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BeepneHue.

Cunnpom bpyraga — nepBHYyHas (HacneACTBeHHas) OoJie3Hb apHTMOreHesa,
XapaKTEepH3ylomascs HATHYHEM THUIIMYHOTO
KIIHHUKO-3JIEKTPOKApIMOrpauueckoro CHMITOMOKOMILIEKCA, BKJIOYAIOLIEro
ocobyio dopmy Grokans! npasoil Hoxku mydka I'mca (BITHIIT) ¢ mogbémMoM
cerMeHTa ST B OIHOM WM HECKOJBKMX TpaBhIX IPYJHBIX OTBEJEHHSX Ha
3JIEKTPOKapAMOrpaMMe, OTCYTCTBHEM CTPYKTYpPHOHM MaTONOrHH cepAua u
Pa3IMIHBIMU JKM3HEYTPOXKAIOIIMMH JKETyJOYKOBBIMH apHUTMHSAMH, KOTOpBIE
NPUBOJSAT K PE3KOMY IIOBBILIEHHIO PUCKA PA3BUTHsS BHE3alHOW CepaeyHoM
cMepTd. BHe3anHas cepjedHas CMepTh 3aHMMaeT OHO M3 BEQyLIMX MECT B
CTPYKType Kak oOILIe#, Tak W KapauOBacKyJspHOH cMepTHocTH. OmHO# u3
U3BECTHBIX NMPUYMH BHE3AIIHOW CEpIEYHOM CMEPTHOCTH MPEHMYIIECTBEHHO Y
MOJIOJBIX MYXYMH siBisercss cuuapoM bpyrana. Cunppom bBpyrama — sto
3JI0KQYECTBEHHBIA KIMHHUKO3JIEKTporpahuueckuii apUTMHYECKHA CHHIPOM,
KOTOPBIA XapakTepusyeTcsi aeBaiuei cerMenTa ST B mpaBbIX NpeacepAHbIX
otBenenmsax (V1-V3), Gnokamoit mnpaBoii HOXku myuka [mca Ha DK u
NPOSABIAIOIIMICA B BHUAE pPELUUAMBUPYIOMIMX OOMOPOKOB WM 3IH30I0B
BHE3allHO M Cep/eYyHOM CMEepTH BCIEACTBHE MNONUMOP(HOM JKelymao4KoBOM
TaxXUKapAuH Wid QUOPWULALMU OJKENTyIOYKoB y JHL 0e3 OpraHM4ecKux
W3MEeHEeHUH B cepAue. PacnpocTpaHeHHOCTh 3TOro CHHIPOM cocTaBiser 4-12%
BceX BHe3amHbIX cMmepred u 20% cMepTell y MamMeHTOB CO CTPYKTYPHO
HOpManbHbIM  cepaueM. B crpamax IOroBocrouHoit Asum wacrora
BCTpedaeMocTH cuHapoMa bpyrama cocraBmsger 15 cmywaeB Ha 10 000, B
3amagHbIX cTpaHax — oT 1 go 5 cmydaeB Ha 10 000 u y myxuun B 8-10 pas

BBIIIE, YyeM y sxeHnuH. CpenHuil Bo3pacT cocTasiser okono 40 ner.



feHeTMyecKkue 0CHOBbI cMHApoma bpyraaa.
Cunapom Bpyraja siiisieTcs reHETHYECKH 1eTePMUHEPOBAHHBIM H HAacie Iy eTcs

Mo ayTOCOMHO-JOMMHAHTHOMY THmy. HauGonee yacToif MpHYHHON SBIAETCA
myTtauus B reie SCNSA Ha KOPOTKOM Iulede 3-€ i XpOMOCOMBI 3p21-24.
[ToMUMO 3TOro, Ha CErOAHSLIHMN JeHb M3BECTHBI ApPYrHe TeHbl, MyTalHid
koTopbix MoxkeT mpusectd k CB (SCN5A, GPDIL, SCNIB, SCN2B, SCN3B,
RANGRF, SLMAP, KCNE3, KCNJ8, HCN4, KCNES5, KCND3, CACNAIC,
CACNB2B, CACNA2DI u TRPM4). T'ew SCNSA xomupyer CHHTE3
cepleyHOM @ - cyOBeAMHHMIbl IOTEHIHAN3aBUCMMOr0 HATPHEBOIO KaHaia
Navl.5, dYepe3 KOTOpBIii OCYIIECTBISeTCS OBICTPBIA JAENONAPHU3YIOLIMH
natpueBsiit Tok (INa). Take 5TOT KaHaln oGecreyHBaeT MO3JHAHA BXOZSIIHH
HaTpueBslit Tok (INal), BIusiomuil Ha penoNspu3alyio U peppaKTepHOCTb.
Myrarmu rena SCNSA, koTopble yBenuduBaroT nmosguui Tok INaL (gain of
function — ycunenue (pyHKIHH), BHI3BIBAIOT CHHAPOM YUTMHEHHOTO MHTEpBaJa
Q-T, tan 3 (LQTS3), a MyTalu#, KOTOpble YMEHBINAIT MUKOBBI KOMIIOHEHT
INa (loss of function — moTepss GyHKIHH), BEAYT K HECKOJBKHAM pa3IHYHbIM
denoTunam, BrIOYas cHHApoM Bpyraja, cuHapom cnabocTd CHHYCHOTO y3ia
(CCCY) u HapyuleHHs CepAeYHOH MPOBOAMMOCTH, KOTOphle MOTYT ObITh
IpOrpeccupyrolmkMy 1o cBoell mpupoze (6onesns Jleu—Jlenerpa). Xots 5Tu
pasJIM4Hble apUTMHYECKHE CHHAPOMBI IEPBOHAYATIBHO CUMTAIIMCH OTAEIbHBIMU
HO30JIOTHMSMM, IIOCJIE[IHME JaHHbIe YyKa3plBalOT Ha Oolbliee COBMaJeHHE
KJIMHAYECKHMX TMPOSBIEHAN H OMopu3ndeckux Ae(eKTOB, aCCOLMUPOBAHHBIX C
MyTalUsIMH B TeHe HaTPHEBOTO KaHasla, YeM 3TO OLIEHMBANIOCh paHee. OnucaHsl
orzensHbie MyTauuu reHa SCNSA, MHIyLMpYIOIIME CIOXHBIM (eHOTHIT
3a60eBaHusl, BKIIOYAOIIMi Opaukapuio, nedexts! mpoBoauMoctd, LQTS3 u
cungpoM bpyraga. Hanpumep, myramus 1795insD mpuBomut x CCCY,
HapyIIeHUsM NpOBOAUMOCTH, cuHapoMy bpyrana u LQTS3. Y nanenue nusuna
(delK1500) B munkepe DIII- DIV SCNSA otobpakaercs BapuabenbHOCTBIO

