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Abstract. This review provides information on the history of discovery, structure, and principles of
functioning of the voltage-gated potassium ion channel Kv7.1 (KCNQ1). Current data on the physiological
role of Kv7.1 in various organs and tissues are presented. The main pathological conditions associated with
mutations in the gene encoding Kv7.1 are described.
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OnHuM U3 GyHIAMEHTAJIBHBIX CBOMCTB JKUBOM KJIIETKH SBIISIETCS CIOCOOHOCTh €€ MeMOpaH K
MOJAJEP)KAHUIO HOHHBIX TPAJUEHTOB, OTBETCTBEHHBIX 3a (OPMUPOBAHHE OHOMOTEHIIUAJIOB.
Briepsble MeMOpaHHYI0 Teopuio (GpopMHpoBaHUs OMONOTEHIMaNOB mpemtoxkumit B 1902 r. FOnuyc
bepumreiin. CornacHO €ro TeOpHM, HECTUMYJIUPOBAHHBIE HEPBHBIE KJIETKHM MMEIOT MOTEHIHAl
MOKOsI, OOYCJIOBJIEHHBI HEPaBHOMEPHBIM paclpe/leIeHHEM HOHOB MEXAy LMTOIUIa3MOM U
MEXKKJIETOUHBIM MPOCTPAHCTBOM, TPU STOM TIOJOKHTEIBHO 3apsbkeHHble HOHBI Kamus (K) 1o
KOHIIGHTPALIMOHHOMY T'PaJMEHTy CBOOOIHO AUGMD(YHIUPYIOT B MEXKKIETOYHOE MPOCTPAHCTBO, a
aHUOHBI, JUISI KOTOPbIX MeMOpaHa OCTAaeTCsl HENPOHULIAEMOM, OCTalOTCS BHYTPHU, TEM CaMbIM
BHEUIHSAS TOBEPXHOCTD KIIETKH 3apsyKaeTCsl IIOJIOKUTENBHO, @ BHYTPEHHA OTPULIATENIBHO. B HOpMe
HOTEHIMAN MOKOsSI Y Pa3HbIX KIeTok uMeer BenuuuHy (-50) — (-100) mB. Bosuukarommii mpu
BO30Y)KJI€HUM KIJIETKU MOTEHIMaNl JeWCcTBUSA bepHIITeiiH 0OBACHANT TeM, YTO MeMOpaHa KIETKU
yTpauuBaeT CBOIO H30MPATENBHOCTh M CTAHOBHUTCS MPOHHUIIAEMOW Ul BCEX HMOHOB, MPU ITOM
Pa3HOCTh MOTEHIIHAIIOB PE3KO YMEHBINAETCS U 3aps] MEMOpaHbl CTAHOBUTCS paBHBIM HyIo0. [locie
BO3BpAIllCHUsS] HMOHHOM IPOHULIAEMOCTH K COCTOSIHMIO TIOKOS IPOUCXOJUT BOCCTAHOBIJICHHE
noTeHmanta mokos. CorjiacHoO JTOW TEOpWH, MOTEHIMANT JACHCTBUSA HE MOT OBITh OOJbIIe
MIOTEHIIaja MOKOSI.

B cBoem mukiie pabor B 1939-1952 rr. Anany XOmKKHHY B DHAPO XaKCIW YIaIOCh
YaCTUYHO ONPOBEPrHYTh T€OpHI0 bepHIiuTeliHa. BBens TOHKHMH METaUIMYECKUM 3JIEKTPOJ BHYTPb
TUTaHTCKOTO aKCOHa KajlbMapa, OHM CMOIVIM 3aperuCTpUpOBaTh MOTEHIHAbI, (HOpMUPYIOIIHECS
BHYTPU U CHapyXH KJIETKH. Y IUBHUTEIbHBIM CTaJIO TO, YTO IOTEHLMAN AECUCTBHSA, KOTOPBIN
bepHiTeliH cunTan paBHBIM HYJIIO, OKA3aJCsl 3HAUUTENBHO BBILIE, U BMECTO OXKUAAEMOIN Pa3HOCTH
B 60 MB 0Obu1a 3aperucTpupoBaHa pasHOCTh MEXAY MOTEHIMaTaMu Mokos U aeictsus B 90 MB u
0ojee, YTO yKa3bIBAlO HAa BPEMEHHOE IMOSBIEHUE IMOJIOXKUTEIHLHOTO 3apsiia Ha BHYTpPEHHEH
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noBepxHocTh MeMmOpaHbl. OOBSCHUTH OSTO SBJIEHHME MOIJO TOJBKO YydYacThe B Ipoliecce
(dbopmMHUpOBaHUs OTEHIMANA ACUCTBUS IPYroro HOHa.

