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Bsenenne.

Cunnpom bpyrama — mepBuuHasi (HacieACTBeHHasi) OOJ€3Hb apUTMOTreHe3a,
XapaKTepU3yIOIasics HaJIU4YUeM TUIUYHOTO KIMHHMKO 3JIEKTPOKapauorpaduyecKkoro
CUMIITOMOKOMILJIEKCA, BKITFOYAOUIEro oco0yro (popmy On0Kabl MPaBOil HOXKKH ITy4Ka
['uca
(BITHIIT) ¢ momséMom cermenTa ST B OJHOM WM HECKOJBKUX MPABBIX T'PYIHBIX
OTBEICHUSX Ha DIIEKTPOKApAUOrpaMMe, OTCYTCTBHEM CTPYKTYpPHOW NaTOJOTUH
cepllia U Pa3IMYHbIMU KU3HEYTPOXKAIOIIMMU KEITYTOUKOBBIMU apPUTMUSMU, KOTOPBIE
OPUBOMST K PE3KOMY MOBBIIIEHUIO PUCKA PA3BUTHUS BHE3AMTHON CEPIEUHON CMEPTH.

Bne3anHas cepaedHas cMepTh 3aHUMAET OHO M3 BEAYIIUX MECT B CTPYKTYpE
Kak oOIIeH, TaKk U KapAUOBACKYISIPHOU cMepTHOCTU. OJHOM M3 M3BECTHBIX MPUYMH
BHE3AITHOM CepZIeuHON CMEPTHOCTH
NPEUMYIIECTBEHHO Yy MOJIOJIBIX MYKUMH sBisieTca cuHapoMm bpyraga. Cunapom
bpyraga — 3TO 370Ka4yeCTBEHHBIH KIMHHUKO-IJIEKTPOTpadUUecKuil apuTMUYECKUMA
CHUHIPOM, KOTOPBIM XapakTepusyeTcs nsieBauueil cermeHra ST B mpaBbIX
npeacepanbix oTBeaeHusx (V1-V3), Gnokanoii nmpaBoit Hoxku nydka ['uca na KT u
MPOSBIIAIOIIMI- € B BUAE PELMAUBUPYIOIINX OOMOPOKOB WJIM 3MHM30[10B BHE3AITHOM
CEpIIEYHON CMEPTH BCIEACTBUE MOIUMOP(HON >KETyJOYKOBOU TaXHKaApIAUU WIH
GUOPMILIALIMKM  KEITYIOYKOB y JHUI[ Oe3 OpraHuuyecKux H3MEHEHHH B cepjille.
PacnipoctpaneHHOCTB 3TOr0 CUHIPOM cOCTaBIsET 4-12% BCeX BHE3AITHBIX CMEPTEN U
20% cMepTelt y maleHToB cO CTPYKTYPHO HOpMallbHbIM cepaueM. B crpanax Oro-
BocTounoii As3um yactora BcTpeyaeMocTH cuHiapoma bpyraga cocraBiaser 15
ciaydaeB Ha 10 000, B 3amaanbix ctpaHax — ot 1 g0 5 cinydaeB Ha 10 000 u y My>kuuH
B 8-10 pa3 Bhle, yeM y xkeHIMH. CpegHuii Bo3pacT cocTasiseT okoio 40 et
I'eneTnueckue ocHoBbI cuHaApoMa bpyrana.

Cunapom bpyrana siBnsieTcsi reHETUUECKUA AETEPMUHUPOBAHHBIM M HACIIEYETCS IO
ayTOCOMHO-/IOMUHAaHTHOMY TuIly. Hanbonee 4a- cToif mpuYnuHOM SIBIISIETCS MyTaIus B
reHe SCN5SA Ha kopoTkoMm mieuye 3-eii xpomocoMbl 3p21-24. ITomumo 31Oro, Ha

CCFOI[H?IHIHI/Iﬁ ACHb M3BCCTHBI APYIUC I'CHbI, MyTallUsA KOTOPBIX MOXCT IMPHUBECTHU K

Cb (SCNSA, GPDIL, SCNIB, SCN2B, SCN3B, RANGRF, SLMAP, KCNE3,



KCNIJ8, HCN4, KCNES, KCND3, CACNAIC, CACNB2B, CACNA2DI1 wu
TRPM4).

