=)

1 B[e {i )
bubnuoreka Kapanonorus el
Bpava-cneuunanucra 3, &

OELLL;;_CX‘B‘:"?~

J1.A. bokepwus, A.LL. PeBunwiBunn,
H.M. HemuHywunn, U.B. NpoHnyeBa

BHe3anHa4
cepaevyHasa cMepTb

2-e u3aaHue, nepepaboTaHHOE M OMNONHEHHOE

MockBa

. M3OATENbCKAS FPYMMA
«r9Q0OTAP-Meana»

2020



OrNABJIEHWUE

ABTOPCKUM KOTUTEKTHB . .« v vt v toe e e et e e e e eeee e eeee e eeeeens
ITpenuciaoBre KO BTOPOMY MBHAHUIO . . « . v v o v vvee e e eeeeeaen e
IMpenuciioBre K MEPBOMY UBHAHUIO . .« « v v vov et e e e eeeeeeeeeenns

CIIMCOK COKpAICHHUI U YCTOBHBIX OO03HAYCHMI . .. .. oo oo enen ...

I'naBa 1. Bue3amnas cepmeynasi CMEPTb: MEXaHHU3M U MPO(MPUIAKTHKA . . . . . .

1.1. BHe3anHas cepaeuHasi CMepTh: ONpeaesieHue, SIUAEMUOIOT S,
cTpaTudUKaLUs pUCKA, TTATOMU3UOMOTHS . . o v v v v eveveeeeee e s
G D v0701 ()0 (0 ) (o) 1 - S
CTPaTUPUKAIINST PHCKA . « « o v evoeveteeee et e e e e
TMaTOPUBMOMOT S . . ... oot
1.2. JleyeOHbBIC ¥ TPOPUIAKTUYSCKUE MEPOTIPUITHS . . . o oo e eean .
CriaceHue IMpy BHE3aImHOKM OCTAHOBKE KPOBOOOpAIEHHSI. . . . . .
ITpodunakTuka BHE3aITHON CEPACYHON CMEPTH . . .. oo . ... .
CITHCOK JTATCPATYPBL & « « o v e voevet et e e e ettt e e e

I'naBa 2. Bue3annasi cepreynasi CMepTb U JKH3HEYTPOKAOLIHE
JKETYTOUKOBBIC APUTMIM. . . . . . oo ooe et e e e e e e ee e e e ee e

2.1. 2KenynoukoBble apUTMUU: OoNipeAeeHue, Kiiaccupukarus,
cTpaTuduUKalus pyucKa BHe3aIMHON CepAeyHON CMEPTH . . . . .. ...
2.2. KopoHaporeHHbIe XeayI0UKOBbIE TAXUAPDUTMUHU . . . . oo v ...
2.3. ZKenynoukoBble TaXUAPUTMUU U BHE3aAITHAsl CMEPTh
IIPY HACJIEICTBEHHBIX apUTMOTEHHEIX 3a00JIEBAHUSIX
C BBICOKMM PHMCKOM BHE3aITHOI CMepTU Oe3 CTPYKTYPHOMU
MaToJIOTUU cepaua (MepBUYHbIC KAHAJTIOMATUM). . . o oo oo v e e nn ..
CuHapoM yoauHeHHoOTo uHTepBaia Q—1..................
Cungpom bpyrama . ........... ... ... .. . ..
CuHapoM KopoTKoro uHtepBaita Q—T ....................
KarexonamuHeprudeckast moJuMophHast XKeTyI0IKoBasT
TAXTKAPITIS. © o v e v et et et et et e e e e e e et
CHUHIPOM paHHEH PETIONMSAPUBAIIMHY . .« o v e e e e e eeeen.
2.4. KenynoukoBble TaXMapUTMUM 1 BHE3arHas CMEPTh
MPU HACJIEICTBEHHBIX aDUTMOTEHHBIX 3a00JI€BAHUSIX
C BBICOKMM PUMCKOM BHE3AITHOM CMEPTU U CTPYKTYPHOI
MaToJoTuei cepaia (mepBUYHbIC KADAMOMUOIIATHH) . . . . .. .. ...
ApUTMOTeHHasl KapIMOMUONATUsI/AUCIIIa3Uus cepaua . . ... ..



4 * OQMNABNEHNE

Tuneprpoduyeckass KApIUOMUOTATHUS . . . oo v v v e e ean e 168
JunaTauMOHHAS! KAPAUOMUOTIATUS « v oo v v eee e e e eeean s 177
2.5. CuHIpOM BHE3aMMHOW CMEPTU MITAMEHUEB - . « . o v v v v e e e 194
CHHCOK JTUTEPATYPDI « .« o o v eoe e et e e e et et e e e e 201
I'naBa 3. UmnianTupyemblie KapauoBepTepsbi-aeduopuiiaropsl
KaK MeToJ] MPO(HIAKTHKH BHE3AMHOMH CepaeYHoil CMePTH . . ... ......... 219
3.1. Mcropust pazBuThs AePUOPUIISIUMU CEPALIA . . . oo v v e er e 219
3.2. O61Me NTpUHIUIBI paOOThl UMITJIAHTUPYEMOTO
KapaUoBEPTEPA-ACDUOPUIITIATOPA v oo v v eee e aeaeenn 246
BOCTIPUSITHE M HETEKIIMS. . . o ot o et et e e e e e e 247
Tepanus UMIJIAHTUPYEMbIM
KapaIuOBEPTEPOM-AEPUOPUIIISITOPOM .« o\ vvveee e e eaeens 258

3.3. Pe3ynbTaThl KIIMHUYECKMX MCCIICAOBAHUI U pa3BUTHE METOA . . . 2066
3.4. CoOCTBEHHBIN OITBIT TPUMEHEHMS TePaITMi UMITJIAHTUPYEMbIM

KapAuOBEPTEPOM-ICDUOPUILIITOPOM. . . o v vee e eeeeeeeeeenn 279
3.5. CoBpeMeHHbIe MOKa3aHUs JJIs1 Teparuu UMILUIAHTUPYEMbIM
KapaUOBEPTEPOM-ACPUOPUIIISITOPOM. . . o o veeeeeee e eaeans 292
3.6. [cuxoconnaabHbIe aCTIEKThI TPUMEHEHUST UMIIAHTUPYEMOTO
KapauoBepTePa-ACDUOPUILTATOPA &« o v v v v e e eeeeeeeeeenn 297
3.7. UMmnaHTUpyeMblil KaparuoBepTep-neudpuiIssTop y IeTeu. . . . . 299
3.8. [IpobGyieMbl 1 OTPaHUYEHUST B TIPUMEHEHUN UMIUTAHTUPYEMBIX
KapauoBepTePOB-ACUOPUIIISTOPOB . . o oo vv e e e e e en . 307

3.9. I1epcreKTUBHI B Pa3BUTHUM KOHIEITIIAN TTPOGIIAKTUKI
BHE3AITHOM CePIeYHON CMEPTH C TIOMOIIIBIO MMITTIAHTHUPYEMBbIX

KapIUOBEPTEPOB-AEPUOPUIIIATOPOB . . . v v vveeeee e eeeeens 310

3.10. ITpodunakTrKa BHE3AITHOI CepAeYHO CMEPTHU P
NPUMEHEHUHU CepAeUYHON PECUHXPOHU3UPYIOLIEH Tepanuu . . . . . . 315
CHUCOK JIUTEPATYPBI « .« o ot eet et e e et et et e e e e e 330
7100 (0 1 (2 1 (< 341

TIpEeAMETHBIM YKABATEID . . o v oot vttt et et e e et et et et 342



[naBa 2

BHe3sanHas

Cep/ieyHas cMepTb

W XH3Heyrpoxatoyue
XEeNy/A04K0BbIE aPUTMHK

BosnukHosenue gubpurrayuu — pesyromam
Hecoomeemcmeus QYHKYUOHAAbHOU NO08UIC-
Hocmu cepdua yacmome nadaruux Ha Heeo pas-
opadiceHull.

H.JIL T'ypsuu

2.1. XENYA04KOBbIE APUTMUK: ONPEENEHUE,
KJIIACCU®UKALINA, CTPATUPUKALINA PUCKA
BHE3ANHOW CEPAEYHON CMEPTU

Kenynoukosast taxukapaust (XKT) — maronornyeckuii yacTbiit
put™ (>100 B MUHYTY), UCXOASIINI U3 MUOKAp/a XEJTyI0YKOB,
MHOT/IA C BOBJIEYEHUEM YUYACTKOB MPOBOMISILEH CUCTEMBI CEPILIA,
PpacIoJIOXEeHHBIX HIKe ITyyKa ['uca. Microsib3yst TEpMUHBI «KeTy-
JTIOYKOBBIE APUTMHUU» WU «KETYJOYKOBBIE TAXMAPUTMUU», OOBIY-
HO oObenuHsoT noHsATus: KT, Gubpwuisuus v TpeneTaHue
KeJTyno4YKOB. 2KeJyJI0UKOBbIe TAXMAPUTMHUU OTHOCSIT K Haubosiee
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OIIACHBIM M3 BCEX TAXMAPUTMUIA BBUAY BbIPAKEHHOCTU FeMOIMHAMUYECKIUX

M3MEHEHUI ¥ TMOTeHLMAJIbHOM OMNAacHOCTU Pa3BUTHUSI OCTAHOBKU KPOBO-
obpamenus. Knaccudukanus KT, nx KIMHUYECKUX TIPOSIBICHUN U WC-
XOIOB TpelcTaBieHa B Tabu. 2.1. Cpeau Bcex HapylIeHMI puTMa cepaua
KT Bcrpeuatores B 10—12% cityyaeB, 3aHMMasI 10 KOJIMYECTBY KOMKO-AHEM
B roay (>400 Ha 1 MJIH HaceJeHMsT) BTOpOE MECTO, YCTyIIasl MePBEHCTBO (Du-
OPUJUISILIMM TIPEACEePaUA.

Ta6muma 2.1. Knaccubukanuys XeryTouKOBbIX TAXUAPUTMUM, X KIMHUYECKUX TPO-
SIBJICHUI M MCXO/IOB

Knaccuthmkaumsa no KNMHUYECKUM NPOSABNEHNAM

[emoanHamnyeckn | beccumnTomHas OTCyTCTBMNE CUMMTOMOB, MPUYNHON KOTOPbIX MOXET 6biTh
cTabunbHas XT apuTMns
C MUHUMAnbHO MaumeHT ykasbiBaeT Ha Hanu4me cepauebrneHns n yya-
CUMMTOMATUKON LLEHHOIA NynbCauuu B rpyAu, FOpNe UK LWee, KOTopble

OMUCHIBAKTCS CEAYIOLLMM 06Pa3oM: OLLYLLEHNE Cepf-
Lie6UEHNS B BIAZE CUMbHBIX UM YYaLLEHHBIX YapOB B 06-
NacTV CepALa; HeMpuUsTHOE OLLYLLeHNe PaboTbl CepaLa;
OLLlYLLIGHINE NPONYCKOB Y/1apoB, nepe6oes B paboTe

cepaua
lemoguHammyeckn | Mpego6mopoyHoe | MMauneHTbl cO06LLAOT 0 NPeso6MOPOYHOM COCTOSHMUM,
HecTabunbHas XT COCTOSIHNE KOTOPOE OMUCHIBAETCA CReAyoLLMM 06pa3om: ronoBo-
KpY)XeHue; cnabocTb; neneHa nepes rnasamu
06mopoK BHesanHas noteps CO3HAHMA C NOTEPen TOHYCa MbILLL,

He CBA3aHHas C aHecTesnen. BoccTaHoBneHUe camocTo-
ATenbHoe. COCTOSHNE MOXKET ObITb OMMCAHO NALUEHTOM
unu Habntogarenem. rotepst CO3HaHNA BO3MOXHA 1 B M0-
JIOXKEHUN nexa

Knaccugmkaums no KNMHUYECKUM UCXOAAM

BCC CmepTb Beneactaue BOK, 06b14HO BCReaCcTBUE apuTMUn
cepfua B TE4eHNe vaca nocne nosBneHNns CUMNTOMOB
BOK unn BOC OcTaHOBKa KpOBOOOPALLEHNA 1 AbIXaHUS, 06bIYHO BCNEA-

CTBME apUTMIWK CepALa, B TeYEHMe Yaca nocne nosene-
HUS CUMNTOMOB, KOrfja MeANLIMHCKOE BMELLATeNbCTBO
(npexze Bcero AedmbpunnALMa) MoXXeT BOCCTaHOBUTb
CEPLEYHYI0 [eATENbHOCTb U [ibIXaHue

Knaccudimkaums no aaHHbIM 3NEKTPoKapauorpatum

2Kenyno4KkoBOI TaxuKapanen ABASKTCA TPU NOCef0BaTeSIbHbIX KOMMEKca 1 601ee, NCXOAALLNX
13 XeNyA04KOB CepaLa, ¢ 4acToToil >100 B MUHYTY (MPOLOMKUTENLHOCTS LKkna <600 Mc)
Heyctonunsas XXT [MpomomKnTeNnbHOCTb 3NN304a CoCTaBnseT 3 unum 6onee
XKEnyA04KOBbIX COKPALLEHWIA C CAMOCTOATENbHbIM Mpe-
KpalleHnem B TeveHune He 6onee 30 ¢
MoHomopdHas HeycTtoitumsas XT ¢ noctosHHoit hopmoii QRS

MonumopdHas HeycToiumsas XXT ¢ uamenstowiencs popmoit QRS
C ANUTEeNbHOCTBIO LmMkna o1 600 go 180 mc
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Oxonuanue mabauywvt 2.1

Knaccuthukauus no faHHbIM aneKTpokapauorpadum

Yctonymeas XXT

KT npogomxutensHocTblo 60nee 30 ¢ u/unn TpebytoLas
npepbiBaHns B npegenax 30 ¢ BCReACTBUE HAPYLLEHWIA
reMoLNHaAMUKL

MoHomopdoHas Yctoinumsas XT ¢ noctosHHoit hopmoii QRS (puc. 2.1)
MonumopdHas Yctoinumsas XT ¢ uameHsioLLerics popmoit QRS ¢ anm-
TeNbHOCTbIO LmKna ot 600 fo 180 mc (cm. puc. 2.1)
Taxukapaus Tuna Re-entry XT ¢ y4acTuem cuctemsl M'mca-TypkuHbe,
re-entry ¢ y4actu- 06b14HO ¢ Mopcponorueit QRS no Tuny 61oKafbl NeBOK
€M HOXKM Nny4Ka HOXKM ny4Ka [1ca; 06bI4HO BO3HUKAET NPK Kapanommo-
lnca naTtum
[iByHanpasneHHas KT ¢ nocnegoBatenbHbIMU anbTepHaumamu QRS KoM-
XT nnekca Bo PPOHTaNbHON NockocTh. KT 4acTo cBA3aHa
C [UrMTANNCHON NHTOKCUKaumei (cm. puc. 2.1)
Torsades de KT accouunpoBaHa ¢ yanuHeHHbIM nHTepeanom Q—T
pointes (KT tuna nnn Q-Tc. AneKTpokKapanorpacuyecKm xapakTepnsyeTcs
nupyar) NOCTENeHHbIM U3MEHEHNEM HanpaBleHHOCTY KOMIIEK-
c0B @RS OTHOCUTENbHO M30IMHMM BO BPEMS apUTMUUA:
TUMUYHbIE, HAYMHAKOLLNECS NOCTE CEPUM NHTEPBANOB
KOPOTKNA—LJTUHHBIA—-KOPOTKWUIA. KOPOTKWIA CNapeHHbIN
BapuaHT — NOC/e UHTePBaN0B HOPMAITbHbI—KOPOTKNIA
(cm. puc. 2.1)
TpeneTaHue xeny- JKenyno4koBasa aputMus ¢ perynspHbIM pUTMOM (Kone-
[04K0B 6aHua ANNTENbHOCTY LMKNa He 6onee 30 MC) € 4acToToi
0K070 300 B MUHYTY (NPOLOMKMTENbHOCTb LKA —
200 mc) ¢ ofnHakosor mopdhonorueit komnnekcos QRS,
6€3 y4aCTKOB U303NEKTPUYECKON NINHNA MEXIY KOM-
nnekcamu (cM. puc. 2.1)
®duépunnaums BbicTpbIit, 06b14HO >300 B MUHYTY (B 60NbLUNHCTBE
XKeNya04KoB CNy4aeB NPOAOHKUTENbHOCTD Uukna 180 Mc unm meHee),
HeperynspHbIA Xeny[o4KOBbIA PUTM C BbIPXEHHON
BapnabenbHOCTbI0 KOMMEKCOB N0 NPOAOMKUTENBHOCTH,
mopdponorum n amnnutyge (cm. puc. 2.1)
Aputmmnyeckuit MoHomopdHas Tpu n 6onee ycTo4msbix 3ann3onos XXT/@XK B TeyeHne
(anekTpuyeckunir) MonumopdHas CYTOK BC/IeJCTBUE 3NIEKTPUYECKON HECTABWUITbHOCTH
(PKT/®X) wropm ®dubpunngumsa MuoKapaa