Otum noHoMm okaszajics Harpuii (Na). Takum oOpazom, 3a (OPMHPOBAHUE IOTEHIIHANIA
JCWCTBUSL OTBEYAIOT JIBA NPOCTPAHCTBEHHO M (DYHKIMOHAIBHO HE3aBUCHUMBIX MeEXaHU3Ma
TPAHCIOpPTa MOHOB — ToTeHMan-3asucuMbie Na™ u K* xananel. Jlenonspusaius otkpsiBaer Na*
KaHAIBI, MOTOK MOHOB Na' 10 rpagueHTy KOHIIEHTPAIUH YCTPEMIISIETCS BHYTPh KJIETKH, YTO
MIPUBOJUT K KPAaTKOBPEMEHHOM Iepe3apsiike MeMOpaHbl. M3MeHeHne MeMOpaHHOTO MOTeHIIMAaNa, B
CBOIO Ouepe/b, aKTHMBUPYET MOTECHIMAI-3aBiUCHMble K KaHasbl, KOTOPbIE OCTAOTCS OTKPBITBIME
MIOKa HE BOCCTAHOBUTCS M3HAYaJIbHBIA MOTEHIMANI Mokoa. O0a MOoTOKa MPUOIU3UTEIHLHO PABHBI 110
CHJIe, O/IHAKO CIBUHYTHI BO BPEMEHH, OJiarogaps 4eMy W HMPOHCXOIUT (pOpMUPOBAHHE MOTEHIHAI
neiicTBus. B mepuospl 1oKos KoHueHTpanuonusie rpaauentel Na® u K* BoccranasmuBarotcs 3a
cuer paborel Na'/K'-AT®a3bl, obecrieynBaroIeii AKTUBHBIA IEPEHOC A3TUX HOHOB IPOTHB
rpagueHTa KoHmeHTpamuu [1].

Takum o6pa3om, Tok HOHOB K* MrpaeT OCHOBHYIO poiib B TeueHHe (a3bl pernojspu3aiim, B
(dbopMUpOBaHUM MEMOPAHHBIX TOTEHIIUAJIOB, & TAKXKE B PErYJISIUU BO30YIUMOCTH, NJIUTEIBHOCTH U
9acTOTHl BO3HWKHOBEHUsSI MOTCHIMana neicTBus. K+ kaHambl MMEIOT Ooiblliee pa3HOOOpa3ue 1o
cpaBHenuio ¢ Na* u xanbieBbiMu (Ca’) kaHamaMu M SBISIIOTCA 0OBEKTOM 6oJiee PHCTaTbHOTO
uzydenus [2, 3]. B 3aBucumocTH OT crocoba akTHBAMM W KOJMYECTBA TPAHCMEMOPaHHBIX
noMenoB K'-kaHansl MOApa3feNsiOTCs Ha MOTEHIMAI-3aBUCHMBblE KanueBble KaHaiubsl (KV),
KaJMeBbIC KaHAbl aHOMaIbHOrO BXojsuiero BeiipswieHus (Kir), MexaHOYyBCTBHUTEIBHBIC
IBYTHOpOBbIe KanueBble kKaHasbl (K2P) u akTuBHpyeMble KanbiireM kanueBbie kaHaiusl (KCa) [4].