I'en SCN5A xkogupyeT CHUHTE3 CEpJEeYHON 0-CyObEeIUHHULIBI TOTEHIUA-
3aBUCUMOI0 HaTpueBoro kaHaia Navl.5, yepe3 KOTOpBId OCYIIECTBISIETCS OBICTPBIiA
nenoysipu3yronuid HarpueBblid ToK (INa). Taxke 3ToT KaHan oOecrieunBaeT MO3THUN
Bxonsauuii HarpueBbl TOok (INalL), Bausiomuii Ha pemoyspu3anuioo H
pedpakrepHocts. Mytarnuu re- Ha SCNS5SA, KOTOpbIE YBEJIMYMUBAIOT TMO3THUA TOK
INaL (gain of function — ycunenue (yHKUIMHU), BBI3BIBAIOT CUHIPOM YIJIMHEHHOTO
untepania Q-T, tun 3 (LQTS3), a myranuu, KOTOpble YMEHBIIAIOT MUKOBBII
xomrioHeHT INa (loss of function — mortepst QyHKIHMHM), BEIyT K HECKOIbKUM
paznuyHbIM (EeHOTHUNAaM, BKIIIoUas cuHApoM bpyrana, cuHIpoM ciiaboCTH CUHYCHOTO
yzna (CCCY) u HapyuieHus CepACYHONW MPOBOJUMOCTH, KOTOPHIE MOTYT OBITh
MPOrpeCcCUPYIOIIUMU IO cBOeH nipupoe (0one3ns JleBu—Jlenerpa)

XOTs 3TU pa3auyHble APUTMUYECKUE CUHIAPOMBI NEPBOHAYAIBHO CUUTAIHUCH
OTJENbHBIMHA HO30JIOTUSIMHU, MOCTEAHNE JaHHbIEC YKA3bIBAIOT Ha OOJIbIIIEE COBMAICHNUE
KJIMHAYECKUX TPOSABICHUA M OMOPU3NYECKUX J1€(PEKTOB, aCCOLUMUPOBAHHBIX C
MyTalUsIMU B T€HE HATPUEBOIO KaHaJla, YeM 3TO OLIEHHUBAJIOCH PaHee.

Onucanbsl otaenbHble myTanuu reHa SCNSA, uMHIyunupyroumue CJiI0KHbBIN
denorun 3a0o0yieBaHMs, BKIIOUYAIOIMIUNA Opaaukapauio, Ae(eKThl MPOBOAUMOCTH,
LQTS3 u cunapom bpyrama. Hanpumep, mytauus 1795insD npusogut k CCCY,
HapyLIEHUsIM NPOBOAUMOCTH, cuHApoMmy bpyraga m LQTS3. Vmanenue nusuna
(delK1500) B mumkepe DIII- DIV SCNS5SA oro6paxaercs BapraOCIbHOCTBIO
denotuna ¢ npuzHakamu LQTS3, cunapoma bpyrana.

3amena mnuHa Ha apruHuH (G1406R B opurunansHoit myonukauuu, G1408R
B Hactosmiel Hymepammuu) B peruone DIII-S5/S6 Be3piBaeT cunapom bpyraga u
HapyIICHHs MPOBOJIUMOCTH, a 3aMEHa IIyTaMUHOBOM Kuciaotsl Ju3uHoM (E161K) B
obmactu DI-S2 k stum nBym HapyuieHusiM no6asinger CCCY. OTMedeHo coueTanue
npu3HakoB cuHapoma bpy- raga ¢ CCCY u odubpunniuueil mnpencepaui.
Knuanueckne npusnakn LQTS3 wm HapymeHns npOBOOAMMOCTH OIHCAHBI Yy
nanueHToB ¢ Myrtamuein delKPQ1505-1507, pacnonokeHHOW psjioM C JelIenueit

delK1500. JonomuuTenbHbIE T0Ka3aTeNbCTBA HAIMYUS MEPEKPENIUBaHNs (PEHOTUIIOB
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MyTaIiil CepIeYHOr0 HATPUEBOTO KaHaja ObLIM ToidydeHbl u3 HaOmomenus S.G.
Priori et al., korna Gokaropsl HATPUEBBIX KAHAJIOB, MO3BOJISIONTNE OOHAXKUTH MACKy
cuapoMa bpyraga B ciydae CKpPBITOTO T€UEHHS OOJE3HM, WHAYLUPOBAIH TOABEM
cermeHTa ST B mpaBBIX TPYIHBIX OTBEACHUSIX HE TOJBKO Mpu cuHApoMme bpyrama, HO
Takxke y nmanueHToB ¢ LQTS3 .