Jug crpatudukanum pucka BCC orpoMHBIIi MHTEpeC TIpeICTaBIIsIET pa-
oota J.T. Bigger, onmyoiukoBanHast B 1984 r., rie aBTop Kiaccu(puIupoBal
JKEJIyTOYKOBYIO SKTOIIMIO, CBSI3aB €€ IPOTHOCTUYECKOE 3HAYCHHE C BBIpa-
KEHHOCTBIO CEepAEeYHOI IaTOJOTMM U KJIMHUYECKOM KapTUHOI 3a0o0seBa-
Hus (tabm. 2.3). Kak ykazanm aBTOp, MOOpPOKAYeCTBEHHBIC KEIYIOUYKOBBIC
APUTMUU C HU3KOM BeposITHOCTBIO pa3Butusg BCC 0ObBIYHO He SIBASIIOTCS
CJICICTBHEM BBIPaXKEHHOI CEpIeUHOM MAaTOJIOTUH, B TO BpeMsI KaK ITOTCHIIM -
aJIbHO 3JI0Ka4eCTBEHHBIC U 3JT0KAYECTBEHHBIC KEJYIOUKOBBIC apUTMUU, aC-
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KeJTyT0YKoBast Taxukapaus; I — xemymoukoBast Taxukapnus tutia Torsades de pointes
(BepeTeHOOOpa3Has uiau nupyaT); [l — Tpereranue xenynoukon; E — ¢oubpumisaus

Puc. 2.1. [laTrTepHbl XeaymOUYKOBBIX apUTMUI: A — MOHOMOp(MHAs KeTyTouKOoBast
Taxukapaus; b — nonmmopdHas xenynoukoBasi Taxukapaus; B — nByHanpasieHHast

KEI1yno4yKoB
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COLIMMPOBaHHbBIE ¢ BBICOKUM puckoM BCC, sBaSIOTCS ClIeACTBMEM TaKOBOM.
B npyroii cBoeii padote J.T. Bigger onuchiBaeT BbIpa’k€HHYIO 3aBUCUMOCTD
Mexay OBJIK 1 cMepTHOCTBIO MOCTUHGAPKTHBIX 00IbHBIX. ABTOpP CUMTAET,
yro PBJIXK <30% — Hauaydiumii IpeauKTOp CMEPTHOCTU B OJIMKaMIIMe
6 Mec, a HaJIMYME XKEIYIOYKOBBIX apUTMUI CIYXKUT (PaKTOpoM, oIlpee-
JISIIOIIMM CMEPTHOCTh B 0OoJjiee oTmajieHHOM Imepuoae. Bce yrnoMmsiHyTbie
paboThI BHEC/IM 3HAYMUTEIbHBIMA BKJIAA B CTPpaTU(UKALIMIO PUCKA BHE3aITHOM
1 HEBHE3aIHOM CMepTU cpelu MOCTUH(MAPKTHBIX 00JbHBIX. B manbHeiem
0OJIbIlIME PAHAOMU3MPOBAHHBIC HCCIECIOBAHUS MOATBEPAMIM IIPAaBUJIb-
HOCTh JAHHOTO IOJAXOAa M OIpPeNenIn BKJal Kaxkaoro u3 (GpakTopos, rie
KJII0YEBbIE POJIM OTBEACHbBI HO30JIOTMU U AUCOYHKLIMU JIEBOTO XKEJIyI0UKa.
ITo coBpeMeHHBIM MNPEACTaBICHUSIM IIPOrHOCTHYECKAsT 3HAYUMOCTh KOM-
MJEKCHOM 2KeJIyJ0YKOBOM 3KTOMMU Ha OTAAJEHHBIN IMepuol MPaKTU4eCKU
IOJHOCTBIO 3aBUCUT OT HAJIMYMS U BbIPAXKEHHOCTH OCHOBHOIO 3aboJieBa-
Hus cepaua. IlosBiaeHUe TaHHOM apUTMUU TOJDKHO MOOYXKIAaTh K ITOMCKY
3a00JIeBaHUsI Cepilla, a OIpeAeeHMe pUCKAa BHE3allHOM CMEPTHU JOJIKHO
OBbITb OCHOBAHO Ha IMAarHO3¢ U HAJIMYMKU CTPYKTYPHbBIX U3BMEHEHUI ceplia.
Jng nmocTuH(MAPKTHBIX OOMBHBIX YBEJMYEHUE pUCKA BHE3aHON CMEpPTU
OT KOMIUIEKCHOM KEeJIYIOYKOBOM 3KTOMMU OE30THOCUTEIbHO K (DYHKIIUU
JIEBOT'O XKeJIyIoYKa B CpeIHEM cocCTaBisieT okoso 5% B roa. [1pu sTom Ha-
pywieHure dyHkuuu JieBoro xkemaynouka (OBJIK <30—35%) moxer yBeln-
YuBaTh 3TOT MokKa3atesb a0 15—30%. KpoMe Toro, Hajinuue yCTOMYMBBIX
ku3Heyrpoxatomux aputmuii (KT/P2K), accolmupoBaHHBIX CO CTPYKTYP-
HBIMU U3MEHEHUSIMU Ccepjla, OyAeT COMPOBOXAAThCSl BbICOKOW 4acTOTOM
MX PEUMIMBOB, KOTOpble MOryT Bo3HUKATh B 30—50% ciyyaeB B TeueHUe
nocienyrommx 2 jer. CyllecTBeHHOE 3HaYeHKE JIJIsI IIPOrHO3a UMEET reMo-

Ta6muma 2.2. Crpatudukanus piucka BHe3amHoit cmepTu (1o J.T. Bigger)

Xenynoukosble apuTMumn

dakTopbl pucka

106poKa4YecTBEHHbIE

NOTEeHUHaNbHO
3/10Ka4ecTBEHHbIE

3/10Ka4ecTBEHHbIE

Knuxuyeckue npo-

Mepe6own (moryT oOT-

Mepe6on (moryt

Mepe6on, cepauebueHns,

cMepTy

SBNEHNSA CYTCTBOBATH) 0TCYTCTBOBATH) 06MOpOKN

JKenyno4kosas JKcTpacucTonms 9KcTpacucTonus JKCTPACUCTONMNS CPESHNX
9KTOMMYecKas akTme- | (MpenmyLLecTBEHHO (mroBbIX rpagaunit) 1 BbICOKWX rpagauun, npu-
HOCTb OAMHOYHAS) cTynbl XT/OX
OpraHuyeckoe no- OTcyTCTBYET EcTb Ectb

paxkeHue cepaua

Puck BHe3anHoi Huskunin CyLLIECTBEHHbII Bbicokuii
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ITUHAMUYECKasi 3HAUMMOCTh apUTMUU: [UIsI OOJIbHBIX, TEPSIBILIMX CO3HAHUE
BO BpeMsI IapOKCHU3Ma apUTMUU, PUCK CMEPTH IIPU CJICAYIOLIEM MapOKCHU3Me
cocrasJsieT 75—80%, B TO BpeMsl Kak JIJisl TeX, KTO IIepeHeC IMPUCTYII B CO3HA-
HUU, BEPOSATHOCTh CMEPTH IIpU pelauBe orpaHnurBaetcst 10%.
Knunnueckue nposBnenus KT BecbMa pazHOOOpa3Hbl M IPEXIe Bce-
IO 3aBUCAT OT HapyIICHUI TIeMOIWHAMUKU, BBI3BAHHBIX ITaAPOKCU3MOM.
B cBoio ouepenb, BBIPa)KEHHOCTb I'e€MOAMHAMMWYECKUX HapylLIeHUH 3a-
BUCUT OT YaCTOThbl XKEJYIOUKOBBIX COKpalleHWi (IJUTEIbHOCTU LMKJIA
KT), yCTOIMYMBOCTU WM MPOAOJIKUTEIbHOCTU MapoOKCU3Ma U OT KOMIICH-
CaTOPHBIX BO3MOXKHOCTeW opraHu3ma. [loaTomy KIMHUYECKasi KapTHHA
TaxyKapAauii BeCbhMa MHAMBMIYyaJbHa — OT MaJOCUMIITOMHBIX J0O KpaiiHe
BbIpaXkeHHbIX BapuaHTOB. IlocienHue XxapaKTepU3yloTCs KakK >KU3HEYTpo-
xkarwiue 2KT. TpynHO mepeoleHUTh JUMarHOCTUYECKyo 3HauuMocTh DKI
¢ 3anuckio npucrymna KT, ocobeHHO ecliu TaxukKapausl 3aperucTpupoBaHa
B HECKOJIbKMX OTBeAeHUsSIX. AHanu3 Mopdojorun QRS-KOMIUIEKCOB, IJIU-
TEJIbHOCTH IIMKJIA, €ro IMOCTOSIHCTBA, HEKOTOPLIX Apyrux DKI -npusHakoB
IIPU COMOCTABJICHUU C KJIMHUYCCKUMM JAHHBIMU 3HAYUTEIbHO OOJIEIYUT
IIOCTAHOBKY JMarHo3a 1 BbIOOp MeTona jeyeHus. OQHAKO [0 MHOIMM IIpH-
YMHAaM JaJIeKO He BCeria yIaeTcsl 3aperucTpUPOBaTh MapOKCU3M WIM MPO-
oexky KT na OKI, uto B manbpHeiieM MOTpeOyeT BBLITTOJHEHUS APYTUX
METOMIOB MCCIICAOBAHMUSI, IIPEXKIIE BCEr0 X0JITEPOBCKOIO MOHUTOPUPOBAHMS
n DPU. Ucnonb3oBaHWE CyTOYHOTO MOHUTOPUPOBAHUS CEPAEYHOTO pUTMa
10 MeTOoy, IpeaoxeHHoMy B 1961 r. N. Holter, ¢ moMoILIbio COBpeMEHHOI
KOMIIbIOTEPHOI 00pabOTKM MO3BOJISIET 3HAYUTEIHLHO PACIIMPUTh BO3MOX-
HOCTU AMATrHOCTUKU HApYUIEHUI pUTMa cepalia, U Xeayd0uYKOBbIX apUTMUI
B YaCTHOCTHU. DIEKTPOPU3NOIOTUYECKOE UCClIeJoBaHMEe B ITpeodaaaronemM
OOJIBIIMHCTBE CJIy4yaeB Mo3BosisieT MHAyuupoBath KT, U3ydyuTh ee 3J1eKTpo-
dusnonornyeckue ¥ KIMHUYECKHE OCOOEHHOCTH, ONPEICIUTh JOKAaJIM-
3alMI0 apuTMUuYeckoro cyoctpata. B 1971 r., Mcmonb3ysl BO3MOXHOCTHU
JUJIMTEJIBHOTO MOHUTOPUPOBaHUS cepAaeuHoro putma, B. Lown u M. Wolf
MPEAJIOXKMIN UCIOJIb30BaTh ITOKA3aTE N KeJIyI0UKOBOM 9KTOIMMYECKOM aK-
TUBHOCTU JIJIs OIIPEIC/ICHUSI PUCKA BHE3AITHOM CMEPTH Y IMOCTUH(MAPKTHBIX
OOJBHBIX. ABTOPBI M3Y4YWJIW pe3yabTaThl 12-4acoOBOro MOHUTOPUPOBAHUS
cepaeyHoro putMa y 220 moctuH@apKTHBIX MalMeHToB. M3 Hux y 136 manu-
€HTOB ObLIa BbISIBJICHA XKeJIyI0YKOBasi 9KTONMMYECKast aKTUBHOCTD pa3IMnYHOM
creneH. Ha ocHOBaHMM paciipene/ieHusl pe3y/ibTaToB UCCICA0BAHUS MO KO-
JIMYECTBEHHBIM M KAY€CTBEHHBIM XapaKTepPUCTUKAM KeIyI0UKOBOI SKTOIUU
Obl1a cO3IaHa M3BeCTHas Kiaccudukalus, 1eJib KOTOPOil — BO3MOXHOCTD
oueHku pucka BCC. Ilo 3ambicity aBTOpPOB B JaHHOI KjlaccuduKaluuu rpa-



BHE3AMHAS CEPAEYHAS CMEPTb 11 XKN3HEYTPOXKAOLLVE XKESTYAOYKOBLIE APUTMIL © 109

JALMKU XKEJTYT0YKOBBIX apUTMUIL TOJKHBI ObLIM OTpaxaTh MX MOTEHIAJIb-
HYIO OIacHOCThH (Tad:. 2.3). JHeiCTBUTENbHO, KEeIYI0UKOBasl 3KCTPACUCTO-
JIMSI BBICOKMX Tpagaluii (B TOM 4MCie ¢ YacToToit 6ojee 10 B yac, 3ajIoBbIe,
rnojuMopdHbie U paHHue — R Ha T), «1pobexkku» win HeycroiurBas KT
CYILLIECTBEHHO YBEJIMYMBAIOT BEPOSITHOCTh PAa3BUTHUSI YCTOMYMBOIM TaxuKap-
auu ¥ Bo3HuKHOBeHust D2K. OnHako, KakK CTajlo U3BECTHO, B KOMILIEKCHOM
OLIEHKE PYCKaA CMEPTHU U B IIOCTPOCHUH IIPOrHO3a 3TU JaHHbIC HE SIBJISIOTCS
onpenesommMu. B pesyibraTe 1aHHOM pabOThI JOJIME TOAbI KEIYI0YKO-
Basl OKTOIIMS paccMaTpuBajach Kak OCHOBHOM (a MHOTAA U €IMHCTBEHHBII)
¢axtop oueHku pucka BCC, a koHuenuus ee npodujiakTUuKu 0a3upoBa-
JIaCh Ha CTPEMJICHMU K IIOJIHOMY ITOIaBJICHUIO XKeJIyI0UYKOBOIM SKTOINK KaK
MIIIEMUYECKOro, TaK U HEMIIIEMUYECKOro reHesa. I1o cOBpeMeHHBIM IIpej-
CTaBJICHUSIM JICYCHUE XKEJYIO0YKOBON 3KCTPACHUCTONIMU C ITOMOIIbIO aHTHU-
APUTMUYECKUX IIPEIapaToB B MaJIOM CTEIICHU BJIMSIET Ha IIPOrHO3 JIJISI TAKUX
MaleHTOB.

Taomuma 2.3. ['paganum xenynoukoBoii sktonuu 1mo B. Lown u M. Wolf

I'papgauumn Peructpupyemas akronus

0 OTCyTCTBME SKTOMUM
1 Peakue 1301MpoBaHHbIE XXenyL04KOBbIE IKTONNN
2 Yactble Xenyo4kosble aktonum (>1 B MunyTy unu 30 B Hac)
3 MonumopHbIe XXenya04KoBble 3KTOMUN
4 MosTopsitoLLmecs

4 (a) MapHble (Kynnetbl)

4 (B) pynnosble
5 PaHHue »enyno4kosble akTonumn (R Ha T)

Havamo 1980-x romoB 03HaMEHOBAaHO pSIOM pPadOT, CITOCOOCTBOBAB-
IIMX Pa3BUTUIO MIEUM CTpaTU(UKAIIMX PUCKAa CMEPTU B KapAWOJIOTHH.
CrpaTudukanusi pucka IoapasyMeBaeT M3y4YeHUE BIUSTHUS COBOKYITHOCTH
(bakTOpOB prcKa Ha ONpeneSeHHbIN KIMHUIECKUI UCXO/ C YCTAaHOBJIEHUEM
JTOJI OTBETCTBEHHOCTH KaXKI0TO U3 YKa3aHHBIX (pakTopoB. HeobxomumocTh
B CTpaTU(UKALMU pUCKa 00YCIOBIEHA TOCTPOSCHUEM ITPOTHO30B U OLIEHKOM
pacIpoCTpaHEHHOCTH UCXO0/1a Ha TIOMYJ/ISIIIMOHHbBIE TpyMIibl. B omHoM 13 ep-
BBIX TaKMX pabOT OBUIO IMOKAa3aHO pelaliee 3HadyeHue nuchynkimm JIK
u BoipaxkeHHOCTH CH B olieHKe pricka CMEPTHOCTH CPEIM IMOCTUH(DAPKTHBIX
GosbHbIX. 1o pesyiabraram ucciegoBaHusi 866 GOJIBHBIX OBUIO BBISIBIEHO
4 He3aBUCUMBIX (hakTOopa prcka cMepTHocTu: PBJIIXK <0,4 (pamuonHykium-
HBIII METOM), XKeayaoukoBasi akTonus — 10 u Gojiee 3KCTpacuCTOJN B yac,
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cumnTomHasi CH no nHdapkra, XpuIibl B BEpXHUX 2/3 JIETKUX IIPU TOCIIUTA-
Jm3auuu. Pa3nuuHbie KOMOMHALIMK TaHHBIX (DaKTOPOB OMPEAETUIN YeThIpe
MOATPYIIIbI PUCKA C PA3JIMYHOI IBYXJIETHEM CMEPTHOCTBIO OT 3 10 60%.

