTpoHHBIC BapuaHTh 157205273, 18044970 m rs8044970
OBLITM CBSI3aHBI C TTOBBIIICHHBIM apTEPHUAIIbHBIM JaBICHHUEM y Oobmoi nomysmuu Kopeu [17].

WnenTtudukaiys reHoB, OTBETCTBEHHBIX 32 MOMYJSIIUOHHYIO U3MEHYUBOCTH A /], siBNsieTCs cloxKHOM 3a1auei.
[Tomyyennsie B Hamiel paboTe AaHHBIC MPOAEMOHCTpUpOBaNH, 4TO BapuaHT rs4401050, pacronokeHHBIN
B wuHTpoHHOH oOmactt SCNNIG, cBsi3aH ¢ TMOBBIIICHUEM apTepUAILHOTO JaBjieHUS. BrocneacTBuu
MIpPEJICTaBIsIeTCsl [eeco00pa3HbIM OoJiee THIATeIbHOE U3yueHHe (PU3MOIOTHYECKUX CBOMCTB, CBA3AHHBIX C
paboroit ENaC, 6onee moapobHoe n3yueHue renerndeckux BapuanToB SCNN1G mist srydiiero moHUMaHUs UX
y4acTus B peryiasaiun A/l 1 pa3BUTHS cepIeUHO-COCYIUCTHIX 3a00eBanni, B yacTHOCTH, Al

3akiouenune. Hamu moaTBepk1eHO, YTO B MCCIIeyeMoi BhIOOpKe HOCUTENhCTBO autenu C rena SCNN1G
B TOMO3HUIOTHOM (opMe MpeanoaoKUTENIbHO YBEIHMUYMBAET BEPOSTHOCTh pa3BuUTHS Al y maIueHTos,
npokuBaImmx B 3abaiikanbckoM kpae (OII=1,76, 95% AU — 1,17-2,65, p=0,006), uyTo momyepKuBaeT
MOTEHIMANbHO BakHbIM BKJaJ reHa SCNN1G u qononHseT Hamle MOHMMaHUE FeHETUYECKOM apXUTEKTYpbl
nporpeccupoBanus Al

CgeneHus 0 BKJIaJle KaxK/JA0ro aBTopa B padory:

[Toxoesa 3.A.—70% (cO0p naHHBIX, pa3pabOTKa KOHIICTIIINH U AN3aliHa UCCIIeIOBAHMS, aHAIN3 M HHTEPITPETaIUs
TaHHBIX, aHAIHU3 JINTEPATYPHI [0 TEME UCCIIEJOBAHNS, HATMCAHUE TEKCTa CTAaThH).

[Tymkapés b.C. — 15% (ananu3 1 MUHTEepHpeTanus JaHHbIX, TEXHUYECKOE PEJaKTUPOBAHUE).

Bonbmakosa O.B. — 5% (TexHuueckoe peaakTHPOBAHHE).

Butkosckuit FO.A. — 10% (TexHuueckoe peJakTUPOBaHUE, YTBEPKICHHE OKOHYATEIILHOTO TEKCTa CTAThH).
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Caenenns 0 pUHAHCHPOBAHMH HUCCJICOBAHUSA M 0 KOH(INKTE HHTEPECOB

ABTODBI 3asBJIAIOT 00 OTCYTCTBUU KOH(IINKTA HHTEPECOB

Pabota BeimonHeHa npu ¢uHancooi nozanepxkke @I'BOY BO YUutuHckas rocynapcTBeHHass METUIIMHCKAs
akagemus Munsapasa PO B pamkax yrBep:xkaeHHoro miana HUP.

MarepuaJbl cTaTbH COOTBETCTBYIOT HAYYHOI cnenuaabHocTH: 3.3.3 — narojoruyeckas GU3UOIOTHs.
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