OTU JaHHBIE YKa3blBAIOT HAa HWHTPUTYIONIEE KIMHUYECKOE M TEHETHYECKOE
NEPEKPHITUEC MEXJIy Ha3BaHHBIMH apUTMHYCCKHMHU CHHIPOMaMH, paHEe
CUUTABIIMMHUCS OTACIBHBIMHU, CAMOCTOSTEIHHBIMA 3a00JICBAHHMSIMU, W3BECTHOE Kak
nepekpecTHwii (overlap) cuuapoM. MexaHU3MBbI, ¢ TTOMOIIbIO KOTOPHIX OJWH M TOT
&Ke WM ToNoOHbIH Ouoduszmuec- kuii ¢penorun norepu Qyuknuu (loss of function)
MOJKET BBI3BIBaTh HECKOJBKO PA3JIMUYHBIX KIWHUYC- CKUX (DEHOTHIIOB, TaKMX Kak
nedextsr cepaeunoit nposoaumoctu, CCCY u cunapom bpyraga, 10 koHIa He
n3ydeHbl. [IpoBeneHune TpaHUNB MEXAY TAaKUMHU Pa3HBIMH
ANMEKTPOOU3UOTOTUYECKUMHU  CYIIHOCTSIMU SBIIETCS CIIOKHOM, HO HEOOXOAMMOM
3a/1a4yeil, Mo3BOJISIONIEH MPUHATH PEIICHWE O TUIE UMIUIAHTUPYEMOI'O YCTpPOMCTBA.
HeoO6xommMo OTMETUTH, YTO HAHOOJBIIUA PHUCK Pa3BUTHA KEIYJOYKOBOM
Taxukapauu, GUOPWILIISAINN JKEITyJOYKOB W BHE3AITHOW CEpPACYHOM CMEPTH HUMEIOT
NaIMeHThl C CHHAPOMOM bpyraga, KOTOpble MOJKHBI OBITH JIyYIll€ 3allUIICHBI
NOCPEJICTBOM HMIUJIAHTAllUM KapJIHOBepTepa-aePpuoOpussitopa, B OTIUYUE OT
OONBHBIX C JepeKTaMu TPOBOAUMOCTH, HYNKJAIONMUXCI B HMIJIAHTAIUH
ANEKTPOKAPANOCTUMYISATOPA.

[Ipenmnonaraercs, 4T0 MHOXKECTBEHHBIE OHOpU3NUecKre Ne(EKThl OJIMHOUYHBIX
myTauii SCNSA, a Takke SMUTCHETHYECKUE W TeHETHYECKUE MOAU(PUIMPYIOIINE
(aKTOpBI MOTYT JIEKAaTh B OCHOBE MHOTHX CJTy4aeB MEPEKPHIBAIOIINUXCS KITMHUYICCKIX
MposiBIIeHNH. JlaHHBIE MyTalluy MMPUBOMAAT K HAPYIIICHUIO BXOASIIETO HATPUEBOTO WITH
KaJILIMEBOT0 TOKA, TUOO YBEIMYCHHUE BHIXOSIIETO KAJIMEBOTO TOKA.

1. MyTanuu, BbI3bIBAIONINE HAPYIICHUE TOKA HOHOB HATPHSI.

['en, KomUpYyIOUM CTPYKTYpYy Oelka o-CyObeqUHHIIBI HATPUEBHIX KaHAJIOB.
IIpn myTtannu B rene SCNSA npouCXOIUT yMEHBIIEHUE KOJIMYECTBA WIM YCKOPEHUE

HWHAKTHBAllMW HATPUCBBIX KAHAJIOB B KIICTKAX JIIMKapAda IIPpaBOIo KCJIIyaAO4dKa. Ha



TaHHBIH MoOMeHT omucaHo Oonee 300 poactBeHHbIX MyTanuid B SCNSA, dro
COCTAaBJISIET MOJABIISIONIEE OOJIBIIMHCTBO CIYyYaeB MOJIOKUTEIbHBIX TEHOTHUIIOB .
Haiinen BTOpO# JIOKyC B 3-ii XpOMOCOME, pacnoyiokeH- Hbli psagom ¢ SCNSA. I'en
GPDI1-L xomupyetr muuepoin-3- gocharaeruaporenasy ltuna. beuio ycTaHOBIIEHO,
YTO MYTAallUH B JIAHHOM T€HE MPUBO/AT K HAPYIIEHNIO (hePMEHTATUBHON aKTUBHOCTH
Y K YACTUYHOMY CHUKEHHUIO TOKOB HOHOB HATPUS.