2.2. KOPOHAPOI'EHHbIE XEJTY[104KOBbIE TAXWAPUTMWN

Oxkono 80% mpuobpereHHBIX ycToitumBbix KT mpuxomurtcss Ha GOJb-
Heix MBC, korma taxukapausi BBICTYIIAeT CJIEICTBUEM IEPEHECEHHOTO
WM. Cpenu Bcex mocTuH()apPKTHBIX MAMEHTOB NaHHbIE APUTMUU BO3HU-
KaloT B 3—5% ciydaeB U pa3BUBAIOTCSI, KaK MPAaBUJIO, B TEUEHUE MEPBOTO
roma, B AajibHEMIEM BEpOSITHOCTh WX TOSBICHUST cOCTaBisieT oT 2 10 5%
B TeuyeHue Omkaiimmx 15 jger. B ciyyasx korma mocTUHMAPKTHBINA Mepu-
Oll OCJIOXHSIeTCS pa3zBuTeM aHeBpusMbl JIZK, BeposTHOCTb pa3Butust KT
CYIIIECTBEHHO BO3pACTaeT U OHU MOTYT BBISIBISAThCS Y 15—22% manyeHToB.

DnekTpoU3NONIOTUUECKUN MEXaHU3M BO3HUKHOBEHUS XKETYI0YKOBOM
APUTMUU BCIIENCTBUE OCTPOI MILIEMUU MUOKAP/IA CBSI3aH C TETEPOr€HHOCThIO
9JIEKTPO(PU3NOTOTMUYECKUX CBOMCTB UIIEMUYECKON U OKPYXKalolIel ee He-
WIIEMUYECKON 30H, KOTOpbIE OOECIEeYMBaIOT CyOCTpaTr i 0O0pa3oBaHWUS
re-entry u pazputusi 2KT /DK, Miemus Takxke HapyllaeT TpaHCMeMOpaHHYIO
KWHETUKY MOHHBIX KAHAJIOB U KJIETOYHbIN MeTabonu3M. Beinensiiorest kate-
XOJIJAaMUHBI, TTPOBOLMPYIOIINE OMOXMMUYECKUE W3MEHEHUs], CITOCOOCTBY-
[OIlIMe aHOMAJIbHOMY aBTOMAaTU3MY, KOTOPBII MOXET CIIy>KUTb TPUITEPOM
JUTS BOSHUKHOBEHUST apUTMUN. DJIEKTpUIecKasi HeCTabUIbHOCTh MUOKap/a,
CBSI3aHHASI C OCTPOU UILIEMUEH, SIBJISIETCSI OOPAaTUMBIM COCTOSIHUEM, KOTNa
CBOEBPEMEHHOE BOCCTAHOBJIEHUE KOPOHAPHOTO KPOBOTOKA MOXKET TMOJIHO-
CTBIO ycTpaHUTh NpuunHy pa3Butus KT /PD2K. BeipakeHHOCTb MPOapUTMU-
yeckoro a¢dekTa UIIeMU MOIYJIUPYETCs TeHETUIeCKUMU (paKTopamMu, 4To
OOBSICHSIET HACJIEICTBEHHYIO TPENPACIIONOXEHHOCTh K BHE3aITHON KOPO-
HapHOI CMEPTH, KOTOpasi YaCTO CTAHOBUTCS MIEPBBIM MTPOSIBJIEHUEM OCTPOI
MUOKapAuaIbHOU uileMun. MHOTIAa MOMOOHbIe MAlIMEHThl MOTYT BHavalle
MPOSIBJISITh HEAPUTMUYECKNE CUMIITOMBI OCTPOI WIIEMUM, TAKUE KaK CTe-
HOKap/us, OIBIIIKA U T.1., a 3aTeM Pa3BUBAETCS JKEJIyJ0UYKOBasi apuTMUsI,
WHOT/IA TIOCTEIHSISI Pa3BUBAETCST O€3 TPEAIIEeCTBYIONIUX CUMIITOMOB.

DaekTpodusnosiornyecknii Mexanu3m Bo3HuKHOBenusi KT Bcienctsue
repeHeceHHOro nH(apKTa 00yCIOBIEH MEKTPUUECKON HEOTHOPOAHOCTHIO
MMOKap/aa B 30He TOCTUH(hApKTHOTO pydia. [lepernnereHne 310poOBbIX Kap-
JVOMMOIIMTOB M KOJIJIAT@HOBBIX (JIMOO M3MEHEHHBIX) MUOKAPANATBHBIX BO-
JIOKOH B ITOTPAaHUYHOI 30HE MEXITy pyOIIOM 1 310POBBIM MUOKapIOM CO3/1a-
eT yCIoBUs ISl (OpMUPOBAHUS TIOBTOPHOTO BXO/A BO30OYXIEHUS (re-entry)
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(puc. 2.2). IlosBiaeHue Kakoro-auboO TPUITEpPHOro ¢hakTopa, KaKOBBIMU
MOI'YT OBbITh HApYyILIEHUSI HEHPOIHAOKPUHHOM PEryJIssiiK, OCTpasi UILIEMMUSI,
M3MEHEHUE 3JICKTPOJIMTHOTO COCTaBa, MOXET IIPOBOLIMPOBATh BOBHMKHOBE-
HUE IPUCTYIA TAXUKAPIUN.

BHyTpeHHss neTna
Bbixog umnynbca

OpHoHanpa-
BJIEHHbIN 610K
MepnneHHoe npoBefeHns

npoBeaeHvie

BHeluHsAs netnsa

Puc. 2.2. Cxemarnueckoe u300pakeHHWE apUTMHUUYECKOro cybcTpata B 00JacTH
MOCTHH(bAaPKTHOTO pyo1ia. CepbIM IIBETOM TTOKa3aHa pyO110oBasi TKaHb, CTpEJIKaAMU —
KPYI'M MOBTOPHOTO BXoja (re-entry). KojuiareHoBble BOJJOKHA 00Opa3yIoT MPEMSITCTBUS
Ha ITyTH IBWXKEeHUS UMITyJIbca. [ToBpeXneHHbIe MIOKapauaIbHbIC BOJJOKHA 00Pa3yioT
30HBI 3aMEIJIEHHOTO TMPOBEACHUSI, UYTO MPUBOAUT K T€TEPOTeHHOCTH IPOBEICHUS
M CIOCOOCTBYET BpalleHUIO UMITYJIbca BOKPYT 30H (huOpo3a, popMupyst MeXxaHu3M
ITOBTOPHOTO BXxoja (re-entry) umiryibca. [loo TpurrepoM B TaHHOM CJIydae CJemyeT
TMOHUMATh JIFOOYIO SKTOMUYECKYIO aKTMBHOCTb, KOTOpast OyJIeT MPUBOIUTD K 3aITyCKY
TaxuapuTMuu. KioueBbIM KOMITIOHEHTOM B MeXaHU3Me apUTMUM SIBJISICTCS TIepelie-
eK (isthmus), COCTOSIIINI U3 M3MEHEHHBIX MUOKapAUaIbHBIX BOJIOKOH, CITIOCOOHBIX
K MpoBeAeHNI0 uMMysibca. OOBIYHO pacrpocTpaHeHUe BO30YKACHUS UAET MO BHEIII-
Hell W BHyTpeHHell memie. BHeuHss nemiss oOpa3oBaHa MUOKAapAOM — BHE 30HBI
pyOl11a, BHYTPEHHSISI — MMOKapAOM B obyiactu pyona. sl ycTpaHeHUsI TaXuKapauu
HeoOX0IMMO BO3JICICTBUE PaIMOYaCTOTHOM abIsILiMK B 00J1aCTU Mepelieiika

IIporao3 st MaMEHTOB C KETYIOYKOBBIMU apUTMUSIMU, CBSI3aHHBI-
Mu ¢ MMM, ocHOBBIBaeTCSI Ha JAHHBIX O BPEMEHM WX BO3HUKHOBEHWUSI.
Hab6monenus 3a nocTiH(GapKTHBIMY MTAIMEHTAMU 1 32 TIOATPYIITTION BEDKUB-
VX TI0CJIe OCTAHOBKM Cep/1ia B ocTpyio hazy UM 1mmokassIBaioT, 4TO KMU3HE-
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YIpOXKaIOINE XKeJIyI0UKOBbIC TAXMAPUTMUM, BO3HUKILIKME B TEYCHUE ITEPBBIX
24—48 4 UM, He3HauuTenbHO yBeanuuBaloT puck BCC B oTnajieHHOM Tie-
puone. B npeobnanaionieM OOJBIIMHCTBE CydyaeB TaKue MalueHThl UMEIOT
XOpOIIHNi TIPOTrHO3. JJIST TTAIMEeHTOB, Y KOTOPHIX KETYIOUYKOBBIE apUTMUN
pa3BUIMCh B 00Jjiee MO3MHUI TOCHUTAJIBHBINA TEPUOI, PUCK ITOBTOPHOIO
HUX pa3BUTHUsI, KAK U PUCK BHE3AIIHOW CMEPTU, CYILIECTBEHHO BO3pacTacT,
a TIPOTHO3 3HAYMTEIBHO YXYIIIaeTCs. DTO HATJISIHO MOKa3aHo B MCCIIeI0Ba-
Hun GUSTO (Global Use of Strategies to Open occluded coronary arteries),
rae HaOmonanuch 4188 OONBHBIX, MEPEHECHINX STMU30IbI KETyTOYKOBBIX
aputmuit (2KT/PXK) B cBsizu ¢ UM. B onHOM 13 hparMeHTOB KccaenoBaHUs
OLICHWBAJIN TTOKA3aTeJIb JICTATLHOCTH 3a TICPBBIN IOl CPeIN BHIKUBIINX B TE-
yeHue nepsbix 30 nHelt nociae UM (tabi. 2.4). CMepTHOCTb CpeIu MaluueH-
TOB ¢ paHHei rocriutanbHOU KT (1o 48 1) Obl1a mOUTH B 2,5 pas3a BHIIIIE, YeM
cpeay TTAIMeHTOB 6e3 KeIYIOUYKOBBIX apuTMUiA. OTHAKO Cpeny MalllieHTOB
¢ no3nHel rocnurtanbHoil KT (mocie 48 4) yBeauueHUe JIeTaJIbHOCTHU TIpe-
BBICWJIO I€BATUKPATHBIA ITOPOT, 4TO cocTaBujio 24,7% cnydas npotus 2,7%
y AalIMEHTOB 0e3 apuTMuii. B rpymie mammeHToB ¢ anu3oxamu no3aHeir @K
TakKe OTMeYaliCsl IOBBILIEHHBIM I10Ka3aTelb OJHOJETHEl CMEPTHOCTU
(6,1%), HO HE CTONb BhIpAXKEHHBIN, KaK cpeay nauueHToB ¢ rmo3aHeit KT.
ITo apyrum naHHbIM, ycroiunBast 2KT, Bo3HMKILAs: B CPOKU OT 8 10 60 nHeit
nociie nepeHeceHHoro UM, B 50—80% ciiyuaeB MPUBOAMT K CMEPTH B TeUe-
HUE MePBOro rojia, a CMEPTHOCTh B TeUEHUE 3 MOCJIEAYIOIIUX JIET COCTaBJISIeT
ot 43 10 47%. Ilo pe3ynbrataM obcnenoBanus 390 60JbHBIX BOSHUKHOBEHUE
KT B nepsoie 6 Hen mociae UM npuBomwio K 30 1 40% cMepTHOCTH B Tede-
Hue 1 1 2 J1eT COOTBETCTBEHHO.

Taomuna 2.4. [IporHocTrueckoe 3HaUYEHUE MOCTUH(MAPKTHBIX KEIyIOYKOBBIX apUT-
MU, 110 1aHHBIM uccienoBanuss GUSTO

bes
Moka3zatenb XT oX XT/dX XKT/OK
Bpems BO3HMKHOBEHMS PaHHsas | Mo3aHss | PaHHas | MosaHsas | PaHHsas | Mo3gHas
CmepTHOCTb, %
o Kannasy-Meiiepy 71 24,7 2,7 6,1 6,4 47 2,7

ITpumeuanue. Anantuposano u3 K.H. Newby u coast.

TakuM 00pa3om, KeJTyI0IKOBast TAXUAPUTMUS, U TIPEKIE BCETO YCTOMUM -
Bas KT, Bo3HUKIIIAsl HA TTO3AHEM TOCTIUTaAbHOM 3Tarne TeueHus UM, cBs-
3aHa C BBICOKMM PHMCKOM BHE3aITHOM CMEPTH M HE MOKET pacCMaTpUBaThCST
B KauecTBe IPEXOISIero SIBIeHUs, TaK KaK €€ pa3BUTHE OOYCJOBJIEHO
MOSIBJICHUEM aHAaTOMHWYECKOI0 CyOCTpaTa, COXPaHSIOIIErO BEPOSITHOCTh IT0-
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BTOpHOTO 3nu3ona. Kpome toro, cienyeT y4uTbiBaTh, YTO U PaHHSISI YCTOM-
yuBas KT yBeluuyuBaeT pUCK BHE3AITHON CMEPTU U HE SIBJISIETCS] TAaKOM XKe
J00poKadyecTBEHHOM, KakK paHHss DXK.

Mertonanbl aeueHust mocTuH@apKTHBIX 2KT B HacTosIIee BpeMsl BKIIIOUAOT:
JIEKApCTBEHHYIO aHTUAPUTMUYECKYIO TEpaInio, KaTETEPHYIO A0S0 U UM-
maHTauuo MK/, TToka3zaHus sl BBIOJIHEHUSI XUPYPTrUYECKOTro BMella-
TEJIbCTBA HA OTKPBITOM CEPILE, OCOOEHHO MPU HAJTMYMU aHEBPU3MbI JIEBOTO
JKeJTyI04YKa, MO3BOJISIOT HCMOJb30BaTh COOTBETCTBYIOIIME XUPYPrUUECKUE
METOIMKU: PE3EKIIMIO, AMUKAPAUATbHYIO NIeCTPYKIIUIO, 11eJIbI0 KOTOPBIX SIBJISI-
eTcsl ycTpaHeHue apuTMuueckoro ¢pokyca — uctounuka 2KT. OueBuIHO, 4TO
B TIEPBYIO OYepelb BCErma CleayeT paccMaTpuBaTh BO3MOXHOCTh aleKBaT-
HOT0 BOCCTAHOBJICHMSI KOPOHAPHOI'O KPOBOTOKA, YTO CaMO MO cebe MOXeT
MPUBECTU K YCTPpaHEHUIO TaxuKapauu. OqHaKo B OOJBbIIMHCTBE CIyYaeB Ha-
nuune noctuHpapkTHo# KT Tpedyet nmruiantauuu MKJI. B coorBeTcTBUM
C COBPEMEHHBIMU KJIMHUYECKMMU PEKOMEHIALMSIMU TaHHBIA BUI JCYCHUS
nmeet Ila kmacc mokazaHuil ISl MAlMEHTOB C HOPMaJIbHOM (PyHKIMEH
JIEBOTO XeJiynouyka u I Kiiacc mokazaHMit IJIsl MAllMEHTOB CO CHMXKEHHOM
dyHkumein neBoro xeiaymouka (PBJIK <35%). Cnemyer OTMETUThb, 4TO
s dekTUBHas JIeKapcTBeHHas Tepanus U aaxke 3¢p¢GeKTUBHAsI KaTeTepHas
abnsuus KT He gBisitoTcsa moBoaoM K otkaszy oT MKJI-Tepanuu, Tak Kak
OHM MPAKTUYECKM HE CHMXKAIOT PUCK BHE3aITHOW CMEpTU Y JaHHOM KaTe-
ropun namueHToB, a Hanuuue MKJI Takke He OTMEHSET HeoOXOAUMMOCTh
MOMBITKM PaAuKaIbHOTO YCTPAHEHMSI TaXUMKapAuWd WIM Ha3HAYeHUs IPO-
¢unakTUUEeCKO JieKapcTBeHHOM Tepanuu. IlocnenHsis nis JaHHOM Karte-
ropuM MALMEHTOB OObIYHO orpaHmuuBaeTcsi ammomapoHoM (Kopmapon?*)
U COTaloJIOM, MPUUYEM aHTUapuTMUYecKass U mpoduiakTuueckas 3¢pdex-
TuBHOCTh amuonapoHa (Kopmapon®) GymeT ycuauBaThesl MpHM COYETAHUU
¢ B-ampeHobI0KATOpaMU.