¢enoruna c¢ nmpusHakamu LQTS3, cunmpoma Bpyraja. 3amena riwiuHa Ha
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apruauH (G1406R B opwurunaneHoi my6mukamuu, G1408R B HacTosmiei
Hymepauuu) B peruone DIII-S5/S6 Bri3biBaetr cunapoM bpyraaa U HapymeHus
TMPOBOJIMMOCTH, a 3aMeHa ITyTaMHHOBOM KuciioThl Tu3uHOM (E161K) B obnacTu
DI-S2 x stum paBym Hapywenusm nobasiaser CCCY. OrmedeHo coyeTaHHe
npu3HakoB cunapoma bpyraga ¢ CCCY wu ¢ubpwuisiuueidt npeacepaudid.
Knunnueckue npusnaku LQTS3 u HapymeHnuss MpoBOJMMOCTH OIUCAHBI Y
nauueHToB ¢ myTtanueit delKPQ1505-1507, pacnonoxeHHOMH psaoM ¢ Aenenrei
delK1500. J[lomonmHUTENbHBIE [OKa3aTeNbCTBA HANMYMSA IepeKpelidBaHuUs
(GeHOTUNOB MyTalWil CepJeyHOro HATPUEBOro KaHajla ObUIM TOTydYEHBI W3
Habmonenus S.G. Priori et al., korma O6noxaTopbl HaTpPUEBHIX KaHAJOB,
no3BoJsIOIMe OOHAaXUTh MAacKy CHHApoMa bpyraja B cCilydae CKpBITOrO
TeyeHHs OONIe3HH, MHIYLMPOBATH MoabeM cerMeHTa ST B NpaBhIX IpyaHBIX
OTBEJEHHIX HE TONBKO NpH CHHApoMe bpyrana, HO Taxke y MalHMEHTOB C
LQTS3 . Dtu pjaHHble YKa3plBalOT HAa MHTPUIYIOLIEE KIMHHYECKOE U
reHeTHYeCKOoe MePeKPhITHEe MeX Ty Ha3BaHHBIMH apUTMUYECKUMHU CHHIPOMaMHu,
paHee CYMTABIIMMHUCS OTAENBHBIMH, CAMOCTOSTENbHBIMH 3a00JIeBaHUAMY,
U3BECTHOE Kak NepeKpecTHhIH (overlap) cuuHapoM. MexaHH3MBI, ¢ IIOMOLIBIO
KOTOPBIX OJUH M TOT K€ WIM MoAoOHbIH Guodusmyeckuit GeHOTHN NOTEpH
¢ynkupu (loss of function) MoXeT BbI3BIBaTE HECKOJBKO Pa3IHYHBIX
KJIMHAYECKUX (DEHOTHIIOB, TaKUX Kak Je(eKTbl CepledHO M IPOBOJUMOCTH,
CCCY wu cungpom Bpyrana, no xoHuma He u3ydeHsl. IIpoBeaeHHe rpaHMIbI
MeXIy TAKMMH PasHBIMH 3J1€KTPO(H3HONOTHYECKHMH CYIIHOCTSIMH SIBISETCS
CIIOHOM, HO HEOOXOIUMOM 3a1aueil, NO3BOJISIOIIEH NIPUHATh PEIICHUE O THIIE
MMIUIaHTHpyeMOoro ycrtpoiicTBa. HeoOxomuMo OTMETHTh, YTO HauOObIIMH
PHCK pa3BUTHS JKeTyJIOYKOBOH TaxWKapaud, (UOPHLIALMM JKETyJOYKOB H
BHE3alHOW CepAevYHOM CMEepTH MMEIOT MNalMeHThl ¢ cuHapoMoM bpyrana,
KOTOpBI€ JOJUKHBI OBITH JTydllle 3alMIIEHBI IIOCPEACTBOM HMILIAHTALUK
KapauoBepTepa-fepubpuIIATOpa, B OTIMYME OT OONBHBIX ¢ JAedexTaMu

IIPOBOAMMOCTH, HYXKXIAIOIMUXCH B MUMIIJIAHTALMHK 3JICKTPOKApAUOCTUMYJIATOPA.