Mytanuu B rene SCNIB, komupyromem cyobeaunuity NaVP1 cepaednoro
HaTPHUEBOrO KaHaJla TAK)Ke MPUBOJAT K HAPYIICHHIO ()YHKIIMU HATPUEBOTO KaHAJIA.
SCN3B komupyet cyowenuauily NaV[33 HarpueBoro kanana cepama. MyTtarus B 3TOH
CyObeIMHUIIE HapylIaeT BHYTPUKIIETOYHBIM TPAHCIOPT M DKCIPECCHIO0 HATPUEBBIX
KaHaJIOB Ha TMOBEPXHOCTU KIETKH, NMPUBOJUT K CHIKEHHIO aKTUBHOM MOIIHOCTH
HaTPUEBOTO TOKAa, YCKOPEHHOW HWHAKTUBALIMM M 3aMEIJICHUIO pEaKTHUBALUU
HATPUEBBIX KAHAJIOB.

I'en SCN2B xomupyet B2-cyObenuHuIly HaTpHUEBOro KaHana. MyTa- 11sl B TeHE
IPUBOAMT K 3HAUUTEIIBHOMY CHM)KEHHIO IUIOTHOCTU TOKA HATPHUS 3a CYET CHHUIKECHHS
AKCIIPECCUU HATPUEBOTO KaHana NaV 1.5 Ha MOBEpXHOCTH KIIETOK.

DTOT reH KoaupyeT HeMpoHalIbHbIM HarpueBblid kaHan NaV1.8. Koskcnpeccus
SCNS5SA-WT ¢ SCN10A npuBOIUT K 3HAYUTEIHHON MOTEPE (PYHKIIMH HOHOB HATPHS B
cepale, 4YTo crnocoOCTBYET MO- SIBJIEHUIO cuHapoMa bpyrana.

Tpackpunuuonnsii dakrop HEY2 Ttak ke accouumpoBan ¢ Cb. PKP2,
KOAUPYIOUIUNA J€CMOCOMHBIA O€eNoK miIakopUIIUH-2, H3BECTEH KakK TIeH
IPENPACIIOIOKEHHOCTH K IPABOXKEIYIOYKOBOM apUTMOI€HHOM KapAUOMMIIATHH.
MyTanuu B 3TOM T'€HEe NPUBOIAT K HApYIIEHUIO AECMOCOM M K MOTepe (PyHKIIMH
HATPUEBBIX KAaHAJIOB, 4TO 0OycnaBnuBaeT nosisneHue Chb.

Muccenc-mytauun B RANGRF cBsizana ¢ Cb, T.k IpUBOIUT K CHU- JKEHHUIO
TOKa MOHOB HaTpHS.

MyTtanun B capkojeMMadbHOM MeMOpaHocBsizaHHOM Oenke (SLMAP)
(komnoHeHT T-TpyOouexk M CapKOIIa3MaTUYECKOTO PETHKYJIyMa) MOBPEXKIAET
MHTErpaJIbHbI MeMOpaHHbI Oenok NaV 1.5, BbI3bIBasg TeM CaMbIM HapylIeHHUE
(GYHKIIMY B MOHHBIX HATPUEBBIX KaHAIaX

2. MYTaI_[HI/I, BBI3BIBAIOIIUC ITOTCPALO (bYHKHI/II/I TOKa KaJbIIUCBOI'O KaHaJla.



Mytanun B rene CACNAI1C, kxoTtopblii KOAHPYET O-CyObBEAUHUILY
NOTEHIMAJI3aBUCUMBIX KaJbLIMEBbIX KaHanoB L-tuma, CaV1.2, accoumupoBaHbl C
onHoi u3 npuunH Chb.