I'pynna norenuman-zaBucuMbeix K+ kananoB (Kv) sBnsercs camoli MHOTOYMCIEHHOW U
npeacrtaBieHa 12 cemelictBamu [5, 6]. Kpome ¢opMmupoBaHus MoTeHIIMAda ACHCTBUSA, OHH
YYacCTBYIOT B pETyJSiUs arnonTo3a, mnporeccax KIeTOYHOH auddepeHunpoBkrn W pocTa, B
BBIJICJICHUH HEHPOTPAHCMHUTTEPOB U TOPMOHOB M JUIsi 00CCIICUCHHS CEpACUYHON AesaTeNbHOCTH [6].
Bce Kv xaHanbl UMEIOT B CBOEM COCTaBe 4 a-CyObEeIUHUIIBI, KaXKaasi U3 KOTOPbIX COCTOUT U3 LIECTU
TpaHcMeMOpaHHbIX cerMeHTOB (S1-S6), B MX 4uciie OpOBBIA JOMEH, BKIIOYAIOIINI CETMEHTHI S5 U
S6 u cenextuBHbId GuiIbTp. N— M C— KOHIIEBBIE JOMEHBI PACIONAralTCs B IUTOIUIA3ME.
Terpamepsl MOTYT OBITH 00pa30BaHbl YETHIPHMSI OJJUHAKOBBIMU 0-CYOBEIMHUIIAMU HIIA COCTOSITH U3
YeThIpeX pa3HbIXx o-cyOobenunul. Ha pabory o-cyObeaMHMII MOTYT OKa3bIBaTh BIMSHHE
BcIioMoraTenbHble -, y-cyObeauHuibl [5, 7]. B 3aBUCUMOCTH OT CBOMX BPEMEHHBIX MapaMeTPOB U
BOJIbTAKHBIX  XapakTepucTUK Kv MOryT mojapasfensTbcsi Ha KaHajibl, TIeHEpUpPYIOIIHE
KpaTKOBPEMEHHBIN BBIXOASIINN TOK, PETUCTPUPYEMBI B CAaMOM Havaje penoyispu3allii U KaHajbl,
TEHEPUPYIONIME TOKH 3aMeIJieHHOTO BbIpsMieHus [5]. C TOYKHM 3peHHs COBPEMEHHOM
KapAHOJIOTUH, PUCTATBHOTO BHUMAHHS 3acITy>KHMBaeT MOACEeMENcTBO KanueBbix kKaHanoB KCNQ,
cocrosiiee u3 Aty u3BecTHbIX n30hopm KCNQ1-5 (Kv7.1-7.5) [8].

B 1996 roay otkpeiT reH u Obuia mpezicraBieHa crpykrypa KCNQL (Kv7.1) [8,10].
Okcnpeccust Kv7.1 Obuta oOHapykeHa BO BCEM OpraHu3Me, MNPEUMYIIECTBEHHO B CEpIIE,
BHYTPEHHEM YX€, MOJKEIYA0YHON Kelle3e, MOYKaxX, KUIIEYHHUKE, KEITyAKE U IUTOBUIHON JKee3e
[8, 13]. M3BectHOo, uro Kv7.1 perymupyior Kio4eBble (U3HOIOTHUYESCKHE (QYHKIHH, IBYMSI
HanboJsiee BaXKHBIMH M3 KOTOPBIX SIBISIFOTCA PENOJISPU3ALUS CEpJCUHON TKaHU B COOTBETCTBUU C
MOTEHITMAJIOM JIEMCTBUS U TPAHCIIOPT BOABI U COJIEH B JMHUTEIHAIBHBIX TKaHsaX [11]. dyHkum
KaHajia CUJIbHO pa3jMyaroTcs B 3aBUCUMOCTH OT oprasa, B kotopoM Kv7.1 skcnpeccupyrorcs.

B xapmnomuonurax a-cyoseauauia KCNQI1 cobupaercs ¢ B-cyoreaunauneit 6enka KCNE1
(minK) u o6pasyet noreHnuan-3aBucumMbiii K+-kanan 3anepxannoro seinpsmienus (IKs) [11, 11].
IKs -kaHan urpaer BaKHYIO pOJib B PETYJIMPOBAHUM MPOAOIKUTEIHHOCTH CEPJIEYHOTO MOTEHIHAIA
neiictBuss W perynsuuu  putMma cepaua [11]. KuroueBoit Omodusnueckoil 0COOEHHOCTBIO,
MO3BOJISIIONIEH 3TOMY KaHaly BBINOJHSITH CBOIO (DYHKIMIO B CEpJlE, SBISETCS €ro 4pe3BbIYaiiHO
MeJUIeHHass KUHETHKa akThBauuu. IKs — eOMHCTBEHHBIM KaHAN, KOTOPBIA aKTUBUPYETCS IPHU
BBICOKOM 4acToTe cepieuHbIx cokpamenuit [5, 11]. [uchynkuuu IKs-kaHaaoB cep/ia BbI3bIBAIOT
M3MEHEHHUS MPOJOJIKUTEIFHOCTH CEP/IEYHOr0 MOTEHIIMAada JEeHCTBUSA, YTO MPUBOAMUT K TSHKEIBIM
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HapyIIeHUsIM pUTMa W BHE3amHOW cepaeuHor cmepTu [11]. 3azepkka pemnomsipu3anuyd  Kak
ciencteue mytanuiit KCNQI otpaxaercst na OKI' B Bune 6onee anmuuHoro uarepsaia QT.