[peanonaraercsi, YT0O MHOXKECTBeHHBIE 6GuOpU3NUeckre NepeKTs OIUHOYHBIX
mytauuit  SCNSA, a rake  JMUreHeTHYecKHe W IEHETHYECKHE
Moxuduuupytomue (akTopbl MOryT JiexkaTb B OCHOBE MHOIMX ClydacB
IepeKPhIBAIOIIMXCS KIMHMYECKUX IPOSBICHHUH. JlaHHbBIE MyTallu{ NPHBOJAT K
HAPYLIEHUIO BXOJSIIEr0 HATPHEBOTO WX KaJIBbIMEBOro TOKa, TMO0 yBeIHIeHHE
BBIXOJSILEr0 KaTWeBOro Toka. 1. MyTalu, BbI3bIBAIOLIME HApyLIEHHE TOKa
MOHOB Hatpus. [eH, KOIMpYIOUMH CTpYKTypy Oenka a-CyObeaMHHLIBI
HaTpueBsIX kaHanoB. IIpu MyTauuu B reHe SCNSA MpOMCXOAUT yMEHBIICHHE
KOJMYECTBa WM YCKOpEHHE HMHAKTHBAllMM HATPHUEBBIX KaHAIOB B KIJIETKaX
SMHKapja [paBoro xemyaouka. Ha JaHHBIH MOMEHT OIMCaHO 6onee 300
poxctBeHHBIX MyTamud B SCNSA, 4ro cocTaBiseT IOAaBIIIOLIEE
OONBLIIMHCTBO CITy4YaeB IMOJIOXKHUTENBHBIX NeHOTHIOB. HalieH BTOpOi JIOKYC B
3- it xpomocome, pacrionoxennsii psgom ¢ SCNSA. T'ea GPDI1-L xomupyer
rnunepon-3- pocdaraeruaporenasy 1tuna. beuio ycTaHOBIEHO, YTO MyTallU B
NaHHOM TI'eHe INPHBOJAT K HapyIIeHWIO (EepMEHTaTHBHOM aKTHBHOCTH H K
YacTHYHOMY CHIDKEHHIO TOKOB HMOHOB Hartpus. Myrtamuu B reie SCNIB,
xomupytomem cyobemunuiy NaVB1 cepiedHoro HaTpHeBOro KaHajia Takxke
NpPUBOAAT K HapymeHWo (yHKIMH HaTpueBoro kanana. SCN3B xomupyer
cyobemuauy NaVP3 HatpueBoro kaHaia cepaua. MyTaius B 3TOH
cyObeqMHHIE HapyllaeT BHYTPHKJIETOYHBIH TPaHCIOPT M  OSKCIPECCHIO
HATPHEBBIX KAHAJIOB Ha IOBEPXHOCTH KIETKM, IPHBOIMT K CHUKEHHUIO
aKTHBHOM MOIIHOCTM HATpUEBOIO TOKA, YCKOPEHHOW WHAKTUBALlMK U
3aMe[UIeHHI0 peaKkTHBAallMM HaTpheBbIX KaHanoB. I'eH SCN2B komupyer
B2-cyObenuHully HaTpHeBOro KaHaja. MyTamyus B TeHe NPHBOJUT K
3HAYMTEIFHOMY CHU)KEHUIO IUIOTHOCTH TOKa HATpHUs 3a CYET CHHKEHMs
3KCIpecCcHH HaTpueBoro kaHana NaV1.5 Ha moBepXHOCTH KJIETOK. DTOT reH
KOAMpyeT HeHpoHalbHbIM HatpueBbli kaHan NaV1.8. Kooskcnpeccus
SCNSA-WT ¢ SCNI10A npuBOAMT K 3HaYMUTENbHOH NOTepe QYHKIMH MOHOB

HaTpud B CEpALE, UYTO CHOCOGCTByeT ITOSIBJIEHHIO CHHIApOMa prrana.