VYckopeHHass MHAKTUBAIMs KalblIMBBIX KaHAoOB L-Tuma wu3-3a MyTaluuu B
CACNB2b, xogupyromum B-cyObeTMHHUIYY KaJdbllneBo- To kaHama, CaV1.2, CaVR32
nexutr B ocHoBe cuHapoma bpyraga. CACNA2DI1 xoaupyer o2B-cyObenuHuUIly
NOTEHIIMAJI3aBUCUMOT0 KaJbI[MEBOT0 KaHajla, yMEHbIAsl KaJIbLIUEBBINA TOK.

3. MyTtauuu, BbI3bIBAIOIINE YCUIEHUE (PYHKIIMU TOKOB KaJIMEBOI'O KaHaja.

Myrtanuu B reHe KCNE3 (MiRP2) Obutn Takke acCOnMUPOBaHbI C CHHIAPOMOM
bpyrama. MiRP2 wMoaynupyer cepleyHble KallMeBble KaHaJbl, BKIJIIOYAIOIIHE
KEITYIOUKOBbIE TPAH3UTOPHBIE BBIXOJALIME KanueBble TOoku (Ito) m menmneHHO
aKTUBHMPYEMbIN KaJMeBbIM KaHad 3ajep:kaHHoro BoipsamieHus (IKs). Ko-skcnpeccus
mytaruii KCNE3 ¢ WT-KCND3 mpuBomuT k ycwieHHIO (GYHKIIUU KaJUuEBBIX
KAaHAJIOB U YCKOPEHHOMN KUHEeTHKe [to.

KCND3 xomupyer KV4.3, a-cyosenunuity Ito -kanama. Mytanus B KCND3
B€JE€T K YBEJIMUYEHHUIO TPAH3UTOPHOTO HAPYXKHOTO KajlueBO- IO TOKa,
acconuupoBanHoro ¢ Cb.

I[Tomumo Toro, 4ytro Mmyrtanuss B reHe SCNIB, koTtopwelii koaupyert
BciomorarenbHytlo NaVB1- cyObeauHuIly MNOTEHIHUAI3aBUCUMOIO HaTPUEBOIO
KaHajla, KOTOpasi MNPUBOAUT K YMEHBIICHUIO HATPUEBOIO TOKA, MOXKET TaKxKe
YBEJIMYMBATh TPAH3UTOPHBIM HapyKHbIA KanueBbld TOK (Ito), korma mmeercs Ko-
skcnpeccusi ¢ WT-KCND3.

Mytanuu B KCNIJ8, komupyromuit Kir6.1, npuBoAsST K YCHWICHHUIO (PYHKIIUU
AT®-3aBucMbix kanueBbiX KaHanax (I K-AT®), koropble npu HOPMOKCHYECKHUX
YCIIOBUSIX 3aKPBIThl. DTO MPUBOAUT K aKLEH- Tyalluy MOTEHIMAIA AEHCTBUS, a TAKKE
K JICMIPECCUU TUIATO, MPHU- BOAIIEH K omHOMY U3 (peHoturnos Chb.

4. JIpyrue reHeTH4eCKUe BapUaHThI

NoHHBIA KaHal ¢ TPAH3UTOPHBIM PEUENTOPHBIM MOTEHIHAIOM
MenactatuHoBoro Oenka 4 (TRPM4), konupyromuii akTUBUPOBAHHBIA KaJbLIUEM
HECEJICKTUBHBIN KaTUOHHBIN KaHall. MyTtaiiuu TRPM4, BeI3bIBaromne Kak yCUJICHUE,

TaK 1 notepro GyHKIMU KaHaja, ObutH cBsizanbl ¢ Chb.