Xupyprudeckasi Koppekuus noctuH@apkTtHbix KT B mepByio odyepeab
CBsI3aHA C BO3MOXHOCTbIO ITOJHOLICHHOM peBacKy/IsipU3allMi MUOKapia,
UIeHTU(pUKALMU U yCTpaHEeHUs apuTMudeckoro ¢dokyca. IlepBbie ycnexu
MPUMEHEHUS A0PTOKOPOHAPHOrO IIYHTHPOBaHMA B ycTpaHeHuu KT ObLiu
OTMEYEHBI y OOJIbHBIX UIIEMUYECKU 3aBUCUMbBIMU TaxukKapausiMu. OaHaKo
B JajJbHEHIeM ObLIO OTMEUEHO, YTO TpYIINa 3TUX IMallMeHTOB CPeau CTpa-
napmux KopoHaporeHHbiMu KT HeBenuka, WU cpeayd HUX IOCTaTOYHO
yacTo OTMEYaJoCh pelMIMBUpPOBaHUE apuUTMUil. BriocienctBuu padotamu
M. Josephson u coaBT. ObLJIO 1O0Ka3aHO ydyacTHe apuTMUYECKOTO cyOcTpaTa
U MeXaHu3Ma re-entry B BOSHUKHOBEHUU XKEJIyIOYKOBBIX apUTMUI Y OO0JIb-
Heix MBC, 4TO majo BO3MOXHOCTb MOMCKA IyTell €ro yCTpaHEHMsl Kak
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XUPYPru4ecKMMU, TaK W SHOOBACKY/ISIpHBIMM MeTomamu. Ha coBpeMeH-
HOM 3Tale XUPYPrUueCcKUii METOJ B OCHOBHOM HCIOJIB3YIOT IJISI YCTpaHe-
Hust KT, obycioBiaeHHbIX TNocTUH(apkTHON aHeBpudMmoili JIK. Ilo BbI-
paxeHuto M. Josephson, «xupypruyeckuit MeTon sl TakKuxX MallMeHTOB
OCTaeTCsl HAWIyYIIIM METOJOM YCTpaHEeHUs] TaXUKapAUU IIPH YCIOBUM, YTO
MOAO0OHbIE OIlEPaLlM BBIMOJHSIOT OIBITHbIE CIIELUATNCThI».

ITepBBle MOMBITKA 3HIOKAapAUAIbHOTO yeTpaHeHust KT OB CBSI3aHBI
C HCIIOJIb30BaHUEM 3JIEKTPOMMITYJIbCHOM NeCTPYKLMM, KOrIa IJIsl BO3IEii-
CTBUSI TIPUMEHSIICS 2JIEKTPUYECKUI pa3psii, HAHOCUMBIN C neduopuiiis-
TOpa ITOCPEICTBOM SHAOKAPAMAIBHOTO 3JIEKTpoaa. MeToauKa MCIIOIb30-
BaJlaCh BO MHOTHMX KJIMHHMKaxX no Hadajga 1990-x romoB m mcuepriajga ceost
B CBSI3U C OOJIBIIIUM KOJIMYECTBOM OCJIOKHEHMI U MosiBiieHeM MeToaa PUA.
IMocnenHuii 3a MCTEKILIME ABA AECATUJICTUS IOJIYYMI IIMPOKOE pPaCIpo-
CTpaHEHHWE B yCTpaHEHUU OOJIBIIMHCTBA HApYIICHWI CEpaeYHOTO pUTMa.
Opnako npuMeHeHne PYA y 6oabHbix UBC ¢ KT TpeOyeT TiaTeabHOTO
0TOOpa MaIMeHTOB BBUY CYIIIECTBOBAHUSI MHOTWX OTpaHWYEHUN IS MC-
MOJIb30BaHMSI METO/Ia Y 3TOi KaTeropnu naureHToB. IToTpeGHOCTh B Ipo-
BEeICHUU PeBACKYJISIpU3allin, yCTpaHeHU aHeBpu3Mbl JI2K oOycimoBnmmBaeT
BBITIOJIHEHWE 3TUX OIepalluii TepBBIM 3TAalloM, W TOJLKO B Cllydae eciu
KT coxpansieTcs, 3areM Bo3MoxXHO mnpoBeneHue PUA. Unentudukanmusa
apUTMUYECKOU 30HBI TIpEX/e BCEro OymeT CBs3aHa C HEOOXOIMMOCTHIO
uHaykiuu KT 11bo ¢ HaauyreM 4acToif MOHOMOP(MHOI 3KCTPaCUCTOIUU
IJIST BBITIOJIHEHUS TTOJIHOLIEHHOTO SHIOKAPAUAIBHOIO KapTUPOBAHMS, UYTO
OrpaHUYMBAETCSl KAK BO3MOXKHOCTBIO BOCIIPOM3BEACHMST TaXUKapAUU, TaK
¥ TeMOJIMHAMUUYECKMMU CBoiicTBamMu mocieaHeii. Kpome Toro, apdexTun-
HOCTh BO3IEMCTBUS OyIeT 3aBUCETh OT TOIMMKM CyOCTpaTa B TOJIIIE MUOKap-
J1a, TaK KaK MHTpaMypaJibHasl WU SIMKapAraibHasl JIOKAIU3alKsl CHIKAET
9 hEeKTUBHOCTD METO/A.

BcaencrBue pasadyHbIX TPUYMH BOZMOXKXHOCTb MHAYKIIUM U SHIOKAPI-
ajpHOro KaprupoBanusi KopoHaporeHHbIX 2KT nipu DDU/PYA cocrabisier
67—81% cnydaeB, 4TO M3HAYAJIBHO OTPAHUYMBACT IPYIIITY MAlUEHTOB, MO/~
XOISIIMX JUIST KaTeTepHoi absauuu. HermocpeacTBeHHO MOcie BHIMOJIHEHUS
PYA Taxukapnust He UHIyuupyetcst y 68—90% mnaiueHToB, YTO CBUACTEb-
CTBYeT 00 3(GHEKTUBHOCTA MPOLEAYPHI, OMHAKO B OTHAJIEHHOM IEPUOMIE
peunausbl KT ormevarores y 20—44% manmenToB. K coxkaneHuto, coxpaHs-
€TCSI TOCTAaTOYHO BBICOKMI IPOIEHT OCIOXHEHWI WM MHTpaollepalliOHHON
JIETAJIBHOCTH, TIOKA3aTeJIM KOTOPBIX CYLIECTBEHHO BapbUPYIOT OT KJIMHUKU
K xinHuke (0—2,7%), 4T0, BEPOSITHO, CBI3aHO C Pa3IMYHBIM OITBITOM II0-
JMOOHBIX BMEIIATEILCTB M OCHAILECHUWEM KIMHMK. YYUTHIBas CKa3aHHOE
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BBIIIE, aBTOPBI XOTEJIM ObI ellie pa3 MOAYEPKHYTh MBICIb O TOM, YTO IPU
BCEil IMPUOPUTETHOCTH METOIOB PaJMKaJIbHOIO YCTPAaHEHUsI KOPOHAPOIeH-
HbIX 2KT BO3MOKHOCTHU MX UCIIOJIb30BaHMS Y JAHHOM KaTETOPUU MAaLlMEHTOB
CYILLECTBEHHO OrpaHWYEHbI M TPYIIa ycrexa Cpeau 3TUX IalMeHTOB B Ha-
cTosiiee BpeMsi, K COXaJIeHUI0, HeBerKa. [1oaToMy 1J1s1 MHOTUX ITOIOOHBIX
nauueHToB MK/ SIBASIOTCSI OCHOBHBIM CPEACTBOM KakK JJIsl MPO(hUIaKTUKKI
BHe3amnHoii cMepTH, Tak 1 mis JiedeHus: 2KT. Kpome Toro, yctpanenue KT
y OOJIbHBIX CO CTPYKTYPHBIM IIOPaKeHUEM MUOKap/a CYILeCTBEHHO HE yIy4-
IIaeT MPOTrHO3, a 3HAYUT, He cHMXKaeT puck BCC unm cHUXKaeT ero ToabKo
YaCTUYHO.

2.3. XENNY104KOBbIE TAXUAPUTMWUW N BHE3ATHASA
CMEPTb NPU HACNEACTBEHHbIX APUTMOIEHHbIX
3AGO0JIEBAHMAX C BbICOKMM PUCKOM BHE3AMHOIA
CMEPTU BE3 CTPYKTYPHOW NATONOM AW CEPJLIA
(MEPBU4HBIE KAHATIOMATWN)

Psin 3aboneBanumii cepama xapakTepusyeTcs BhIpaXkKeHHON apUTMOTEHHO-
CThIO. 3a4acTylO0 MCXOIOM TakKMX 3abosieBaHuil saBisgetrca BCC, BbI3BaHHAS
xenynoukoBoit aputmueit (2KA). Ilocnennsii B JaHHOM cliydae CIIY>KUT
He TOJIbKO OCHOBHBIM MEXaHM3MOM Pa3BUTUSI OCTAHOBKY KPOBOOOpAILIEHUS],
HO U TIEPBONPUYNHON (TpUTTepoM) pa3BUTHsA (paTaibHOro 3nu3ona. I[1o nan-
HBIM pa3HbIX uccienoBanuii (Wellens H.J., 2013; Wei D., 2016), no 65—85%
caydaeB BCC peructpupyercs y JUIl C COXpaHHOW KOHTPaKTUIBbHON (PyHK-
nueit JIK npu oTCyTCTBUY BOCHAIMTEIbHBIX WIM UIIEMUYECKUX ITOPaKEHUIA
muokapaa. ToxbKo HemaBHO OJarogapst OTKPBITUSIM B 00JIACTA MOJIEKYJISIp-
HOIl TeHEeTHKM Y NaTO(MM3UOJOTUM HAM CTaJ0 M3BECTHO O BO3MOXKHOCTU
HaCJIEACTBEHHBIX (IMepBUYHBIX) opM KA, TOMMMO XOPOIIO M3BECTHBIX
IpUOOpPEeTeHHBIX (BTOPUYHBIX) (hopM KA, 00yCIOBIEHHBIX CTPYKTYPHBIMU
3aboneBaHusIMu cepana (xponmdeckass MBC, moctuHbapKTHBI Kapauo-
CKJIEPO3, BOCIHAJIMTENIbHbIE 3a00JieBaHMS MUOKapaa, MOPOKM KiallaHOB
u 1p.). B ocHoBe HacnmencTBeHHBIX KA y I, HE MMEIOIIUX MPU3HAKOB
OPraHMYECKOM MATOJOTUM CEPIEYHO-COCYAUCTOM CUCTEMBbI, MOTYT JIEXKATh
M3MEHeHMs (MyTalluK) B TeHaX, KOIUPYIOIIUX CUHTE3 OEJKOB KJIETOYHBIX
MeMOpaH, OTBETCTBEHHBIX 3a TpaHCMEMOpaHHbIE MOHHBIE TOKM, KOTOpPbIE
WUIPalOT BaxKHEHIIYIO poJib B MpOLieccax AEMOJISIpU3aLNU U PEHOJIIpU3aliun
B MUOKap/e.
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Bce aTuosornyeckue M TMAaTOTeHETUMYECKME IIPOLIECChI, BIUSIOLIME
Ha 3JIeKTPO(GU3NOJIOrMIYecKre mnapaMmeTrpbl (yHKIMOHUPOBAHUS MUOKap-
NUAJIbHOM KJIETKY W MPOBOISIIEN CUCTEMBI CEPLIA B LIEJIOM, OIIOCPEIYIOTCS
TpeMsl IJIaBHBIMU MEXaHM3MaMM apUTMUI: M3MEHEHUEeM (hOPMUPOBAHUS
HUMIIyJIbCa, U3BMEHEHUEM €T0 MPOBEICHUS WIM COYETaHUEM ITUX (DAaKTOPOB.
I'eHeTnyecku neTepMUHUPOBAHHOE HapyllleHUEe (DYHKIIMI MOHHBIX KaHAJIOB
MOXET JIeXKaThb B OCHOBE MPAKTUUYECKU BCEro CIeKTpa 3J1eKTPOhU3UOIOrH -
YeCKHX MEXaHM3MOB apUTMUM.

HopMmanbHble aMIIMTyAa ¥ MIPOAOJIKUTEIBHOCTD CEPASYHOT0 MOTeHIIaa
neiictBus (IT11) SIBIsIIOTCS pe3ybTaTOM KOOPIMHALIMM Pa3HOOOPa3HbIX BXOIS -
LIMX Y BBIXOISIIIMX MOHHBIX TOKOB, KaXKIbI U3 KOTOPHIX 00JIagaeT CBOCH yHU-
KaJbHOI IIUTENbHOCTbIO U MHTEHCUBHOCThIO. HaTpueBbie ToKM obecrieunBa-
10T OBICTPYIO IETOJSIPU3AIIMIO, a TAKXKE YIACTBYIOT Ha CTaduU IJIaTO BO BPeMsI
I1JI. KanueBble MCXOASIIME MOHHBIE TOKM MOIACPXKMBAIOT MEMOpaHHBIN
MOTEHIIMAJ TIOKOSI ¥ YYaCTBYIOT B PEIOJIsipU3allii, BOBICKASICh MPAKTUYECKU
Bo Bce (aspl [, beictpbiit (/;,), MemieHHbli (/i) 1 CBEPXOBICTPBIA KOMIIO-
HEHTHI (1, ) TOKa 3a1ep>KaHHOTO BBITPSMJICHUS POSIBIAIOT ¢e0s1 B 2-10 U 3-10
¢aspr [1I. MakcumanbHas aMILIATY/1a TOKA BHYTPEHHETO BbIIPsIMIEH s (1))
peructpupyercs B 4-10 cdaszy 1[0, 4yTo BaxkHO ISl TTOAAEPKAHMST aleKBaTHOM
MPOIOJKUTETbHOCTU T1]I O OTHOIIEHUIO K YaCTOTE CEPACUHOrO pUTMa.

ITocTosSTHHBIIT TpaHCMOPT MOHOB Yepe3 MeMOpaHy U OajlaHC MeXay
pa3IMYHBIMU MOHHBIMU TTOTOKAMM OOECIIEUMBAIOTCSI TOHKO cOaJaHCHUpPO-
BaHHBIM B3aUMOJEHCTBMEM COOTBETCTBYIOIIMX MOHHBIX KaHAJIOB, aKTUBU-
PYIOLLIUXCSI MU MHAKTUBUPYIOIIUXCS B pa3Hble (asbl 1[0, mpu 3TOM TOJIBKO
HeOoJIbIIasl YaCTh MOHHBIX KaHAJIOB JOJKHA OBITh OTKPHITA OMHOBPEMEHHO.
WonHble KaHalbl MPEACTaBISIOT CO00I CIOXKHBIE OETKOBBIE KOMILJIEKCHI,
COCTOSIIIIME U3 OMHON OCHOBHOU (0OOJBIION) Q-CYyObeAUHUIIBI U TOIOJHU-
TeJbHBIX (MaJbIX) Y-, B-, O0-cyobenuHul (puc. 2.3).