Tpackpunuuonnsii daktop HEY2 Tak ke accoummposan ¢ Cb. PRP2,
KOJIMPYIOLIMI J1€CMOCOMHBIA Geok  riako(uuIMH-2, H3BECTEH Kak IeH
IpepacrolokKEeHHOCTH K IpaBOXeTy 104KOBOM apUTMOreHHOH
KapaHOMHIaTHi. MyTaluy B 5TOM reHe MPUBOJAT K HapyLIEHHIO 1€CMOCOM M K
notepe (QYHKIMM HATPUEBBIX KaHANOB, YTO OOYC/IAaBIMBACT MOSBICHHE Gh.
Muccenc-myTauuu B RANGRF cBsizana ¢ Cb, T.K MPUBOIHMT K CHHXKEHHIO TOKa
MOHOB HaTpys. MyTauuu B CapKOJIeMMalbHOM MeMOpaHOCBA3aHHOM Genke
(SLMAP) (xommoneHT T-Tpybouek W capKomia3MaTH4€CcKoro PETHKYITyMa)
MOBPEK/IaeT MHTErpalbHbli MeMOpaHHbIi 6enok NaV 1.5, BI3bIBas TeM CaMbIM
HapylleHWe (YHKIMM B MOHHBIX HATPHEBBIX KaHanax 2. MyTauuy,
BEI3BIBAIOLIIAE TIOTEPSIO (YHKIMH TOKa KalbLHEBOTO KaHana. MyTalliy B reHe
CACNAIC, KOTOpBI KOAMpYeT 0-CyObeJuHHIy MOTEHIHAT 3aBUCHMBIX
KaNbIMeBEIX KaHatoB L-tuma, CaV1.2, acCOLMHPOBAaHBEl C OJHOM M3 NPHYHMH
CB. YcKkopeHHas MHAKTHBALMS KATBLMBBIX KaHaIoB L-THna m3-3a MyTaUud B
CACNB?2b, komupyromuM B-cyObeIvHHIly KalbLHEBO- IO KaHala, CaVl1.2,
CaVR2 nexur B ocHoBe cunapoma bpyrama. CACNA2DI1 xoaupyer
02B-cyOBbeIMHULY MOTEHIMATl 3aBHCHMOIO KalbLMEBOTo KaHajla, yMEHbIIasd
KaNbIUeBbI TOK. 3. MyTaluu, BbI3bIBAIOIIME YCHIEHHE (QYHKUHH TOKOB
kameBoro kaHama. Mytamuu B reme KCNE3 (MiRP2) 6pum  TaKoke
accoLMMpOBaHbl ¢ CHHApoMOM bpyrama. MiIRP2 Momymupyer cepAedHbIe
KaJTHeBble KAHABI, BKIIOYAIONIAE JKEJYJAOYKOBBIE TPAH3HUTOPHBIC BBIXOJAIIKE
xammepsie Tokd (Ito) ¥ MeIJIEHHO aKTHBUPYEMbIH KalHeBBbIA KaHAI
samepxkannoro Bempsamierns (IKs). Kooskcmpeccus mytamuii  KCNE3 ¢
WT-KCND3 npvBOIMT K YCHIEHHMIO (YHKIMH KalueBBIX KaHAIOB H
yckopenHo#i kuneruke Ito. KCND3 komupyer KV4.3, a-cybbemununy Ito
-kaHana. Mytauust B KCND3 BeJIeT K yBeTHIEHHIO TPAH3UTOPHOTO HAPYIKHOTO
KanueBoro Toka, accoruupobanroro ¢ Cb. I[ToMumo TOro, 4T0 MyTalMs B reHe
SCNIB, KoTOpbIi KoaupyeT —Bcromoratenshyro NaVBl-  cyGbenuHuIy

[MOTeHLMAI3aBUCUMOr0 HaTPHEBOI'0 KaHalla, KOTopas NMPUBOJHUT K YMEHBIICHHIO



HATPHEBOTO TOKA, MOXET TakKe yBEIH4MBATh TPaH3UTOPHBIA HapyKHbIHA
kanueBblit Tok (Ito), korga uMeeTcs KOIKCIpeccHs ¢ WT-KCND3. MyTtauus B
KCNJ8, xomupyiommii Kir6.1, npuBomsT K ycHNeHWIO  (YHKLHH
AT®-3aBucmbix  kamueBbix  kananax (I K-AT®), xoropeie IIpH
HOPMOKCHYECKHMX YCJOBHSX 3aKphIThl. JTO MPHBOJAMT K aKLEHTyalHH
OTeHLHaNa JeHCTBUS, a TAKKE K JENPECCHH IUIaTO, MPUBOJSIIEH K OHOMY M3
denorumos CB. 4. Jlpyrue rexetudeckue BapuaHThl VOHHBIH KaHan ¢
TPAH3WTOPHBIM PELENTOPHBIM IIOTEHLMAIOM ~MeJacTaTHHOBOro — benka 4
(TRPM4), KOAMpYIOIIMH AaKTUBMPOBAHHBIM  KaJbLHEM HECENEeKTUBHBIN
xaTHOHHBIA KaHan. Mytauuu TRPM4, Bei3piBaiolMe Kak yCHJIEHHE, TaK H
notepro GpyHKIEM KaHala, 6suh cBs3ansl ¢ CB. 7 Poib nonumophusma mT/THK
B Mauu¢ectauun Cb JlaHHEIE HEKOTOPBIX HCCIIEIOBAHUH YKa3bIBAIOT Ha TO, YTO
macyHKIMS MUTOXOHAPUH (cHikeHHe mnpoaykiumd AT® ¥ mNoBbIIEHHE
YPOBHS AKTMBHEIX ()OPM KHCIOpOZa) B MHOKAapie HMEET apHTMOTCHHBIH
s¢dext. Camxerne oTHomenuss ATO/AJI® NpuBOIUT K OTKPBITHIO KalTHEBBIX
KaHAJIOB, BCIEACTBME J3TOr0 3aMeJUIsAeTcs IpPOBECHHE MMITyJIbca, a
OKHCIMTENbHBIA CTpeCC BIWAET Ha BO30YIMMOCTh KapMOMHOLMTOB, B
9aCTHOCTH, 3a CYET COKpAIIeHHs NMOCTYIUIEHHs B KIETKYy HaTpHUsA M KaJbLHs.
Takum 06pa3oM, MHUTOXOHApPMANbHAsA AMCQYHKUHS BbI3IBACT H3MEHEHMS,
cxoxue ¢ a(dexTom MyTaimit npu cunapome bpyraga. MutoxoHApHanbHas
JIHK (M1JHK) xomupyer 13 cyOBeIMHHMII KOMIUIEKCOB JBIXAaTENbHOH LENH
mutoxoHzpuit, u Myraumu MTJHK  Moryr Hapymark  QyHKIHIO
OKHCIUTENBHOr0  (oC(OpHINpOBaHUs, INPUBOAS K CHIJKEHHIO CHHTE3a
a71eHO3UHTPU(POCHOPHOM KUCIOTHI 1 NOBBIIIEHHIO IPOYKLMH aKTUBHBIX (OPM
kuciopona  (okuciuTenbHOMy  cTpeccy).  Hekoropeie  3aboneBaHms,
pei3biBaemble  MyrtamusiMu  MT/IHK,  xapakrepusyroTcs B TOM  YHCIe
HAapyLIEHWs MU B TpPOBOJALIECH CHCTeMe CepAla: HalpHMEp, NpH CHHIpOME
Kepnca — Ceiipa, cBs3anHoM ¢ Jenenuedt npumepro 5000 m.H. MTIHK, Moxer