Posb nomumoppuzma MmT/IHK B manundecranuun Ch

JlaHHbBIE HEKOTOPBIX HCCJEIOBAHUN YKa3blBAIOT HAa TO, YTO JUCHYHKIIHS
MUTOXOHApUM (CHUkeHue npoaykiuu AT® u nmoBblllIeHHE YPOBHS aKTHUBHBIX (HOpM
KHCJIOpO/Ia) B MHUOKapjAe uMeeT apuTMOreHHbId 3¢ @dexT. CHuxKeHue OTHOIICHUS
AT®O/AJI® mnpuBOAUT K OTKPBHITHIO KaJWEBBIX KAaHAJIOB, BCJIEJICTBUE DTOTO
3aMEeIUISIeTCSl INPOBEACHUE HMMIYJIbCA, a OKHUCIUTEIbHBIA CTPECC BIHAET HA
BO30Yy/IUMOCTb KapJJUOMHOLIUTOB, B YACTHOCTH, 32 CYET CO- KPAIICHUS TOCTYIJICHUS B
KJIETKY HaTpusi U Kajablus. Takum oO0pa3oM, MHUTOXOHJpHUaibHAas AUCHYHKIIUS
BBI3BIBAET U3MEHEHHUSI, CXOKHE ¢ (- (heKToM MyTarnuii mpu cuaapome bpyrana.

MuroxonapuansHas JIHK (MTIHK) xommpyer 13 cyObeauHUIl KOMILJIEKCOB
JbIXaTeIbHON 1lenu MUTOXOoHApuM, n myTanuu MTJIHK moryTt Hapymate GyHKINIO
OKHCIUTENbHOTO (oCcHOpUINPOBAHUSI, NPUBOASL K CHHKEHHIO CHHTE3a
aneHo3UHTPUGPOCHOPHONU KUCIOTHl W TOBBIMICHUIO MPOAYKIIMA AaKTUBHBIX (HOpM
Kuciopona (OKUCTUTENbHOMY cTpeccy). Hekoropeie 3a0oiieBaHMs, BBI3BIBACMbBIC
myTtauussmu MTIHK, xapakTepu3yroTcs B TOM 4YUCI€ HapyLIEHUSIMHU B MPOBOASIICH
cucteMe cepana: Hanpumep, npu cuaapome Kepuca — Celipa, CBI3aHHOM C JI€JIeIUEH
npumepHo 5000 m.H. MTJHK, MOXeT pa3BHUBaTbCs MOJHAS aTPUOBEHTPUKYISIPHAS
Onmokaga. ApuUTMHUS U BHeE3allHas cepAeYHas CMEPTh MOTYT pa3BUBAThCA U TIPH
cungpome MELAS y Hocutenelr Hanboliee 4a- CTOH MUTOXOHJIpUAIbHOW MyTallul —
A2343G.

MuroxonapuansHas JHK yenoBeka XapakTepusyeTcss BBICOKMM YPOBHEM
nonuMopduzMa B momyisaiusax. CIOKHO HaWTHU JBYX HEPOACTBEHHBIX JIPYT JPYTY
UHIUBUAOB, KOTOpbie OBl HMMEJH OJUHAKOBYI MOCJIEJAO0OBATEIbHOCTH
MutoxoHApuaibHOoro reHoma. Ilockonbky MT/IHK He pekomOuHupyeT B Meiiose,
MOCJIEI0BATENIbHO BO3HHUKAIOIIME MyTalMd o0pa- 3YyIOT YCTOWYMBBIE TaIllJIOTHIIBI.
PonctBenHsie Apyr apyry TaruiOTUIBI OOBEAWHAIOT B Taruiorpymnmbl. Kaxnmas
rarjiorpynmna uMmeeT OyKBEHHOE 0003Ha- 4YeHHE U XapaKTepU3yeTCs CBOUM
yCTOWYUBBIM Ha- 60opoM 3ameH B MT/IHK. D10 MOryT OBITH 1 3aMEHBI aMUHOKUCIIOT B
Oeyikax, U 3aMEHbl B MHUTOXOHJPU- AJIbHBIX T€HaX PUOOCOMHBIX U TPAHCHOPTHBIX

PHK. DToT monyasmuOHHBIA MOTUMOP(PHU3M MOXKET HMETh HEKOTOPYIO



GYyHKIHOHAIBHYIO 3HAUYMMOCTb, BIHSAS (B Mpeaenax HOPMbI) Ha (GYHKIHIO
JBIXaTEIbHOM LENU U, COOTBETCTBEHHO, MUTOXOHIPUH.