Il MOJIHOLIEHHO# paboThl KaHAJIOB Q-CYObeAMHMULIAM HYXKHBI MaJjble
cyobenuHULbL. YeThipe a-CyObeAMHUIIbI KaTUeBOro KaHalla 00beJUHSIIOTCS
B TeTpaMep, TECHO CBSI3aHHBII C COOTBETCTBYIOIIMMU [3-CyObeAMHUIIAMU.
CyObeIMHULIBI O U 3 OpUEHTUPOBAHBI TAKMM 00pa3oM, YTO 00pa3yioT Mopy
¢ oOpalleHHBIMU BHYTPb cerMmeHTamMu S5 u S6. I1pu nenonspusaunu mpo-
HUCXOMUT MepeMellleHue MOTeHLMAI3aBUCUMOr0 YYBCTBUTEIBHOTO IIEHTpa
HapyXy, 4TO BbI3bIBaeT KOH(GOPMAIIMOHHbIC U3MEHEHUS U MPUBOIUT K OT-
KPBITHIO «BOPOT» KaHajla 1 ero akTuBaluu. I1py 3ToM perucTpupyercst Bbl-
xomsmuit K -Tok.

Kaxnplit MOHHBII KaHal WIM PEryjsiTop ero akTUBHOCTU KOIMPYETCS
COOTBETCTBYIOIIMM TeHoM (puc. 2.4). HykneotumHble aedekThl B reHax
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4 A MoteHuman-3asncumble Na* kaHanb! h
a-nogrpynna B,_4,-noarpynnbl
LOomeH I LOomeH Il
B lNoTeHuman-3aBncumMble Ca?* kaHanbl
al-nogrpynna
[omeH | LomeH I LOomeH il LomeH IV
B K+ kaHan a-nogrpynnbl
Kv kaHanbl: S1-S6, Kir kaHanbl: S1-S2, K2P kaHanbl: S1-S4,
ofHa nopa ofHa nopa OBe nopsol
NH, NH;
N COOH COOH )

Puc. 2.3. TpaHcMmeMmMOpaHHBIE ITOTEHIIMAI-3aBUCMMbIE MOHHBIC KaHaIbl. AJb(pa-
MOATrpYINa HATPUEBOrO U KaJbLMEBOTO KaHAJIOB COCTOUT U3 4 nomeHoB. Kaxniblii
JIOMEH COCTOMT U3 6 TpaHCMeMOpaHHBIX cerMeHTOB (S1—S6). Anbda-moarpynma
KaJIMEeBOrO KaHaja MOXET COCTOSITh U3 6, 2 win 4 TpaHCMEMOpPaHHBIX CErMEH-
ToB (S1—S6). BaxHoil 4acThlo KaHaja sIBJISIETCSI MOTEHIIMA-3aBUCUMbIA YYBCTBU-
TeJIbHBIN LIEHTpP, 00pa3oBaHHbIN cermeHTaMu S1—S4. Kaxnas TpeTbst aMMHOKUCIIOTA,
BXOJSIIAsl B COCTaB cerMeHTa S4, TOJOXUTEIbHO 3apsikeHa, UYTOo oOecreyuBaeT
YYBCTBUTEJIBHOMY LIEHTPY CYMMAapHBIi MOJOXUTEIbHbIN 3apsia. CermeHThI S5 n S6
YJacTBYIOT B 00pa3oBaHUM LieHTpajbHOTO oTBepcTus (rmopsl) (Huang H. et al. Journal
of Pharmacological and Toxicological Methods. 2017)
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Q)

(2)
0omV
(0) (3)
MoHHblE TOKK VIoHHbIE KaHanbl
Na* Tok i Na, 1.5 n B noarpynnbi
T
L-Type Ca2* Tok —— Cay 1.2 1 BCOMorarenbHble NoArpynmbl
T-Type Ca2* Tok — Cay, 3.2 1 BComorartenbHble NOArpynmbl

Na*-Ca?t —®a— . — — Na'-Ca®

lto1(4-AP 4yBCTBUTESNbHBIN) — Ky4.3
lio2(Ca®* aKTUBMPOBAHHbIiA) A -
IKs — Ky7.1(KCNQ1) + MinK (KCNE1)

Kr — ol 11.1(hERG) 1 MirP1 (KCNE2)
[ — = Ki2.1

Icior IKp CFTR (CI"), Kop
\Kur " KV 1.5

[KATP/ACh === ol G|RK1+4 (Ik-acn), Kir 6.2+SUR1 (IkaTP)

Puc. 2.4. CxeMa moTeHIMajda OEUCTBUSI KapAMOMUOLIMTOB KEJIyIOUYKOB MMOKapaa
M MOHHBIX TOKOB, YYaCTBYIOIIUX B €ro ¢hopMupoBaHun. CBETI0-CephIM 0003HAYECHBI
BXOISILIIME MOHHBIE TOKU, TEMHO-cepbiM — ucxoasiue (Antzelevitch C.J., 2003)

MIPUBOIAT K CUHTE3y aHOMAaJIbHbIX OCJIKOB, KOTOPbIE HE MOTYT OOecreun-
BaTh HOPMaJIbHYIO pabOTy MOHHOIO KaHajia Y BbI3bIBAIOT CIIEKTP FeHETUYC-
CKU-IETePMUHUPOBAHHBIX aPUTMMUIA.

I'pynna HaciaeACTBEHHBIX apUTMOTEHHBIX 3a00JieBaHUIl 0e3 CTPYKTYp-
HbIX MU3MEHEHUI MHuoKapaa, 0OyCIOBJICHHAs HapylIeHUSIMU (PYHKIIMOHU-
pOBaHUsI TPaHCMEMOpPAHHBIX CEPACYHBIX MOHHBIX KaHAaJOB, BCJICICTBUE
reHEeTUYeCKMX Ae(DEKTOB €CTeCTBEHHBIM 00pa30M MOJIyYujia Ha3BaHUE «IIep-
BUYHbIC KaHaiomatuu». KpoMe Toro, tak Kak 3TH 3a00JIeBaHUsI ITPOSIBIISI-
I0TCSI IPEUMYIIECTBEHHO MJIM UCKIIIOUUTEIbHO HapYLICHUSIMY 00pa30BaHMs
1/WIK PacipoCTpaHEeHUs SJIEKTPUUECKOI0 MMITYJIbCa B MUOKapPIE, UX TAKKe
Ha3bIBAIOT OOJIE3HSIMU JIEKTPOreHEe3a WM «[IEPBUYHBIMU JIEKTPUICCKUMU
Oosie3HsIMU cepalia» (aHrA. primary electric heart disease). DTa 10CTaTOYHO
MOJIOJasi, CTPEMUTENIbHO pacClIMpsIONIascss TeTepOoreHHast Ipymma 3a00-
JIEBaHWI Ha TEKYILIMI MOMEHT BKJIIOYaeT B ceOs CUHIPOM YIJIMHEHHOIO
uHtepBana Q—T (anrn. Long Q—T syndrome — LQTS), cunapom bpyrana,
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cuHAapoM Kopotkoro uHtepsana Q—7T (auria. Short QT syndrome — SQTYS),
KaTeXOoJaMUHEPIruyecKylo MOJUMOPGHYIO XEIyIOYKOBYIO TaXUKapIUIO
(aurn. Catecholaminergic polymorphic ventricular tachycardia — CPVT)
U CUHIPOM paHHEH pernosipu3aliuu.

KnvHuyeckast 3HaUMMOCTh MEPBUYHBIX KaHAIOMAaTU 00yCIOBIEHA BbI-
cokuM puckom pa3putust BCC, B ToM 4nciie B MOMEHT ITIEPBOTO CMHKOIIATb-
Horo snu3ona. CoxpaHHasi KOHTpakTWIbHas hyHKus JIZK mpu oTcyTcTBUA
BOCITAJIUTETBHBIX WJIM WIIEMUUYECKUX TTOPAKEHUI MUOKapaa 3HAYUTETbHO
3aTPYAHSIET OIUAaTHOCTUKY U IMPOBEICHUE MEPONPUATUI IO Mpeaynpexie-
Huto BCC y aToii rpyrnnbl 00JbHBIX. Jlaxke MCIOJb30BaHUE COBPEMEHHBIX
IMATHOCTUYECKUX Bo3MOoXHOoCTel DKI', cucteM cyTOUHOTO MOHUTOPUPOBA-
Hus DKT', 21eKTpodU3n0oJIornyecKux UCCAeNOBaHUI He BCEraa Mo3BOJIsSeT
CBOEBPEMEHHO WX IMAarHOCTUPOBATh. DTO CBSI3aHO C CYIIECTBOBAHUEM 3HA-
YUTEJIBbHOTO MPOLIEHTA CKPBITHIX (hOPM 3a00JIeBaHUSI.

CoBpeMeHHBIe TIOIXOIbI K TMAarHOCTHUKE 3TUX 3a00JIeBaHU, OlICHKA PH-
cka BCC y Takux rmaie HTOB ¥ BLIOOP TaKTUKM JIEeUeHUST B 3HAUUTEJIbLHOIM CTe-
MeHu 0a3upyroTcs Ha MHOOPMALUU O MOJIEKYISIPHO-TE€HETUYECKOM MTPUpoe
3aboseBaHus. [1py OTCYTCTBUYM aIeKBAaTHOTO JIEUSHHS BELKMBAEMOCTh 0OJIb-
HBIX C TEHETUYECKM IeTepMUHUpoBaHHBIMU 2KA He mipeBbiiaet 50% B Tede-
HME S5 JIET MOcje MepBOT0 CUHKOIMAJIBHOTO 3MM30/a, TpUieM, KakK MpaBuJlo,
MOrudaloT JIOAUA PENPOAYKTUBHOTO U TPYILOCIOCOOHOIO BOo3pacTa (B OCHOB-
HoM 20—45 net). Kak moka3biBaeT OOJbIIOE YKUCIO MPOBEIACHHBIX MCCIIe-
JIoBaHMI, Hambonee 3(PHEeKTUBHBIMU MepaMu Mo npexynpexiaeHuo BCC
SIBJSIETCSI MMILIAaHTUPOBAHHBIN KapauoBepTep-aeduodpunsatop (UMK).
B Hacrosiiiee BpeMst mokaszaHa pa3inuaHast 3(h(heKTUBHOCTh aHTUAPUTMUYE-
ckux npemnapatoB (AAII) ripu pa3aMyHBIX TeHETUYECKUX popmax 3abosieBa-
Huii. B psne ciydaeB mpu Tak Ha3bIBAeMOM 0€CCUMITTOMHOM TEUEHUU 3a-
0oJieBaHUS TTOCTAaHOBKA JIMArHo3a BO3MOXHA TOJBKO IPU MCITOJH30BaHUU
MOJIEKYJIIPHO-TEHETUYECKMX METOAOB NMArHOCTUKM, TaK KaK PYTUHHbIE
MeTOAbl 00CIeIOBAHUS MOTYT He BBIABIATL 10 30% HocuTeneil MyTaluii
B TeHax, MPUBOASIIUX K 3a00J7eBaHUI0. DTU UHAUBUAYYMbI TaKXE UMEIOT
BbIcOKMi prck BCC naxe mpu oTCyTCTBUU SIBHBIX KIIMHUYECKUX TTPOSIBIIE-
HUI1 3a00yieBaHUs. BhIsIBIIeHHE TaKUX JIMILL O3BOJISIET CHU3UTh CMEPTHOCTh
B JJAaHHOM IpyTIIie MaleHTOB.

CMHAPOM YANMHEHHOro uHTepsana Q-T

HaubGonbinyto nctoputo ndydeHusi U3 3TON TPYMIbl 3a00JeBaHUN NMEET
LQTS, xoTopblii BCTpeuaeTcst B IOMYJISIINY ¢ YacToTolt He MeHee 1:5000 Ha-
cenenus (Priori S.G., 2013).
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CunapoMm ymiMHeHHoro uHTepBajia Q—7T XxapakTepu3yeTcsl YBeJIMYeHU-
eM IponoskuteabHocTd MHTepBaga O—7 Ha DKI mokost (mpu OTCYTCTBUU
JIPYTUX BBI3BIBAIOIIMX 3TO M3MEHEHME INPUYMH), PELIMIMBUPYIOIIUMU CHH-
KOMAJIbHBIMUA M NPECUHKOMNAIBHBIMUA COCTOSIHUSIMU M 0C000ii (hOpMOIi 110-
mumoppHoit KT — nByHampaBiaeHHOIN BepeteHooOpa3Hoi KT, Takxke Ha-
3piBaecMoit KT Tuma «mupyat» (OT (bpaHl. forsades de pointes — CKpydeHHbIE
LIHYpKM), a Takke ciaydasmu BCC. He Bcs noaumopdHas KT — 3710 forsade
de pointes. ns KT Tuna «mupya3T» XapaKTepHO MEPUOANIECKOE U3MECHEHUE
(«CKpYYMBaHUE») JIEKTPUYECKOM OCU XKEJTYIOUYKOBBIX KOMILIEKCOB BOKDYT
M303JICKTPUYECKON JTMHUU (CMEHA TMOJISIPHOCTH), YTO U 0OYCIOBIMBAET I10-
SIBJICHUE ITOJIOXKUTEIbHO M OTPUILATEIbHO HAIIPaBJICHHBIX 110 OTHOLICHUIO
K n3onuHuu koMruiekcoB QRS. HabmogaeMoe B pesysibTaTe BOJHOOOpPA3HOE
HapacTaHUe Y CHUKEHUE aMIUIUTYAbl KoMIuieKcoB QRS 1o (opme HarmoMu-
HaeT BepeTeHo. OHa 13 cambix ormacHbIX (opM KT BBUAY TSXKENbIX KIMHUYE-
CKUX IPOSIBIIEHUIT — reMOAMHAMUYeCKasi HECTaOMIbHOCTD, KOTOPasi HEPEIKO
nepexoauT B MK, XoTs1, B OTJIMYME OT HEE, YACTO CIIOHTAHHO IIPEeKpallaeTCsl.

B narorenese LQTS Beayiast pojib MPUHAMIEXKUT TeHAM, KOIUPYIOLINM
TpaHCMeMOpaHHbIe MOH-CeJIeKTUBHbIe KaHanbl. [Ipu LQOTS mytauuu Haii-
JeHbI B 17 reHaX, KOOUPYIOIIKMX KaJueBble, HATPUEBbIe 1 KaJlbLIMEBbIC KaHa-
JIbI, MeMOpaHHbIE MEPEHOCUUKH, a TAKKE HEKOTOPbIE CTPYKTYpHbIE OCIKH,
JIOKaJM30BaHHbIE HAa XpomocoMax 3, 4, 7, 11, 12, 17, 20 u 21 (taban. 2.5).

ITo nanneiM M.J. Ackerman u coaBr. (2011), okosno 90% Bcex reHeTHYe-
CKM TMoATBepxkaAeHHBbIX ciiyyaeB LQTS BbI3BaHBI MyTaLlMsSIMU B TPEX OCHOB-
HbIx reHax: KCNQI (LQTS1), KCNH2 (LQTS2) u SCN5A (LQTS3).