Tak, kommiekcel KCNQI/KCNEI1 (IsK, minK) B 6osbiiom konuecTBe ObutH 0OHAPYKEHBI
B allMHApHBIX KJETKAX MOKeTyno4YHoM xenesbl [14]. MccnenoBanus, mpoBeICHHBIE HA MBIIIaX B
2002 romy, mokazamu, yto Komiuiekc KCNQI/KCNEI mpeumyiiecTBEHHO 3KCIPECCHUPYETCs C
OasonarepaabHON MEMOpaHbI, y4acTBYeT B (POPMHUPOBAHWM MOTEHIMAI-3aBUCHMOTO Toka K,
KOTOPBIM MOXET YCHJIMBAThCA XOJIMHEPIMUECKOM CTUMYISIIMEH W TOJaBJseTcsl OJ0KaTopoM
KCNQI1. HarubupoBanne kananoB KCNQI cHWKaeT CeKpeuuio XJjIopa B KHIIEYHUKE, YTO
MO3BOJIMJIO TPEANOJIOKHUTh €0 y4acTHE B IMPOIECCEe CEKPEIUH DIEKTPOIUTOB MOIKEITYyA0YHON
xkenesbl [15]. Dkcnpeccupysch B B-KiIeTKaxX MOKETYI09HOM kene3sl, Kv7.1 mpuHuMaer ydactue B
PEryJISIUK CeKpelny HHCyInHa [16].

Eme onna u3 ¢pynxnmit KCNQ1 peanusyercs B SUUTETHATbHBIX KJIETKaX BHYTPEHHETO yXa
miekonutamux. Kommiekcst KCNQI/KCNE1 skcnpeccupyloTcss B anmvKadbHOH MeMOpaHe
MapriUHAJIBHBIX KIETOK cocyaucToi creHkH [17]. @ynkuus kommiekca kaHamoB KCNQI1/KCNE]
3akmouaercs B cexkpennn K' B spmonumdy scala media, 4o HEOOX0AMMO Il HOPMAIBHOTO CIIyXa
y venoBeka [18]. Jlromu, ctpanaromme romo3urotHor (opmoit cuuapoma Jxepsemna u Jlanre-
Hunscena, umeror mytanuu KCNQ1 wnu KCNE1, npuBogsmue k rimyxote [17, 19]. B To ke Bpems
mbii ¢ Hapymienuem B KCNQ1 u KCNE1 rinyxu u umerot npobiemsl ¢ paBHoBecueM [ 20, 21].

B moukax xommiekc kaHanoB KCNQI/KCNEI MoxxHO 0OHapyXUTh B MPOKCUMAIBHOM H
JUCTAIbHOM KaHaibplax HeppoHa. PDyuknus kaHaioB KCNQI B moukax OKOHYATEIbHO HE
ycTaHoBiieHa [22].

Ha cerogusmnuii nenp B rene KCNQI1 BwisgBieHo 6osee 820 yHukanbHbIX MyTauuid. B
OonpiuHCTBE ciaydaeB (10 82 %) STO TOYedHble MyTalMU. 3HAUYUTEIBHO pEXe BCTPEUAIOTCS
CUHOHUMUYHBIE 3aMeHbl (~18 %) u nenenuu (~5 %). BoiaBieHno okosno 40 MyTanuii, CBA3aHHbBIX C
cugapomoM yuiauHeHHoro uHTepBana QT tuma 1 (LQT1). Knuawmuecku LQT1 mnposBisercs
APUTMHSIMHA PA3IMYHON CTETEeHU TSHKECTH M MMEET [BE KIMHHYECKHE (OPMBI: JOMHUHAHTHYIO
(cunmpom Pomana-Yoppaa) u peneccuBnyio (cunapom [[xepsemia u Jlanre-Hunbscena). Ilomumo
CEepPACYHO-COCYIUCTBIX HAPYIIEHUW MAIMEHTHl ¢ cuHapoMoM [[xepseiuia-Jlanre-Hunbcena nmeror
BPOXJIEHHYI0 OWIaTepalbHyI0 TJIyXOTy. Psa aBTOpoB yKas3blBaeT Ha pa3BUTHE CHHApPOMA
Jlxepsemia u Jlanre-Hunbcena wu3-3a aucdynkimn K kaHana BBI3BAHHOM yceueHHEM Oelika
BCJICICTBHE JECIUU-UHCEPIUU B ydacTke, koaupyromem C-konmeBoir gjomen KCNQL [17, 24].
Mytanuu B reHax KCNQL u cyowenunauiie KCNEL 6pumm ommcansl nipu nmpuodperernom LQT-
CHUHJpOMe U cuHApoMe KopoTkoro untepBana QT [3, 23, 25]. Myramus ¢ ycuieHueM (GyHKIUU
KCNQ1 Ospira oOHapykeHa B ceMbe C (QUOpWIIAIMEH mpeacepauii, yHACICIOBAHHOW II0
ayTOCOMHO-IOMHHAHTHOMY THUITy Ha MPOTSHKEHUU HECKOJIBKUX mokoenuit [11, 23].