UccnenoBanus nonynsanuonHoro noaumopduisma mtJHK kak
MOTEHIMAIBHOIO «MOAH(PUKaTOpay (HEeHOTUNA KApAUOIOTMYECKUX 3a00JI€BaHUN MPO-
BOAUJINCH HEONHOKpaTHO. OJIHAKO, NPUHHMAs BO BHUMAHUE 3HAYUTEIbHYIO
reorpaduueckyo auddepennuanuo nonumopdusma MTIHK, Bcerma cnemyer
YUYHUTHIBATh MOMYJALUOHHYIO crnenuduky. Hampumep, B OIHOM HCCIEIOBaHUM,
npoBefieHHOM B Mcmanuu, ObUIO MOKa3aHO, 4TO Yy OONBHBIX C TUNEPTPOPUUECKON
KapJIMOMHUONAaTUENX dYalle BCTpedaeTcs ramjorpynna T 10O CpaBHEHHIO C
MOMYJISIIIMOHHON BBIOOPKOM, TOTna Kak B JAPYTOM HCCIEIOBAaHUH, MPOBEACHHOM B
NOMYJISILIUY 1aT4aH, (pakTopoM pucka Obuia ramtorpynmna H.

JIBa 3apyOeKHbBIX UCCIEIOBaHUs, TOCBSIIECHHbIE AHAJIN3Y MUTOXOHAPUATIEHOTO
reHOMa y MalHWeHTOB C CHUHAPOMOM bpyrana, ykasplBalOT Ha BO3MOXHYIO pOJIb
nonumopduzma MTJJHK B mnposiBnenun 3a- Ooneanus. Ilpu cekBeHUpOBaHUH
MHUTOXOHJIpUANbHBIX T€HOB TpaHcnoptHod PHK y mnanumeHTOB HpaHCKOTO
IPOUCXOXKJICHUS ObUIM BBISBICHBl TPU MOTEHUUAIBbHO NATOr€HHbIE MyTallud B
reTepoIia3MUYHOM CcOCTOAHUHU. COINTaCHO [daHHBIM JPYroro HCCIeA0BaHus,
IPOBEACHHOIO B WUTaJbsH- CKOW momymsuuu, ramiorpymnmnsl T u J, oObenuHsiemble
ob6mum nonumopduzmom T4216C, BcTpedaroT- ¢y BCEX CUMIITOMHBIX TMallMEHTOB
CO CIIOHTaHHBbIM bpyrama-nmarrepHom 1-ro Thma Ha s1meKTpokapauorpamme. ABTOPBI
BBICKA3aJIM IIPEAINONIOKEHNE, YyTo npuHaiekHocTh MT/IHK k rammorpynmam T n J —
BAXHBIM MOIUDUIMPYIONTUH (DaKTOp, CMOCOOCTBYIONMIMN TMPOSBICHUIO (EHOTHUIIA
cuHapoma bpyrana.

IIaTorenes :KH3HEYIPOKAIOUIUX KeJTyT0YKOBBIX apuTMuii 1 BCC

KuntoueBbiM 3BeHOM B reHese xu3Heyrpoxaromux KA npu cunapome bpyrana
SBIIICTCSI BBIPAKEHHAS JTUCIICPCHUST XapAKTEPUCTUK MapaMeTPOB pePpakTEepHOCTU B
MHUOKapjie mpaBoro xemymouka. B Hopme Ha kpuBoit IIJ[ B dase 1 ormeuaercs
HEeOOJIbIIOE 3aajieHue, 00yCIOBIEHHOE BBIXOAAIIMM TOKOM [to. DTOT TpaH3UTOPHBIM
(OBICTPO MHAKTUBHUPYIOIIUIICS) TOK MPOTUBOJIEHUCTBYET AEMOJSPU3ALUA U HE BHUJIEH

Ha OKI. Ilpu cunapome bpyrama mosiBiasiercs monHbld aucbOamanc B ¢daze 1 T1J]