50% Bcex NpUYMHHO-clencTBeHHbIX MyTauuii LQTS oGHapyXeHbI
B reHe KCNQI, KOTopblii KOOUPYET C-CYObEOAUHMIY KaJUeBOro KaHasjia
(KvLQT1) u BezeiBaeT LQTS, tun 1. Kanan KvLQT1 (Tak:ke Ha3bIBaeMblit
Kv7.1) npencrasisier coboit 6e10K, KOTOPhIii 00pa3yeT TeTpaMephbl BMECTe
¢ 6enkoM minK (B-cy0beaMHuIIa KaJaudeBOro KaHaja, KOOUPYETCS TeHOM
KCNEI) u obecnieynBaeT MEIJICHHO aKTHBUPYIOIIMICSI KOMIIOHEHT TOKa
3aep>KaHHOTO BhIMpsiMiIeHust (1 KS). BricTpriit koMnoHeHT 3toro Toka (IKr)
obecrneunBaeTcs KaHaJloM, COCTOSIIIMM U3 - U B-CyObeIVHUL], KOAUpye-
MbIX reHamMu KCNH2 v KCNE2, cOOTBETCTBEHHO MPOSIBIsISA CBOIO MaKCH-
MaJIbHYI0 MHTEHCUBHOCTb B 2-10 U 3-10 (a3l 1. Ha momio maToreHHBbIX
myrtanuit B reHe KCNH2, xomupyoueMm o-cyobenunuiy oenka HERG
(kanan Kvl1l1.1) u sBisnomemces npuunHoit LQTS2, npuxomutcs 35—40%.
IMonnasg AB-61okana, ocnoxHsiomas tedeHue LQTS2, obHapyXuBaeTcs
y 17% B3pocbIx nalueHToB ¢ MyTanueii B rene KCNHZ2. [oMO3UTOTHBIE My~
Tauuu B KCNH2 penku, U, KOTaa OHU MPUCYTCTBYIOT, MAlMEHThI CTpagaloT
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Taomuna 2.5. ['eHbI, OTBETCTBEHHBIEC 32 Pa3BUTUE CUHAPOMA YIJIMHEHHOIO MHTEPBA-

na Q—T
Bapuant - N
LaTS TeH benkoBbli npoaykT WNoHHbII TOK
LQT1 KCNQ1 o.-Cy6beanHuLia KanmeBoro KaHana KVL0T1/KV7.1 /KS 2
LQT2 KCNH2 a-Cy6beavHuua kanvesoro kasana HERG/K,11.1 L |
LQT3 SCN5A a-CybbevHnua Hatpuesoro kasana Na, 1.5 INa 0
LQT4 ANK2 AHKnpuH B (Ank-B) Na*/K* 4
LQT5 KCNET B-Cy6beanHuua kanuesoro kaHana MinK IKS J
LQT6 KCNE2 B-Cy6beanHuua kanmesoro kaHana MiRP1 lKr J
LQT7
(cuHpopom &0%2) a-Cy6beanHnLa kanuesoro kaxana Ky, /K, | g \)
AnpepceHa)
LQT8 Cv6 L c
(Curapom CACNATC | o-CyGbepnhnua kanbLmesoro kaHana L-tuna Ca,, , - 1
TumoTn)
LQT9 CAV3 Kaseonu-3 et
LQT10 SCN4B B-Cy6beanHuua Hatpuesoro kaHana Navb4 INa 0
o-KiHasa LieHTpoCcoMbl U Komniekca [onbpKu
Lar11 AKAP9 | Votiao) s ¥
LAT12 SNTA1 o-1-cy6beanHnua CUHTponHa i 0
G-6eN10K-CBA3aHHbIE KanneBble KaHasbl BHYTPEHHe-
Lams KCN5 ro sbinpamnenna Kz /K, 5 4 (GIRK4) ha v
BbICOKOKOHCEPBATUBHbIN KanbLMA-CBA3bIBAOLLMIA Hepes /g, J
Lari4 CALMT | §onox (Calmodulin 1) w noagHuit INa 1
BbICOKOKOHCEPBATUBHbIN KaNlbLNii-CBA3bIBAIOLMIA Yepes /g, , 4
LOT15 CALM2 6enok (Calmodulin 2) " noanmVlalNa T
BbICOKOKOHCEPBATUBHDIN KaNbLiNiA-CBA3bIBAIOLLNI Hepes /g, S
LQT16 CALMS 6enok (Calmodulin 3) w noaaHuit INa T
LQT17 TRDN TpuaamHmH loas T

IIpumveuanue. LQTS — long QT syndrome — cMHAPOM yuIMHEHHOTO UHTepBaia O—1T

oT Tsikenoit ¢popmbel LQTS, AB-6nokans! 2:1 u tskenbix KA cpady nocie

POXIEHUS.

Mytaunu B reHe SCN5A HapylaloT OBICTPYIO MHAKTUBALIUIO O-CyObeau-
HULBI HaTpUeBoro KaHana Navl.5 1 mpuBOAAT K MOSIBJICHUIO TTO3IHETO Tep-
CHUCTHUPYIOIIErO HATPUEBOI'O TOKA, OTCYTCTBYIOIIETO B HOPME, BhI3bIBasI IIPO-
aneHus LQTS3. B-Cyobenunuia HaTpueBoro KaHana NaV[p4, konupyemast
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reHoM SCN4B, nokanusyeTcsl Ha MHTepPKaJMpOBAaHHBIX JTMCKaX MUOLMTOB
(Dhar Malhotra et al., 2001; Maier et al., 2004) 1 B3auMoOAeHCTBYET C pa3-
JIMYHBIMU U30¢OpMaMu cepAeyHOro HaTpueBoro kKaHana Navl.5 nuckpeTHo
pa3IMYHBIMM cIlocob0amMu B pasHbIX objactsx cepaua (Catterall, Goldin,
2003). Myrauuu reHa SCN4B HapylialoT 3TO CJI0XHOE B3aUMOICHCTBHUE
u ipuBoaaT K LQTS10.

ITepByio HekaHanbHyO (popMy LQTS npencrabnsier 4-ii Tui, o0ycaoB-
JICHHBI MyTauusMu AHKUpUH-B, agpantepHoro Oenka. MyTauuu B reHe
ANK2, xoaupytomieM AHKUpUH-B, momMumo HapyuieHus1 oOMeHa HaTpus
M Kajiusl, IPUBOAAT K BHYTPUKJIETOYHOM Ieperpy3ke KajablueMm. B moros-
HeHue K npojoHranuu Q—7 y maluMeHTOB ¢ 3TUM TUIIOM CHHAPOMAa MOIYT
OBITh CUHYCOBasl OpaauKapausl, apoKcu3MaabHas GUOPUILISALMS TIpeacep-
nuii (PIT) u karexonamuHeprudeckas nmonumopdHast 2KT (CPVT).

Cunapom AnnepceHa—TaBuna (LQTS7) pa3BuBaeTcs BCAEACTBUE MY-
Taumii B reHe KCNJ2, xonupyoollieM 0O-CyObeIUHUIY KaJUEBbIX KaHAJOB
Kir2.1, koTophblii obecreunBaeT KaJlMeBbIi TOK BHYTPEHHETO BBITIPSIMIIC-
Hust (I,,). Cunnpom Annepcena—TaBuna — penkasi popma 3aboneBaHus,
IIpY KOTOPOi yminHeHue uHTepBajia O—7 COMpPOBOXIACTCS IOSIBICHUEM
BBICOKOAMILIUTYAHOI BoJIHBL U. DTOT CUHAPOM TakKe IPOSIBIISIET SKCTpa-
KapauallbHbIe TIPU3HAKM, TAKME KaK aHOMAJIMKM Pa3BUTHUSI KOCTHOM CHCTEMBbI
(HM3KOPOCIOCTh, MUKPOTHATHS, OOJIBIIOE PACCTOSIHUE MEXIY IJIa3HUIla-
MM, HU3KOE PACIIOJIOXEHUE YIIHBIX PAKOBUH, CKOJMO3, KIMHOOAKTUIINS).
B peakux ciydasix OTMEYarOTCSl TUIIOKAJMEMUSI W IEPUOIMYECKUIl Ka-
Jnii-3aBUCcUMBIN Tapanund. Cunapom AHuaepceHa—TaBuia — 3abojieBaHUe
C ayTOCOMHO-JOMUHAHTHBIM TUIIOM HAaCJeAOBaHMS, OIHAKO CEMEWMHBIA
XapakTep 3a00JieBaHUS MIPOCICXKMBACTCS JaJeKO HE BCErna B CBS3U C TPYI-
HOCTSIMM JMArHOCTUKM, HeCHeUU(PUUECKUMU KIMHUYECKMMU IIPOSIBIIC-
HUSIMU 3a00JIeBaHUSI M HEIOJIHOM IIEHETPAHTHOCTHIO MYTAHTHBIX I'€HOB.
o 50% caydaeB 3a00JieBaHUsI OOYCIOBJICHBI MyTaLIUSIMU de novo.

Cunapom Tumoru (LQTSS8) HazpaH B yecth K. TumMoTH, omucaBiliero
970 3a0osieBaHue. BoizBaH Mytanueit reHa CACNAIC, KOoTophblit pacroiara-
eTcsl Ha XxpoMocoMe 12. DTOT reH KoaupyeT anbda- 1 -cyobeIMHUILY KaJblye-
Boro kaHana L-tumna. Kpaiine penkas ¢opma LQTS. Ilpu nanHHOM cuHapome
OTMeyYaloT HauboJiee BbIpaxkeHHOe yminMHeHue uHTepBajioB O—T u Q—Tc
(mo 700 mMc), conpoBoxxaatoleecs: KpaiiHe BeICOKUM puckoM BCC (cpenHsist
MPOIOJIKUTEIBLHOCTD JKU3HU cocTassieT 2,5 roga). 1o 60% 00abHBIX UMEIOT
Pa3IMYHbIE BPOXIAEHHBIE IOPOKHU CEPALIA U PA3JIMYHBIE HAPYLIEHUS TTPOBO-
numoct. Cpeay 3KCTpaKapIMalbHbIX IIPOSIBJICHUI 3a00J1¢BaHUsT OIIMCAHbI
KOTHUTUBHBIC HAPYILIEHUSI, TUITOIJIMKEMUS, UMMYHOAE(UIIUThI, aHOMAJIUU
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CTPOCHMS JINILIA, YACTUYHOE WJIM TTOJTHOE CpallleHHEe MajblieB KUCTEH 1 CTOIl
(cunpakTuiaus). CunapoM TUMOTU HacaeayeTCsl IO ayTOCOMHO-IOMUHAHT-
HOMY TUITy, OIHAKO Ipeodanarliee OOJbIIMHCTBO CllydyaeB 3a00JeBaHUS
TakxXe 00YyCJIOBJIEHO MyTallUsIMU de novo.

Kaseonnbl Obiu onucanbl Engelman M coaBT. Kak «MaJleHbKHE Tellle-
pbl» B IUIa3MaTUYECKO MeMOpaHe M pacCMaTpPUBAIOTCS B KayeCTBE MeCTa
BaXKHbBIX AMHAMUYECKMX U PETYISITOPHBIX COOBITMIA Ha IUIa3MaTUYECKOil
MemOpaHe. Mytauuu B reHe CAV-3, KonupyoolieM KaBeoJuH-3, OTBeYaloT
3a Ki1uHudeckue nposipieHus LQTS9.

B cepaue cummartuyeckas peryisius npoaoykuteabHocty I111 omoc-
penyeTcsl akTUBALMEd [(-aIpeHepruueckoro pelerropa, Koropasi Tpedyer
coopku a-cyonenunuubl (KvLQT1) kanana I, co cneuubuyeckum Oen-
KOM — A-KMHAa30ii LIeHTpocoMbI 1 KoMiuiekca ['onbmku (Yotiao). @yHKIMM
3TOro MpoTeuHa, KoaupyemMoro reHoM AKAPY9, pacnoyio)keHHOTo Ha Xpo-
MocoMe 7, B HacToslliee BpeMsl U3ydeHbl HeaocTaTrouHo. OQHaKO MyTaluu
B reHe AKAP9 accoumupytot ¢ LQTS11.

Cunnpom ymimHeHHoro uHtepBania O—7 tun 12 (LQTI12) obycioBieH
myTauueit reHa SNTAI, nokanuzoBaHHOTO Ha xpoMocome 20. OH Koaupyer
anba-1-cyobenunully 6enka cuHTpoduHa (a-1-Syntrophin), ydyacTByio-
IIEr0 B PEryysiliuM JAeATeIbHOCTH HATPUEBBIX KaHAJIOB KapIMOMUOLIMTOB.
Mytauusi B reHe SNTNI npuBOAUT K YCUJICHUIO (DYHKLUMU CEPACUHOIO
HaTpueBoro kKaHana Navl.5, KOTOpbIii SIBAsIETCS MATOJOrMYeCcKOi OCHOBOM
LQTSI12.

CasizanHas ¢ G-0e1KoM cyObeIMHNIIA KAJIMEBOTO KaHajla BHYTPEHHETO
BoinpsimiieHust (Kv3.4/Kir3.4) kogupyercst reHom KCNJS5. MyTtauusi norepu
¢GyHKIIMM B 9TOM reHe MoxeT BbizBaTh LQTS13.

BoabmmHCTBO MACHTUMUIIMPOBAHHBIX TeHETUUYECKUX Ne(PEKTOB Ipu
LQTS otHocuTcs K MyTalusM, HapylIalOIIUM CTPYKTYPY KOAUPYEMOTO
oenka (a- U B- cyObeOIUHUIIBI), U3MEHSIOIIMM HOPMaJIbHbIE MOHHBIE MO-
TOKM, UTO YBEJMYMBACT IPOAOJIKUTEILHOCTh (hasbl penojsipu3aunu. [1pu
HCCIEIOBAaHUHN 3JEKTPODU3NOTOTUUECKUX CBOMCTB MYTaHTHBIX CYObEIM-
HUIL MOHHBIX KaHaJ0B OBbLJIO MOKa3aHO, YTO (PyHKIMOHAJIbHbIE 3(P(PEKThI
MyTallMii B KaJMEBbIX, KaJbLIMEBbIX M HATPUEBBIX KaHallaX, MPUBOASIIINE
K LQTS, paznuuHbl. YBenuueHue BpeMeHU, HEOOXOAUMOTO [UIsT PETMOJISIPU-
3alUU, MOXET OBbITh PE3YJIbTATOM KaK YCHJICHMSI BXOSIIETO KaJlbLIMEBOIO
Toka (¢aza 2 I1]1) u nenonsipusyooliero HaTpueBoro Toka INa (daza 1 I11),
TaK M CHWXEHUS DPENoISIpU3YIOIINX KalaueBbIX TOKOB (da3bl 2 u 3 I1J).
MyTanuu B reHax, KOAUPYIOIINX OOJbIINE U Majble CYObeAUHUIILI Kalue-
BBIX KaHAJIOB, PEaJU3yIOTCS 110 MEXaHU3MY CHIDKEHUST (DYHKIIMU (aHIII. /0SS
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Puc. 2.5. A — MonHHbIe TOKH, 00eCIIeUnBaIOIINe TTOTCeHIIMA ACHCTBUS JKeJIyT0UYKOB;
b — cxemaruueckoe m3o0pakeHUe KapIHMOMMOIIUMTA, OTOOpaXaroliero Oeaku, yJa-
crBytoiue B matoreHeze LQTS (Zahurul A. Bhuiyan. et al. Front. Pediatr, 2013)
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of function) 1 MPUBOJAT K CHUXKEHUIO KaJIMEBOU MPOBOAUMOCTH (YMEHbIIIA-
10T UCXOJISIIIINE KaJTueBble MOHHBIE TOKM), TEM CaMbIM YIJTUHSISI PETIOSIPH-
3anuio (puc. 2.5). MyTtauum B reHax HaTPUEBBIX W KaJIbLIIMEBBIX KaHaJOB
peanu3yoTCcs MO0 MEXaHU3MYy YCWIeHUs (pyHKuuuM (aHTJ. gain of function)
U TIPUBOMSIT K YBEJMUYEHUIO MPOJOKUTEIBHOCTH PETIONIIpU3aIInsI 3a CUeT
YCWICHUSI BXOASIIMX HATPUEBBIX U KaJbLIMEBBIX TOKOB IIyTeM pa3IW4YHBIX
HapylIeHUI MTHAKTUBAllMW KaHAJIOB.

TsxkecTh TeueHUsl 3a0ojieBaHUs 3aBUCUT OT BBIPAKEHHOCTU (PYHK-
LIMOHAJILHOM HEIOCTATOYHOCTU MYTaHTHOro Oeyika. CTeleHb CHUXKEHUS
(byHKIIMU 3aBUCUT OT XapakTepa 3aMEHbI M YKCJIa MyTaHTHBIX CYyObeIUHUII,
BKJIIOYEHHBIX B TeTpamep. Eciam myTaius MmposiBisieT JOMUHAHT-HeraTuB-
HBI 2(D(hEKT, TO HAIMYKEe JaXke OMHON MYTAaHTHOM CyOBeIMHUIIBI B COCTaBe
KaHajla MOXET TOTaJbHO 3a0JIOKUMpoBaTh ero (yHKuUMI0. B 3TOM ciyyae
MPOITYCKATh MOHBI KaJIMs OYIyT TOJBKO KaHAJbI, HE COMEPXKaIlNe HA OTHOMN
MYTaHTHOI cyObequHULIBL. [10CKOIbKY KajleBble KaHAJIBI SIBIISIIOTCST TETpa-
MepaMH, TO Y TeTEPO3UTOTHBIX MALIMEHTOB JIKIIIL 0KOJIO 1/16 KaHaioB OyayT
COCTOSITh U3 CYOBEIMHUII TAKOTO THTA. B 11€JT0M TOMUHAHT-HETaTUBHBIE MY-
TallM1 OKAa3bIBAIOT 00JIee BHIPAXKEHHOE BIIMSIHUE HA YPOBEHb MOHHBIX TOKOB.