pa3BHUBATECA ITOJTHAsA ATPUOBECHTPHUKYIApHA Oyokana. ApI/ITMPUI WU BHE3aIlHasA
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cepieuHasi CMepTh MOTyYT pa3BuBatThes U npu cuHapome MELAS y Hocurenei
Haubonee YacTO  MMTOXOHApHanbHOW  Myrtammn -  A2343G.
Muroxonapuansias JIHK yenoBeka XapakTepu3yeTcsi BBICOKHM YPOBHEM
nonumopduzMa B momynsuusx. CI0KHO HAWTH JABYX HEPOACTBEHHBIX JApYT
IpYTy HMHIMBHUIOB, KOTOpble OBl HMENH OAMHAKOBYIO IIOCJIEJ0BAaTEIbHOCTD
MHTOXOHApHaibHOro reHoma. Ilockombky MT/IHK He pexombuuMpyeT B
Melo3e, TOCieloBaTeNbHO BO3HHMKAIOUIWE MyTalMM 00pasyloT yCTOHYMBBHIE
rarioTUIbl.  POACTBEHHbIE JApYr JApyry TralulOTUNBl  OOBEAMHAIOT B
rarworpynnsl. Kaxpmas ramiorpynna wuMmeeT OykBeHHOe 00O3HaueHHE U
XapaKTepu3yeTcs: CBOMM ycroiuuBeiM HabopoM 3ameH B MT/IHK. Oto MoryT
OBITH ¥ 3aMEHbl aMHHOKHCIIOT B OeJIkax, U 3aMEeHbl B MUTOXOHIPHAIbHBIX I€HaX
pubocoMHBIX M TpancnopTHeIX PHK. DToT nomynsuuOHHBIA moaumopdu3m
MOXXET UMETh HEeKOTOPYI0 (YHKLIHOHAIBHYIO 3HAYMMOCTh, BIMAS (B Ipezenax
HOpMBI) Ha (QDYHKUHMIO IbIXaTeNbHOMW LENH W, COOTBETCTBEHHO, MUTOXOH/IPHUH.
Hccnenosanus nomynsuuonaoro nonumopusma Mt/IHK kak noTreHuuaasHOro
«MoaubukaTropa» (GeHoTHNa KapaHoJoruyeckux 3aboseBaHyu i Mpo-BOAMIUCH
HeomHOKpaTHO. OpHako, TNpHHMMAs BO  BHUMaHHWE  3HAYUTENBHYIO
reorpadudeckyro mupdepennmanuto nonumoppusma Mr/IHK, Bcerma cnemyet
YyYUTBIBATH  [OMYJSLMOHHYI0  crneuuuky. Hanpumep, B ogHOM
HCClIeIOBaHUM, TpoBefieHHOM B Mcranuu, 6bUIO MOKa3aHO, 4TO y GOJNBHBIX C
runepTpodu4ecKoi KapAHOMUONATHeH dame BcTpedaercs ramorpymma T mo
CpaBHEHHIO C INOIMYJIALMOHHON BBIOOPKOM, TOr/la Kak B APYTOM HCCIIEOBaHHH,
MPOBE/ICHHOM B MOMYJIALMM JaT4yaH, (pakTopoM pHcka Obuia ramtorpymma H.
JIBa 3apy06exHBIX MCCIIeI0BaHMs, MIOCBSIICHHbIE aHATU3Y MHTOXOHAPHAILHOIO
reHoMa y NMalMeHTOB C CHHAPOMOM bpyrana, yka3blBaloT Ha BO3MOXHYIO POJIb
nonumopdusma Mt/IHK B mposBienun 3aboneBanus. Ilpu cexkBeHupoBaHuU
MUTOXOHJpHANbHEIX TreHoB TpaHcnoptHoH PHK y mamuenTtoB wupanckoro
TPOUCXOXKIEHHS OBUIM BBIABIEHBI TPH IOTEHLIHAIBHO NMATOr€HHBIE MyTaluM B

reTeporIasMMuiHoOM COCTOSHHH. CornacHo JAaHHBIM JPYTOro HMCClieJOBaHUS,



NPOBEIEHHOI0 B UTANIbSHCKOM MOMy sy, raruiorpynms! T 1 J, o6beuHsembie
obumm nonumopdusmom T4216C, BcTpedaioTcss y BCEX CHMITOMHBIX
MAaLMeHTOB €O  CINOHTaHHBIM  bpyraga-marrepHoM  l-ro  THma  Ha
3NIeKTpOKapauorpaMMe.  ABTOpPbI  BBICKa3ald  NPEANOIOXKEHHE,  4YTO
npuHaexsocTs MTIHK k ramwtorpynmnam T u J — BakHBIH MOAMGHLIHUPYHOLIH

i daxrop, cnocoGeTByOLIM i MposiBIeHUIO (eHOTHIIAa CHHIpoMa bpyrana.