KapJIMOMHUOIIUTa, OOYCJIOBIEHHBIH CHUKEHHEM CyMMAapHOTO BXOJSIIET0 HaTpUEBOTO
TOKa, U OTHOCUTEJIBHO KOTOPOI'0, TPAH3UTOPHBIM UCXOAIIMMA TOK YBETUUUBAETCA.
CHmwxenue mnotHoct kaHaioB INa u ICa-L, oO6pa3yromux BXoasuiue nOHHbIE
TOKH, [0 OTHOLIEHUIO K 3HAYUTEIBHOM MJIOTHOCTH [t0 Miam yCkopeHHass MHAKTUBALIUS
HaTPHUEBBIX M KaJbLIUEBBIX KAHAJOB BEAECT K NMPEXKIECBPEMEHHOW PENOJISPU3ALMM U
ciuimKoM KopoTkoMmy IIJ[ mpeumyIiiecTBEHHO B KJETKaX »SMHUKapia IpaBoro
KEIyJI0uKa, TOrJa Kak B SHIOKap[e pernoyigspu3aius MNpoTeKaeT HopMalbHO. B
pe3yabTare BOZHUKAET IPAJIMEHT BOJBTAXKHBIX 3HAUEHUN B Pa3HBIX CIOSX BBIBOJHOIO
TpakTa IPaBOro KeIylodKka B Hadaje penoispusauuu, yro Ha ODKI' orpaxkaercs B
Buje noabeMa cermeHta ST. XapakrepHble U3MEHEHUS UMEHHO B MPABBIX T'PYIHBIX
orBenieHusax (V1-V2) orpaxaroT HapylleHUs pENoJIIpU3aliK, KOTOPBIE MPOUCXOIAT B
AMUKAPAMAIBHOM CJI0€ MHOKapJa MpaBOro >KEIylAO4YKa M HE 3aTparuBaroT SMUKaApA
JIEBOTO JKEIY/I0YKa, YTO CBSI3bIBAIOT C MEHBIIEH IUIOTHOCTBIO TOKa Ito B mociegHem.
IToka3aHo, 4TO pa3zauyHas CKOPOCTh PENOJSPU3ALMM B 3MHU- U 3HJIOKAPAHAIBHBIX
OoT/AeNax MpaBOro Xejayaoyka oO0ecleuyuBaeT YCJIOBUA sl BO3HUKHOBEHUS
KEITYJOUKOBBIX APUTMHUUA MO MEXaHU3MY pe-eHTPU. YYACTKM MHUOKapaa
(MpenMyIIIECTBEHHO SHOKAp/), C COXpAaHEHHBIM B (azy 2 IIaro, UMEIOT OONBIIYIO
OponoIDKUTENbHOCTh [IJI M MOryT aAemnonspu3zoBaTb U PEAKTHUBUPOBATH 00JacTb,
umerontyro kopotkuit I11 (mpenmyIecTBEHHO SnUKap), 00pasys NpexaeBpEMEHHbBIE
KEIYJOUYKOBbIE KOMIIJIEKCHI, KOTOpbIe, B CBOI O4YE€pelb, MOILYT 3alyCTUTh
nonuMopduyto sxenygoukoByro taxukapauto (KT) w/unm ¢ubpunisuuio
KenmynoukoB. Takum 00pa3oM, SHAOKApI MOXKET CTaTh HCTOYHUKOM IIOBTOPHOTO
BO30YXKJEHUS NPEXKACBPEMEHHO pENoJsipu30BaHHOrO s3nukapaa. Antzelevitch C u

KOJUIETY Ha3BaJIM TAKOM MEXaHMU3M Pa3BUTHUS apUTMUHN «pe-eHTPH 2-i da3b»

10



Cnncok qureparypsl

l.

Anbmanax kiuHuYeckor wMemunuubl. 2019; 47 (1): 66-71, HccnenoBanue
Moauduiupyroueil poau noauMopdusma mutoxoHapuanapHoit JHK B
Manupecranun curapoma bpyrama lomybenxko M.B., Muxaiinos B.C.2,
3aknsa3pMuHcKas E.B.
Hynwuenko B.C., Bacunenko A.A., Maromenosa A.X., XuaupoBa JI.JI.
OcHoBHBIE acmleKkThl cuHApoMma bpyraga «HoBocuOupckuii ['ocynapcTBeHHBIN
MEIMIIMHCKNN YHUBEepcUuTeT» Mun3apasa Poccun

Cungpom bpyrama U mnepekpecTHblE CUHAPOMBI CEpPJICUHON HATPUEBOU
KaHallonaTuu: pas3audyHble Macku MyTtanuu reHa SCNSA Tun crarbu:
opurnHanbHas crarbs JI.A. bokepus, 1.B. IIponnuesa, C.1O. Ceprynanze, b.1.
Kgama, E.C. Koranona, 2018 rox
Kinnanueckue pexomenaanuu MunzapaBa Poccuiickoit @enepanuu, Cunapom

bpyrana, 2020 rog.

11