OCHOBHBIM 3JieKTpouznonorndeckum Mexanusmom KT tuma nmupyaT
SIBJISIETCSI TPUITEPHBII aBTOMAaTU3M, OOYCIOBJICHHBII paHHE MOCTICIIONS -
puzanueit (Hauano 3-it daszer [1]1). JIns cuaxpoHU3aumu cCOKpaiieHuss Mu-
oKapja, KOHTPOJISI M OTpaHUYEHUS CepIAeUYHOI BO30YIMMOCTH HeoOXoauma
3HAYUTEIbHASI TPOAOJIKUTEIbHOCTD (Da3wl pentonsgpusanuu [111. YBenuueHue
BpeMeH!, HEOOXOIMMOTO IUISI PETOJISIpU3aliii, MOXET OBITh Pe3yIbTaToM
KaK yCHJICHMSI JEIOJISIPU3YIOLIEr0 HAaTPUEBOrO TOKA, TaK U CHUXKEHUS pe-
TOJISIPU3YIOIINX KaJTWEeBBIX M KalbllMeBbIX TOKOB (Antzelevitch C., 2003).
ITpu LQTS reHeTnyecku 1eTepMUHUPOBAHHASI HETOMOT€HHOCTh PeToJsIpyr-
3aLUU [IPOSIBIISIETCS. OCOOEHHO SIPKO U JIEXUT B OCHOBE YIJIMHEHUSI UHTepBa-
na QT wHa OKT. MonHslii nucbanaHe, cymectBytommii mpu LQTS, npuBonut
K 3aMeJICHUIO M aCMHXPOHU3MY ITpoliecca pelosipu3aliy B MUOKAP/IE XKe-
JIyIOYKOB, UTO 00JIErYaeT MosiBJIeHe aHOMaIbHbIX octivuntstiumii [1J] — pan-
HUMX CJIEOBBIX jAenojisgpu3anuii. YacTble MOBTOPHbBIC IOCTIEIIOISPU3ALII
10 TUILy PAHHEI TPUITEPHOI aKTUBHOCTU MOTYT T€HEpUPOBATh BHEOUEPE -
HbIE COKpaIleHUs, YTO TPOSIBIIICTCS B BUAE ONMHOYHOMN MM MHOXKECTBEH-
HOM 3KCTPACUCTOJI, M MPUBOAUTH K BO3HUKHOBeHMI0 XKT.

MexaHn4eckn WHIYIMPOBATh 3aIllyCK apuTMUM MOXET short-long-short
(SLS) mocnenoBaTelbHOCTh (JIOCJIOBHO B MEPEBOAE — <«KOPOTKUI-IJIMH-
HBI-KOPOTKUIi»), nin (heHOMeH «Kackana». B ocHoBe SLS mocnenoBaTesnb-
HOCTH JIeXaT 4YepeloBaHNe BHE3aITHOTO YKOPOUYEHWSI W YIJIUHEHUS Bpe-
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MEHHBIX MHTEPBAJIOB BCJCACTBUE CYMPaBEHTPUKYJSIPHON 3KCTPACUCTOJIbI
(short), mocTaKCTpacucToauuecKas naysa (/long) 1 moBTOpHasl XKeIy104KOBast
9KCTPACUCTONUS (short), MOCIE KOTOPO 3aMMyCcKaeTCsl TaXUKaApAUsI «IIAPyIT»
(Duggal P., 1998).

CorniacHO OMMCcaHUsIM, CYILIECTBYIOT IBe HacaencTBeHHble opmbl LQTS
C pasHbBIMM TUIIAMM HacjieaoBaHus: cuHapoMm Pomano—Yopna (Romano—
Ward) ¢ ymiuHenuem nHtepBaia Q—7T Ha DKI', HopMaabHBIM CIYyXOM U ay-
TOCOMHO-IOMUHAHTHBIM TUIIOM HacjeloBaHMSI U cUHApoM JIxkepBesia—
Jlanre-Hunbcena (Jervell and Lange-Nielsen) ¢ 6osiee TSKEIbIM TEUYSHUEM,
BPOKIEHHOU IBYCTOPOHHEU HEMPOCEHCOPHON TJyXOTOM M ayTOCOMHO-pE-
LIECCUBHBIM TUIIOM HacjienoBaHusl. Haubosee u3ydyeHbl KIMHUYECKUE
U 3JIeKTpoKapauorpacduieckue mposiBIeHUS MePBBIX TpeX (OCHOBHBIX) TUIIOB
CHHIpPOMA C ayTOCOMHO-IOMMHAHTHBIM TUIIOM HacjenoBaHMs (Tabir. 2.6).

Ta6muma 2.6. ®eHoTunuyeckas XxapaKTepuCcTUKa TpeX Hambosiee M3BECTHBIX TUIIOB
LQTS

XapakrepucTuka

LOTS1

LOTS2

LQTS3

MyTaHTHbIN rex

Kcnat

KCNH2

SCN5A

1I3MeHeHNe NOHHOrO ToKa

CHmKeHne /KS

CHuxenne [,

Yeunenue INa

9KT: chopma T-3ybua

T-3y6eL C LWMPOKUM
OCHOBaHNEM

T-3y6eL, H1U3Ko-
aAMMNTYAHbINA

¢ U-3y6Lom nnu pas-
[IBOEHHbII

o3aHo nosBnsio-
Lwmics 3ybel T
(oTRaneHHbIN) cer-
MeHT ST

DakTopbl, NPOBOLMPYIO-
e uHaykuuo TdP

®usnyeckas Harpyska,
3MOLMOHANbHbI CTPecc

Pe3kuit rpomkmnin
3BYK (3BOHOK 0Y-
OWbHUKA), 3MOLM-
OHalbHbIN CTPecc
(nenyr)

bpaankapauns
(B MOKOE, BO CHe)

YyBCTBUTENBHOCTb K Ka- Bbicokas CpeaHss OTcyTcTBYET
TexonamuHam

[uHamuka QTc Ha Ha- YanuHexue YKopo4eHue (Hop- 3Ha4nTenbHoe
rpy3ke ManbHas AuHaMnka) | yKopo4enue

A heKTUBHOCTb Tepa-
num bb

Bbicokas (>80%)

YMepeHHas (0kono
50%)

Huakas (HensBecTHa)

[uHamuka QTc npu npue-
me AAIT | knacca

Het

Het

YKopoyeHue

VYcranoBneHue (aktopon, npoBouupywmmux KT, ocodeHHO HeoOXonu-
MO Y MOJIOJBIX MTAIIMeHTOB, HE UMEIOIINX CTPYKTYPHOTO 3a00JIeBaHUST Cep/I-
112, TTOTOMY YTO ITO3BOJISIET MPEAIOJIOKUTh HATNINe TeHeTUUECKU T1eTePMU-
HupoBaHHoro 3aboneBaHus. ns KT, odycnosieHHblx LQTS 1-ro Tuna,
XapaKTepHa CBSI3b CUHKOITAJIBHBIX COCTOSIHMI C (DU3WYECKOI Harpy3Kou



BHE3AMHAS CEPAEYHAS CMEPTb 11 XKN3HEYTPOXKAOLLVE XKESTYAOYKOBLIE APUTMIN © 127

unu crpeccom (Wilde A.M., 1999). Pe3kuii 3ByKOBOI pa3apakuTeb SIBJsI-
€TCST XapaKTEPHBIM TPUTTEPHBIM (DAKTOPOM Pa3BUTHSI CUHKOTIE y TIAIIMEHTOB
¢ LQTS 2-ro tuma, a pucK CUHKOIIE, BHE3aITHO CMEPTU B IIOKOE UJIU BO Bpe-
MsI CHa 3HAYUTeJbHO BhIIe y mamreHToB ¢ LQTS 3-ro tTuna (Schwartz P.J.,
1997). Ilpu c6ope aHamHe3a 60JabHBIX ¢ cuHIApoMoM LQTS pekomeHayeTcst
ocob0oe BHUMaHUE YHEISITh IMPUHUMAEMbIM IALIMEHTOM JIEKAPCTBEHHBIM
rperiapatam, Tak kak rospieHne DKI'-marrepHa, XapakTepHOTO JIsT 9TUX
3a00JIeBaHUIA, MOXET ObITh CIIPOBOLIMPOBAHO MPUEMOM HEKapAUOJIOTMYe-
CKUX JieKapCTBeHHbIX cpeacTs (Schwartz P.J., 1993; Crotti L., 2011).

KimHuuyeckast muarHoCTMKa CMHIpPOMa OCHOBaHA Ha KPUTEPUSIX, BIIEP-
BbIe MpemioxeHHbIX B 1985 1. P. Schwartz u mepecMOTpeHHBIX aBTOPOM
B 1993 m 2011 rr. (Tabn. 2.7).

Ta6auna 2.7. [IlnarHocTIecKre KpUTEPUU, IIPUMEHsIEMbIe JIJIST TOCTAHOBKM TUArHO3a
LQTS, mpemnoxennsie J.P. Schwarz, B cootBeTcTBUM ¢ u3MeHeHusimu 2011 1.

Kputepui bannbl

OneKTpoKapAnorpachuieckne Kputepum:

0-Tc >480 mc

Q-Tc 460-470 MC (y XKEHLLNH)

Q-Tc 450 MC (y MYXX4uH)

KT T1na «nupyat»

AnbTepHaums 3yéua T

[iByrop6biit 3y6eL T Kak MUHUMYM B TPEX OTBELEHNAX
bpazukapamns HUxXe BO3PacTHON HOPMbI 0,5

—_ =N =N W

KnuHuyeckune kputepum:
06MOpOKN, NPOBOLMPYEMbIe (IU3NYECKON HArpy3KOM UK 3MOLMOHAbHBIM CTPECCOM 2
noTeps CO3HaHUs B NOKOe 1
BPOX[EHHAR ryxoTa 0,5

CeMmeiiHbIi aHaMHe3:
« ciiyyau peructpaummn LQTS B cembe 1
« CIly4an BHE3anHOI HeOObACHUMOI CMePTH B CeMbe 60/1bHOr0 B Bo3pacTe <30 net 0,5

CornacHo pekoMmeHaalusm O61iectBa cepaedyHoro putMma (Heart Rhythm
Society — HRS), EBpomneiickoit acconnainuu cepaeuroro putMma (European
Heart Rhythm Association — EHRA) u A3zuarcko-TuxookeaHcKoro ooiie-
ctBa cepaeuHoro putMa (Asia Pacific Heart Rhythm Society — APHRS),
2013, LQTS muarHoctupyeTcs: a) Mpu Haauyuu >3,5 Gata (1o 1iKaie
IIIBapiia) 1 OTCYTCTBMM BTOPUYHBIX MPUUMH yIJIUHEHUs uHTepBana Q—T;
0) Mpu HAJTMYUU OTIPEIEICHHON MaTOTeHETUIeCKONW MyTalluy OJTHOTO U3 Te-
HOB, OTBETCTBEHHBIX 32 Pa3BUTHE CUHIPOMA YIJTMHEHHOTO UHTepBaia Q—7T)
B) npu Hasmuuu Q— Tc (o opmyne bazerra) >500 mc Ha moBTopHBIX DK
Y OTCYTCTBUM BTOPUYHbBIX MPUYUH YUIMHEHUs uHTepBaia O—T.
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Pabouas rpymnna EBpomneiickoro obmiectBa kapauosioroB (European
Society of Cardiology, ESC) B 2015 r. npenjoxuia 1MarHocTUpoOBaTh 3a00-
JIeBaHUE MPY MEHBIIKX MTOPOroBbIX 3HaueHusix Q— Tc (>460 mc), uyto Gosee
1LeJiecoo0pa3HO, 0COOCHHO y AaCMMIITOMHBIX IALIMEHTOB IPU OTCYTCTBUU
ceMeifHOro aHaMHe3a JaHHOro 3aboseBaHus (Tadm. 2.8).
B 3aBucumoctu ot KiamHudeckoro BapuaHta tedyeHusi LQTS Boigensior
(IIxonpHukOBa M.A.):
1) cunkone + yminHenue untepsana Q— 7T (38%);
2) UM30JMpPOBaHHOE yAJUHEHUEe uHTepBaja Q— 7T 06e3 CUMHKOIIe B aHaMHe-
3e (40%);

3) CHHKOIIE IIPU OTCYTCTBUU yUIMHeHus1 unTepBaia Q—71 (11%);

4) ckpbiTas hopMa — «HEMOE», JIATEHTHOE TeYEHUE CMHIpPOMa — CUH-
KoIle U yiiiHeHne uHtepBana Q— T He peructpupytorcs (11%).

Taommma 2.8. Pekomenmpanun ESC (2015) nmo muarHoctuke LQTS (rmpu oTcyTcTBUUA
BTOPUYHBIX MPUUYUH TposioHrauuu Q—17)

PekomeHpauumn Knacc YpoBseHb

LQTS guarnoctupyercs: | C
» npu @-Tc >480 mc Ha NOBTOPHbIX 12-KaHanbHbIx IKT;
* 6Gannbl no wkane pucka LQTS >3

LQTS anarHocTupyetcs: C
* MPU NOATBEPXKAGHWN HANNYMA NATOrEHETUYECKMX MyTaLWii BHe 3a-
BUCMMOCTW OT NPOAOIKUTENbHOCTU Q-T

[Ouarno3 LQTS MoXeT 6bITb pacCMOTPEH: lla C
* npu Hanu4uu Q-Tc >460 mc Ha NOBTOPHbIX 12-kaHanbHbIx IKI
Yy NaLUEHTOB C CUHKOME HESICHOTO reHe3a Npi 0TCYTCTBUN BTOPUYHBIX
NPUYKH yanuHeHus Q-T

HecMmoTpst Ha BHyIIMTENIbHBIE YCIIEXU, JOCTUTHYTHIE B TOHUMAaHUK MeXa-
HU3MOB 3a00JIeBaHMS, Y BbIIEICHNE KIIMHUKO-3JIEKTPOKapAUOrpanIecKux
KpPUTEPUEB, BBISIBJICHUE TIALIMEHTOB, HECYIIIMX MYTalIMIO, BCE €IIIe TTPEeICTaB-
JISIET OIpeNeieHHbIe TPYIHOCTU. B 3HAUMTEIbHON CTETIEHM 3TO OOBSICHS-
eTCsl KIIMHUIECKUM MOJUMOP(PU3MOM U BO3MOXKHOCTBIO OECCUMIITOMHOIO
TeueHUs (oTcyrcTBUe cuHKoIe, O—Tc <440 mc Ha DKI moxkos). 3agacTyio
aHaJIM3 BJIEKTpoKapauorpapuyeckux M KIMHUYECKHUX OCOOEHHOCTEeH 3a-
0oJieBaHUsI HE TIO3BOJISIET TOCTOBEPHO MpeACKa3aTh TeHETUIECKUI BapUaHT
3a0osneBanusi. @eHoTumnbl pazTuyHbX TUIOB LQTS MoryT nmepekpbiBaThes,
YTO AUKTYET HEOOXOIMMOCTb MCIIOJIb30BAHUS MOJIEKYISIPHO-TEHETUYECKUX
METOJIOB.

Takum obpazoMm, moauMopbu3M KIMHUYECKUX MPOSIBIEHU 3ab0/eBa-
HUS JeaeT MpoodjJeMaTUIHBIM He TOJIbKO €ro CBOeBPEMEHHOE JTMarHOCTH-
poBaHue, HO W 3aTPYAHSET OLIEHKY cTereHn pucka pazsutusi BCC, uro sB-
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JISIETCS KJIIOUEBBIM MOMEHTOM B OIIPEeACICHUM TaKTUKU BeAeHUsI 00JIbHOTO
1 HeobxoaumocTu umrantanu MK/,

OueHuTsh puck pa3putvs BCC B KaXXIoM KOHKPETHOM Cllydae IOMOraroT
He3aBUCUMBIC HeOJIaronpusTHbIe (DeHOTUIIMYCCKUE TIPEeAUKTOPEI. [lepBhie
NpeAuKTOpbl ObLIU BbiAeAeHBI B 1993 r. OCHOBOMOJOXHUKOM HU3yUYEHUSI
cuHApoMa UTalbsHCKUM duszunonorom Ilerepom IllBapuem (P. Schwartz)
1 BKJTIOYAJIM B ce0sI CUHKOITE B aHaMHe3¢, KCHCKUI TToJ U JOKYMEHTHPO-
BaHHBIe 3130161 DK/ 2KT.

B nanpHeitieM OBLIN BBIIEICHBI JOTIOJTHUTEIbHBIC (haKTOphI prcka BCC:

e nosiutornHblie U paHHue KOC (IV u V rpagauuu o JlayHy);

e ynuHeHue nHTepBana Q— 7 6omnee 440 Mmc;

e O—Tc 6onbire 460 mc (Moss A., Schwartz P., 1987);

e anbrepHanus 3yona T (Mitsutake, 1981);

e O—Tc 6ompmie 500 mc (Priori et al., 2003);

® PUTMIHOCTD LIMPKAJTHOIO PUTMA;

e cunycoBas opagukapaus (LllkomsHnkoBa M.A., 2001);

® CEMEWHBIN aHAMHE3 BHE3aITHOW CMEPTH;

e AB-6nokana 2:1;

e LQTS3-renorun (Priori et al., 2003).