[laTorenes xKu3HeyrpokalomMuX skeayao9kosbix apatvuii 1 BCC.
KiioueBsIM 3BeHOM B reHese xusHeyrpoxkaioumx JKA npu cunapome bpyrana

ABJIIETCS BbIpa)XKEHHas JUCIepCeHs XapaKTEpUCTUK napameTpoB
ped)pakTepHOCTH B MMOKapJle MpaBoro xeyao4ka. B Hopme Ha kpusoit I1/1 B
¢ase 1 ormevaercst HeGobLIOE 3anafeHye, 00y CIOBIEHHOE BRIXOASIIUM TOKOM
Ito. OTOT  TpPaH3WUTOpPHBIM  (OBICTPO ~ MHAKTUBHUPYIOIIMICA)  TOK
MpOTHBOZIEHCTBYeT nenonspuzaund U He BuaeH Ha OKI'. Ilpu cunapome
Bpyraga mosiBisercs WOHHBIA aucOamanc B ¢ase 1 IIJ[ kapanommuoLHTa,
00yCIIOB/IEHHBIH CHIKEHHEM CYMMAapHOro BXOJSINEr0 HAaTpUEBOrO TOKa, U
OTHOCHTEJIBHO KOTOPOTO, TPAH3WUTOPHBIN HCXONAIIMHM TOK YBEIMYHBACTCH.
Cumxenue miotHoctd kaHanoB INa u ICa-L, obpasyrommx BXozAslHe HOHHbIE
TOKH, M0 OTHOIIEHHWIO K 3HAYMTENBHO H IUIOTHOCTHM [to WM yCKOpeHHas
MHAKTHBALUS HATPHEBBIX M KAIBLMEBBIX KAHAIOB BEJET K NMPEXAEBPEMEHHON
penoNsApU3alMy ¥ CIMImKoM KopoTkomy ITJI mpenMyInecTBEHHO B KIIETKaX
3MMKapja IMpaBOro JKemyldodka, TOrZa Kak B JHOKap/ie penojspu3alus
NpoTeKaeT HOpMaJbHO. B pe3ynbraTe BO3HHKAeT IPAJMEHT BOJBTAXHBIX
3HAYEHMH B pa3HBIX CJOSX BBIBOAHOIO TpaKTa IPaBOrO JKEJNyJ0YKa B Hadale
penonsipusauy, yto Ha DK orpaxaercs B BHAe mombema cermeHra ST.
XapakTepHble M3MEHEHHS MMEHHO B IpaBbIX IpyaHbIX oTBeaeHusx (V1-V2)
OTp@XalOT  HApyIIEHWS  pENoNsSpU3allid, KOTOpble  IPOUCXONAT B
SMHMKApIXAIBHOM CJI0€ MHOKap[a IpaBOro JKeNyJo4ka W He 3aTparuBaroT
3MHUKapJ JIEBOTO JKeya04Ka, YTO CBA3BIBAIOT C MEHBIIEH IUIOTHOCTBIO TOKa [to
B nocienHeM. [loka3aHo, 4TO pa3nvyHas CKOPOCTh PENOJSpH3aLMU B MU U
SHIOKApAMATLHEIX OTJENax MpaBoOro eiynodka obecrieduBaeT YCIOBMS Ui
BO3HHMKHOBEHHMS JKENTyZIOUYKOBBIX apUTMHMI 110 MEXaHU3MY pe-€HTpU. Y4YacTKH
MuoOKapza (IpeuMyIIEeCTBEHHO HJIOKapH), ¢ COXpaHeHHBIM B (azy 2 muato,
uMeloT OOJBIIYI0 MpoAoKUTENnbHOCTs IIJI W Moryr nenonspusoBats Hu
peakTUBHpOBaTh obnacTh, uMetomyro kopoTkuil I1J] (mpeumymecTBeHHO

3nm(apz(), 06p8.3yﬂ NpEeXAEBPEMEHHBIC JKEITY JIOYKOBBIE KOMIIJIEKCEI, KOTOPEIE, B




CBOIO 0Yepe/lb, MOTYT 3ayCTHTh NOIMMOP(HYIO JKeTy04KOBYIO TaXHKap/IHIO
OKT) wwmu dubpuansuuio xkeryaodko. Takum obpa3oM, SHIOKapa MOKET
CTaTh  MCTOYHMKOM  TOBTOPHOrO  BO30YXMIeHHs  NpEKAEBPEMEHHO
peronsipusoBanHoro smukapaa. Antzelevitch C 1 Komiern Ha3Baid TaKoi

MEeXaHH3M Pa3BUTHs aPUTMHUIl «pe-eHTpH 2-# (azbi».