B mocnemnue rompl MpoBEACHO OOJBIIOE KOJWYECTBO HCCIEIOBAHHMA, TOCBSIICHHBIX HE
TOJIBKO HApYLIEHHWSM pHUTMA CepAlla, HO U APYyruM 3a00JIeBaHUSAM, MEXaHU3M BO3HMKHOBEHHS
KOTOPBIX TaK WM MHaye cBsizaH ¢ ¢pyHkuuen Kv7.1. Tak, mo JaHHBIM MeTa-aHaJIn3a, IPOBEIEHHOTO
B 2020 romy, onHonykieotuaHsle momumopdusmel rena KCNQL1 rs2237892, rs2283228,
rs2237895, rs151290 u rs2074196 moryt sBISATHCS (haKTOpaMH pHCKa caxapHOro nuabera Tura
(CHA ) 2 tuma, ocobeHHO cpenu asmarckoro Hacenenus [28]. [IpoBeneHHBIN psia MCCIeAOBaHUN
MTO3BOJIHJI BBISIBUTBH aCCOIHAIMIO OJHOHYKIeoTHHOTO mosmMopduzma KCNQL rs2237892 ¢ Gonee
BBICOKOM 4acTOTOH apTepuaIbHONW TMIIEPTOHUHM U MaKPOCOCYIUCTBIX OCIOKHEHHH y MalMeHTOB C
CH 2 tuma [29], recrarmmonabiM CJI [30], a Tak e ¢ YPOBHEM TPHUTIHUIICPHJIOB TUTa3Mbl KPOBU U
okpyxHocteto Tamuu [30, 32]. R. Rattanatham wu coast. (2021) npogemMoHCTpUpOBAIU
KOMOWHUpPOBaHHEIH dp ekt renerndecknx BapuantoB KCNQ1L rs2237892 u 152237897 u TCF7L2
rs7903146 Ha pHCK pa3BUTHS MUKPO- U MAaKPOCOCYAUCTBIX OCIOKHEHUH, TAKUX KaKk He(pomaTus u
uIIeMuueckas 0ose3Hp cepaia y namuentos ¢ CJ1 2 tuma [33].

HecmoTpst Ha mpopbIBHBIE HCCIeI0BaHUS MTOCHeHUX JeT, GyHKIms Kv7.1 Ha ceroaHsamHui
JICHb OCTaeTCsl HEIOCTATOYHO W3yYeHHOW. SIBISSICH BaXXHBIM 3BEHOM B (OPMHPOBAHUU
MeMOpaHHBIX NoTeHnHanoB Kv7.1 mpuHUMaeT ydacTue BO MHOTHX (PM3HOJIOIMUYECKHX Mpolieccax.
Paznuynble TUNBI MyTaluil B reHax, koaupyromux Kv7.1 mpuBoIsST K BOZHUKHOBEHUIO HE TOJBKO
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cnenuduaeckux 3a00J€BaHU — KaHAJIOMATHUH, HO ¥ TOBBIMAIOT puck pa3sutus CJI 2 tuma u ero
ocinoxxHeHu#. [lampHeimue wuccrnenoBaHus (QYHKIMM KaHalna, M ACCOLUHPOBAHHBIX C HUM
KaHAJIONATUH OTKPBIBAIOT BO3MOKHOCTH MEAMKAMEHTO3HON KOPPEKIMU KIIMHUYECKUX ITPOSIBICHUI.

ABTOPBI 3aIBJISIIOT 00 OTCYTCTBUM KOH(JINKTA HHTEPECOB.

HccaenoBanue He nMes10 (UHAHCOBOM MOIIEPKKH.

Bxaan kaxaoro apropa B padory:

WeanoB JI.II. — 40 % (anayn3 nuTepaTypsl 1O TEME HCCIEIOBaHMS, HAlMCAHHWE TEKCTa
CTaTbH, TEXHUYECKOE PEAAKTUPOBAHUE),

®émopoBa A.Il. — 40 % (amanm3 namTepaTypsl IO TEME HCCICIOBAaHUS, HAy4dHOE
peIaKTHPOBAaHUE, TEXHUUECKOE peAaKTUPOBaHUE),

CepeodpsikoBa O.B. — 20 % (mayuHoe pelakTUpOBAHHE).
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