JlnarsocTuka
DnekTpokapaMorpaduueckie KpUTepHH Auardosa cuHapoM bpyraza OcHoBOH

JMAarHoCTUKM sBisercs peructpauus Ha DKI' 1mokos naTOrHOMOHMYHBIX JUIA
3aGoneBanus u3MeHeHwii B Buje momHod wim Hemomsoi BITHIID ¢
KOCOHMCXO/ISIIMM ToxbeMoM cermenta ST (¢ ToukH J) Hall H303/IeKTPHYECKOH
nuHMel B OHOM WM Gosee MpaBbIX NpeKopAManbHbX oTBeaeHUsX (V1 W/ uim
V2), KOTOpsle MOIYT TPaH3UTOPHO HCUe3aTh, MHBEPTHPOBAHHBIH 3yben T, a
TaKKe MEPUOMYECKOoe yAIuHeHne nHTepBanta PR. Brepssre crnieuu(pUIECKUe
M3MEHeHHs] KOHEYHOM 9YacTH JKeTyJI0d4KOBOro KOMILIEKca, CBsi3aHHbie C 16
YaCTHIMM CEMEHHBIMH CIIy4asMH CHHKOMaTbHBIX cocTosHui i BCC Gbiun
omicansl B 1992 roxy mcmaHckumu Kapamosnoramu 6patesmu Ileapo bpyrana
(Pedro Brugada) u Jlxosenom Bpyrama (Josef Brugada), paboTaiolMMi B
Pa3sNMYHBIX EBPOIMEHCKUX KIMHUKaX. BrocnencTBUH TMpPEACTABICHO TpH
Bo3MoXkHbIX Thna DKI W3MeHeHHil, XapakTepusylomx cuHApoM bpyrana
(tabn. 2, puc. 2). Tun 1, onucanusii B 1992, xapakTepu3yeTcs 3HAYUTENLHOM
snepaumeii cermenta ST, npuHMMaromedl «CBOYATYIO» KOH(UIYpalHio
(coved) ¢ ammuuTy0# J BoMHBI WM dnepanued cermenta ST >2 MM Wi 0.2
MHAJTHBOJIETA Ha ITHKE, B COYETAHUH C HETATMBHOW HAaNpaBJIeHHOCTHIO T BOJHEL,
¢ HeGONbIIMM  M30DIEKTpHYECKMM  pasieneHueM.  ManudecTaums
Bpyraja-marrepra  1-ro  THIa  MOXET — NPHUCYTCTBOBATb  CIIOHTAHHO,
NPOBOLMPOBATHCS JIMXOPAIKOH WM BarOTOHHYECKUMH COCTOSHUSMY, @ TakKe
PAZIOM JIEKapPCTBEHHBIX NPENapaToB, OIOKAPYIOIIMX HaTPHEBbIE KaHAIIBL. Tun 2
TaKKe UMeeT BhICoKoe Hadano snepauyu ST, HO, B 3TOM Cily4ae, aMIUIUTya J
BONHBI JaeT Hayalo IMocTeneHHoMy YyObiBaHMIO onepanuu cermedta ST,
3aCTHIBAIOIIEM Ha YpOBHE > | MM BbIle HM30JMHHH, B COMPOBOXICHHH
OI0XKUTeIbHOH WM aByX(aszHoi T BONHEIL, YTO B pe3yibTaTe MPHBOAUT K
«ceoBUmHOM» koHurypauu (saddleback). Tun 3 xapakTepusyer sieBalus
cermenta ST <1 MM, KoTopas MOXeT ObITh 00eux KOHHUIypalmid, HO dYaiie

0TMEYaroT «CeMJIOBHIHYIO».



Kpurepun puarsosa cuugpom bBpyraga [luarsoctuka cuuapoM bpyrana
MPOM3BONTCS Ha OCHOBaHUH XapaKTepHOro KJIMHHYECKOro
CHMIITOMOKOMILIEKCa, 3J1eKTpoKapauorpaguyecknx [OaHHBIX M HM3y4eHHS
HACNEJICTBEHHOr0 aHaMHe3a, HEKOTOpble (DOPMBI TATOJIOIHH OMNpEeAEsAITCS

MOIJIEKYJIIPDHO-T€HETHYECKUMHU METOIAMMU.




Jleyenne
Crnenndudeckoro nedenus 3aboneBaHuMst He CYIIECTBYET, MPHMEHSIIOT

MeHKaMEeHTO3HY10 (aHTHapUTMHUYECKYO0) TeparHmio, MCIIONB3YIOT
pa3HOOGpasHble MMILIAHTHpyeMble kapauosepTephi-ae¢ubpunaropsl (MKJD).
TakTHKa JedeHMs] MALMEHTOB C CUHApPOMOM bpyraja HanpsaMmyio 3aBHCHT OT
crpatudukanun pucka BCC. Puck cepbe3HbIX HEOIaronpusTHBIX CEepAEYHBIX
cobpITHii y  GeccUMNTOMHBIX —nauueHToB  Ge3  cmonTamHoro  OKI
Bpyrama-narrepHa |-ro THma WIHM TONBKO C 3J€KTpOKapauorpaduyecKuMH
W3MEHEHHSMH, BBI3BAHHBIMH MPHEMOM JIeKapCTB, SBJIAETCS HH3KUM M TakKue
MaLMeHTs 00bIYHO HAaXoATCs noj HabmoaeHueM 6e3 nedeHns. MiMnianTanus
UK]| GeccMMNTOMHOMY NalMeHTy 6e3 CIOHTaHHOM sieBaluu cermenta ST
CBOJYATOrO THNA He TIPHHEC]Aa KakuX-Iubo mperMynecTs. I[lomoxuTenbHbIR
ceMelHbI aHamHe3 cuHapoma Bpyraga wiu BCC He sBisgeTcss 3Ha4YMMBIM
IPeJUKTOPOM HeXeNaTeNbHbIX ABeHui npu cuaapome bpyrana. [TanuenTs! co
cnorranHeiM  DKI'-narrepHom bBpyraja 1-ro Tuma, BBDKMBIIHME IIOCHE
OCTaHOBKM CEpJlIa, MOABEPraloTcsl HAUGObIIEMY PUCKY CEpIAEYHBIX COOBITHH.
[MauyeHTsl ¢ HCTOpHE 0OMOpOKAa HAXOISATCS B MPOMEXYTOYHOM pHcke. Mx
cTpaTU(UKaALUs PUCKA 3aBHCHUT, IPEKAE BCErO, OT NPEAINONaraeéMoy NpHYHHbI
MOTEpH CO3HAHMS (QPUTMUYECKOH HIM HEeapUTMHUYecKo#). EnuHCTBEHHBIM
METO/IOM, NO3BOJISIONIMM CTaTUCTHIECKH I0CTOBEpHO CHM3HUTH puck BCC Beem
CHMIITOMHBIM [allA€HTaM C CHHApoMOM bpyraja, mepexuBIIMM OCTaHOBKY
cepAua W/UIIM UMEIOLIUM JOKYMEHTHPOBAaHHYIO CIIOHTaHHY10 ycronuuByo KT,
apnsercs wucnons3zoBanue WKJl. Ilpumenenwe WKJ] ocymectBisercs Ha
OCHOBaHMY MokazaHui Beepoccuiickoro HayqyHOro obiecTsa CrelHaIucToB 10
KIHHAYECKOH dJIeKTPOMU3UONOrUHM, ApUTMOJOTHH M  KapIHOCTUMYJISALMU
(BHOA), omy6nukoBanHele B 2013 romy, B OCHOBY KOTOPBIX MOJOXEHBI
pexomenanuy, pazpaboranasle ACC u AHA B 2008 roxy. Pekxomenpanuu mo
MeJMKaMEeHTO3HOMY JIEYeHHIO CHHJIpoMa bpyraja ocHOBaHEI Ha JaHHBIX 00

3¢¢)CKI‘HBHOCTPI u 06e30macHOCTH NPpHMEHAEMBIX JIEKAPCTBEHHBIX CpEACTB,



MONYyYEHHBIX B OCHOBHOM B HabmojatenbHeix wuccnenoBaHusx. C neibto
BOCCTaHOBJIEHHs HanaHca HOHHBIX TOKOB BO BpeMs cepaeyHoro [1]], y 60ibHBIX
cunapoMom bpyraga Oeutd nmpoTecTHpoBaHBI JIEKapCTBEHHBIE IIpeNaparhl,
MoJaBJIsIOMEe KanueBbld Tok [to win aktuBupyromue Toku INa u ICa. Jlns
JIEYEHUs] HENpephlBHO peuuauBupylommx XA, npuUBOASIIMX K YacToOMY
cpabareiBanuio  MKJl  («anekTpuyeckoMy — IITOPMY»)  Mpejjaraercs
MCIONb30BaTh XWHUIAMH W H30MPOTEPEHOJION, OJHAKO pPaHAOMU3UPOBAHHEIE
KIMHWYECKUE MCCIIEIOBAaHUS MAJOYMCIIEHHBl M BKJIIOYAIOT Majloe KOIMYECTBO
naqueHToB. XuHUAMH oTHocuTes K AAIT I kmacca. CeoiictBo AAII I knacca
GokupoBaTh HATPHEBbIE KAHAJIBI IPUMEHSETCS s IIPOBOLMPOBAHUS MOABEMA
cermenta ST I-ro THma y nauueHTOB C IOJ03peHMEM Ha CHHIpoM Bpyrana.
[Tomumo Gnokansl HaTpueBbIx kaHanos, AAII I kiacca Taike 3aMeUISIOT
TMpoLecC X BOCCTAHOBNEHMS M Kak ciexctBue ymumHsioT DPII B pasnuynoi
crenenu: AAII la knacca (HoBOKamHaMHJ, alMalldH, XHHHUAWH) YMEPEHHO
yamussior OPTI, AATI Ic xnacca (¢nexkaumHua u nponaeHOH) 3HAYUTENBHO
3aMeJUISI0T CKOPOCTh MPOBEJICHHUS], IOYTH HE U3MEHsIs NposnkuTeabHoCcTh DPIL
[TonoGuele  snexTpodu3ronorndeckine BO3AECHCTBUS ¥ [POAPUTMOIEHHBIH
s¢dexr, oxaspiBamble npenapatamu AAIT I kiacca, Jenal0T COMHUTENBHBIM MX
ydacTHe B JIe4eHHMM 3a00JIeBaHHUS, BBI3BAHHOTO CHIDKEHHEM CYMMAapHOIO
HatpueBoro Toka INa. Ognako B psae HabmoneHuit mokasaHa 3()eKTHBHOCTH
NPHMEHEHUS] XMHUIUHA Y OONBHBIX CHHAPOMOM bpyrazma, 4to cBsS3aHO ¢ €ro
crnocobHOCTEI0 GIIOKMpPOBATh aKTHBHOCTH Toka [to. Y6emurenbHO mokasaHa
Hed(QPEKTHBHOCTh TaKMX IMpenapaToB, Kak OeTa-aIpeHOOJIOKaTopsl |
aMMOJIapOH IpH JieueHuH cuHapoma bpyrana. HenaBHo mosBunuch ceeneHus,
YTO SMHUKapAMalibHas KaTeTepHas abJsilus, HaueleHHas Ha aHOMAaJbHbIE
obnactu nepeaned vacth BTIDK momoraeT CHM3HTB 4acTOTY MOBTOPHBIX

smu3on0B @)K u Hopmanuzyer sneBamuio cermenta ST va DKIT.
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