B 2003 r. CunbBus Ilpuopu (S. Priori) npenjioxkuna HOBBIN MOIXOM
K cTpaTu(UKAIIUM pHCKa TpeX HauboJjee pacIpoCTpaHEHHBIX THITOB (Ma-
KopHbIX opMm) LQTS Ha ocHOBaHUM ABYX MPOCTHIX KIMHUYECKUX XapaKTe-
PUCTHUK: TT0J1a ¥ BenunHbl Q— Tc (Tabi. 2.9).

Ta6mma 2.9. Crpatudukamnus $hakTopoB pricKa BHE3AITHOW CEpPAeYHON CMEpPTH IS
nanueHToB ¢ LQTS1, LQTS2 n LQTS3 (Priori et al., 2003, NEJM)

QTec, Il oTB. 3Kl MonekynsipHo-reHeTH4ecKuit

Puex BCC B NoKoe BapuaHT 3a6onesanus flon
Bbicokuii >500 mc LQTSH M/X
LQTS2 M/

LQTS3 M

CpegHuii > nnn <500 mc LQTS3 X

<500 mc LQTS3 M

LQTS2 X

Huskuii <500 mc LQTS2 M
LQTSH MK

OnHako, YIMTBIBask BCe Bo3pacTarollee KOJIMISCTBO TeHETUYECKU JIeTep-
MMHUPOBAHHBIX (DOPM CHHIPOMa, MHOTYE BOIIPOCHI OPraHU3allii ¥ TaKTH-
KU JIEYEHHUSI, CITOCOOHOT0 3(h(PEKTUBHO 3alUTUTh IMALIMEHTA OT Pa3BUTHUS
BCC, ocratorcst cioxKHBIMU 1 TPeOYIOT JajibHeiilero paspeeHusi. Ocoobie
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TPYAHOCTU TPEICTaBISICT BBISIBICHUE IMALlUEHTOB C OECCUMITOMHBIM Te-
yeHMeM 3a00JieBaHUS, KOTOPbIE HE MMEIOT TUIMMYHBIX KJIMHUKO-3JIEKTPO-
Kapauorpacu4ecKrux CUMIITOMOB M CUMUTAIOTCS MPAKTUUYECKU 3M0POBBIMU.
Oxkoso 1/3 nmaunentoB ¢ LQTS1, 6osee mojoBuHbl ¢ heHoTrunom LQTS2
u 82% ¢ dpenorunnom LQTS3 maurtenbHOe BpeMsl OCTalOTCsS OSCCUMITOM-
HbIMU. OCOOEHHO BaXKHO TO, 4TO Yy 6% 4JIeHOB CeMbU ITPOOaH/Ia, HECYIIETO
myTauuio B reHax LQOTS, KoTopble HE UMEIOT TUITMYHBIX KIMHUKO-3JIEKTPO-
Kapauorpacu4ecKrux CUMIITOMOB U CUMTAIOTCSI MPAKTUUECKU 310POBBIMU,
cyuiectByeT puck BCC, yTo TpeOyeT reHOTUTIMPOBAaHUSI BCEX YJICHOB CEMbH
npobaHga s MACHTU(GUKAUMU OECCUMMIITOMHBIX HOCUTEIE MyTaluii
B reHax LQTS. B ocHoBe 0eCCMMNTOMHOIO T€YEHUSI U1 HOPMaJbHOU MPO-
NoJKUTeabHOCTU MHTepBana Q—7 Ha DKI', a Takxke BO3MOXHOCTU TEUEHUS
3a00JIeBaHUS C JUTUTEIbHBIMU MEXKITPUCTYITHBIMU TTEPUOJAMMU JICKHUT HETTO0I-
Hasl IEHEeTPAHTHOCTb MyTallUiA.

bosnee monoBHMHBI MalMEHTOB MpPY OTCYTCTBUM aAeKBAaTHOIO JICUCHUS
YMUPAIOT A0 AOCTHXKeHUs Bo3pacTta 15 ner. Puck paszsutus BCC Haubomee
BBICOK y JIMII MOJIOIOIO BO3pacTa, OCOOEHHO Yy AeTell, B MOMEHT aebloTa
aputMuu. JletanbHOCTh B caydasx HeleueHbIXx (opM LQTS cocraBnsier
0ko0J10 20% B NepBblii o MOCJIe IIEPBOIo IMPUCTYIIA IIOTEPU CO3HAHUS U 10~
crturaeT BeJMYMHBI Oosee 50% K KoHly 5-ro roga. IlocTosHHBINM mpuem
B-agpeHoOJOKATOPOB sBIsIETCST OCHOBOI JieueHus LQTS, Bkiouast moj-
TBEPXKIESHHBIX OECCUMITTOMHBIX HOCUTEIEH MyTallMU, 1axKe MPU OTCYTCTBUU
y Hux Ha OKI ymiuHeHus wuHTepBasioB O—7/0—Tc (3a HUCKIIOYEHUEM
a0COJIIOTHBIX MPOTUMBOMOKA3aHUI K MpueMy IipernapaToB, HallpUMeEp Ts-
JKEJIOTO TeyeHUsl OpOHXMAJbHOM acTMbl). beccMMNTOMHOE HOCUTENILCTBO
MaTOTEHHBIX MyTallMii COMPSIKEHO C YMEPEHHBIM PUCKOM CepASYHbIX COObI-
tnii, ~10% ot poxnenust u 10 40 JIeT; B TaKMX CIyYasix CICAYeT paCCMOTPETh
Tepanuo (-agpeHobiokaTopamu (Goldenberg 1., 2011). Bribop jekap-
CTBEHHOTO Mpenapara, moadop ero mo3bl U OMpenejeHue pexxuma mpueMa
OCYIIECTBJISIIOTCS MHAWBUAYaIbHO. MI3BECTHO, YTO y MALIMEHTOB, KOTOPHIM
ajgekBaTHO nogoopana Tepanusi, puck BCC cHmxaetcst 1o 4% 3a Takoil xe
nepuona BpeMeHU. B KauecTBe KpUTepusl, yKa3bIBAIOLIEIO HA MOTEHIIMATb-
HY10 3(b(peKTUBHOCTD IIAHUPYEMOTO 10JTOCPOYHOTO JICUCHHS, TTPEIJIOKEHO
yMeHbllIeHUe MIuTeabHOCTU uHTepBaia O—Tc Ha 40 mMc 1 Gosee mocJe 1e-
popanbHoro npueMa AAII I kitacca. CornacHo mocjieIHUM UCCIeI0BAHUSIM,
HEKOTOpbIe 0J0KAaTOPbl HATPUEBBIX KaHAJIOB, IJIABHBIM 00pa3oM MeKCHuJe-
tuH (Kiacc IB) u dnekaunnn® (Knacc IC), B 3HAUUTENIBHOM CTEMEHU T10-
JaBJISIOT KaK HaTPUEBBIN TOK OBICTPOi AETOSIpU3allii, TaK U MO3IHUN pe-
MOJISIPU3YIONINI KOMIIOHEHT HaTpueBoro Toka (Moss A.J., 2005; Zareba W.,
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2008). braromapst Takomy 3(deKTy 3T MpernapaThbl CIIOCOOHBI YKOPAYMBaTh
nHtepBan Q—T y namueHToB ¢ LQTS 3-ro Tuma, mpuymMHOi KOTOPOTO SIB-
JISIIOTCSI MYTALIMK, CIIOCOOCTBYIOIIME YCUJICHUIO IO3AHEr0 HATPUEBOIO TOKA
(Belardinelli L., 2015). Takum 06pa3oM, MEKCUIICTUH U (pIeKaUHUA® MOTYT
OBITh UCTTOJIb30BaHBI 151 yKopoueHust uHTepBana O— 7'y nauueHtoB ¢ LQTS3.
BwMmecTte ¢ Tem npyrue 6J0KaTOpbl HATPUEBBIX KAaHAJIOB, HAPUMEP XUHUAUH
u nu3onupamun (Knace [A), 610KUpyIOT TakKe U OBICTPHIE KOMIIOHEHT Kajiu-
€BOr'0o TOKa 3a/1ePXKaHHOTO BHIMPSIMIICHUSI (OMHOTO U3 TOKOB PEIOISIPU3ALIUN),
yauHSAg TeM caMbiM uHTepBana O—7T. [Toatomy onacHo ucnojb3oBaTh AAITI
IA knacca y naumeHToB ¢ HacneacTBeHHbIM LQTS. Takum obpa3om, Ha Te-
KYILIMI MOMEHT B Ka4eCTBE NOMOJHUTEIbHON Tepariu C LIEIbI0 YMEHbILICHUS
nauteabHocTy uHTepBana Q—7T y nmauueHtoB ¢ LQTS3 u yBenuueHnem Q—
Tc >500 mc nokazaHa 3¢(HeKTUBHOCTb TOJIbKO TaKMX 0JJ0KATOPOB HATPUEBBIX
KaHaJIOB, KaK MEKCWJICTHH, (iaekanHua® wim paHonasuH (B PO 3apeructpu-
pOBaH 11011 TOproBbIM Ha3BaHueM Panekca* Berlin-Chemie/Menarini).

OnHako okoyio 20% OOJbHBIX PE3UCTEHTHBI K Teparuy MaKCHMaJIbHO
JIOMYCTUMBIMM 03aMU [3-aapeHOo0J0KATOpOB. Y IPyroil 4acTu MalydeHTOB
IpUEM aicKBaTHBIX 103 aHTUAPUTMUYECKOI TepaIriiy COIIPOBOXKIAETCS Opa-
IUAPUTMUSIMU BILJIOTH 10 Pa3BUTHS MOJHON MOMepeyHoi 0JIoKaabl cepala.
Boicokass cMepTHOCTb OOMBHBIX B YCIOBUSIX HEAOCTATOUYHON 3(h(PEeKTUBHO-
cti (papMakKoTepanuu CTUMYIUMPYET MOMCK ApYyTrux 3G GEKTUBHBIX METOI0B
JICYCHUsI, B TOM YKCJIE U XUPYPTUUECKUX.

YuuteiBas OpanguszaBucumblii xapakTep KT TUma nupysT U poib MOCT-
BKCTPACUCTOIMYECKON May3bl, BO3HUKAIOLIEH Mepel pa3BUTHeM (heHoMe-
Ha Kackaza, IpeallecTBYIONIEro (aTajabHOM apUTMUU, MPEIIOXKEHO HUC-
I10JIb30BaHue (DU3MOJIOTMYECKOIO pPEeXMMa 3JIEKTPOKAPAUOCTUMYJISILIUY,
CIOCOOHOT0 MpPEeaOTBPaTUThL pa3BuTHE Opamuaputmuii. [TokazaHo, 4TO
UMIUIaHTaLMS dJIeKTpoKapauoctumysitopa (DK C) nmpegoTBpaiiiaet naysbl
n SLS-nocnenoBaTeIbHOCTb, COKpalllaeT IJIUTEIbLHOCTh Penojspu3aliiu
U YMeHbIIaeT Aucriepcuio uHrepnaia Q—7.

st malMeHToB, MePeXKUBIIUX OCTAHOBKY CEp/lia, XapaKTepeH BbICOKUIA
PUCK TTOBTOPHOM OCTaHOBKM Cepilia, Aaxe Ha (oHe Tepanuu [3-aapeHo-
osokaTopamu (14% B TeyeHue S jieT Ha (DOHE TepaIu), B CBSI3U C UeM TAKUM
nanveHtam nokaszaH MKJ. Mmmnantauus MKl He uzbaBiasieTr 60JbHOIO
¢ LQTS or HeoOxomuMocTH TpueMa [-aapeHOO0J0KATOPOB M HE JIOJIKHA
paccMaTpuBaThCs B KAYECTBE ajbTePHATUBbI KOHCEPBATUBHON MeIMKaMEH-
TO3HOI1 Tepalyu B TAaKUX CIIydasix.

YV cumnromubix mauueHToB ¢ LQTS 0e3 ocTaHOBKM cepilla B aHaMHe3e
npoBoauTh uMianTauuo MK s npodpunakruku BCC pekomeHayeTcs
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TOJIBKO MOCJe OLEHKU 3(pdeKTuBHOCTU B-O0J0KUpYIOLIEH Tepanuu, T.e.
B TeX CJIyyasix, KOria CUMITOMBI Ha (hOHE Teparuu COXPaHSIIOTCS.
K npodunaktuueckomy npumeHenuto MKJI caenyet nmoaxoauTb MHAU-
BUAYaJIbHO Y BCEX MALlMEHTOB I'PYMIIbl BHICOKOIO PUCKa, B YACTHOCTH Y KEH-
mwuH ¢ reHotunoM LQT2 u Q—Tc >500 mc, y mauueHToB ¢ Q—Tc >500 mc
U TIpU3HAKaMU 3JIEKTPUUECKOI HECTaOMIbHOCTU MUOKapaa (COXpaHsIoIasi-
cs1 Ha (poHe TIpueMa [3-aapeHo0J0KaTopoB ajabTepHalus 3yoLoB 7' Ha DKI),
a TakXkKe Yy MallMeHTOB C FeHeTUYECKHUM MpoduaeM BBICOKOIO pucKa (HO-
CUTEJILCTBO OBYX MyTallMii, B TOM 4ucie cuHiapoM JIxxeppemna—JlaHre-
Hunbwcena u cuHapom TumoTu, oOHapyXKeHUE TeHETUUYSCKUX MyTalluii,
COIIPSEKEHHBIX ¢ 6oJiee BbICOKMM puckoM 2KT/®D2K n BCC). MmiaHTanuio
WK pekoMeHIOBaHO pacCMOTPETb B AOMOJHEHHWE K MEAUKAMEHTO3HOM
Tepanuu y aCUMIOTOMHBIX HOCUTEJEeH MaTOJIOTMYECKON MyTallMd B TeHax
KCNH2 vunu SCN5A nipu yBenuyenun Q—Tc >500 mc.
K BbIMOJIHEHUIO TPYAHOI JTEBOCTOPOHHEH CUMMIATUYECKOW AeHEepBallUU
cepaua y naureHToB ¢ LQTS u cumntomubiMu KT /DK npuberaior B ciie-
NYIOLIUX CIIydasix:
a) npueMm [-agpeHo0J0KaTOpOoB Hea(h(GEKTUBEH, IUIOXO MEPEHOCUTCS
JINO0 UMEIOTCS MPOTUBOIIOKA3aAHMS,;

0) MK]JI-Tepanus npoTUBONOKa3aHa WM UMEETCSl OTKa3 MallMeHTa;

B) mamueHTel ¢ MK/ Ha ¢oHe mpueMa [-aapeHOOJI0KATOPOB MPO-
JOJKAIOT MCHBIThIBAaTh MHOXECTBEHHbIE pa3psiabl AeduoOpuisiTopa
(Schwartz P.J., 2004; Schwartz P.J., Spazzolini C., Priori S.G, 2010).

Cunppom bpyrapa

Bricokum pruckom pasputuss BCC otnmuaercss cuaapom bpyrama — 3a-
OoJsieBaHMe, KITIOYEBHIM 3BEHOM B TeHe3e >ku3Heyrpoxatomux KA Ko-
TOPOTO SIBJISICTCS BBIpaXKCHHAST OHMCIIEPCUS XapaKTepHCTUK ITapaMeTpoOB
pedpakrepHocTH B MMOKapiae XeiymnoukoB. CunHapom bpyrama smisiercs
JIOCTaTOYHO MOJIOJOM HO30JIOTME B COBpeMEHHOI MenuuuHe. BriepBbie
oxapaktepu3oBaH B 1992 r. ucnanckumu kapauojioramu Ileapo bpyramoit
n JIxxo3zedoMm bpyramoit Kak KIMHUKO-3JIEKTPOKAPINOTpapUUIEeCKUA CHM-
MITOMOKOMITJIEKC, TIPOSIBIISIOMMICS OJI0KaIoi MpaBoii HOXKM mydka ['uca,
TIOCTOSTHHBIM TIOBBITIIEHUEM cerMeHTa S7 B MpaBBIX TPYIHBIX OTBEHCHUSIX
n BCC. YacTtoTa cmHapoma bpyrama y B3poCIbIX COCTABIISICT ITIPUOITU3UTEI -
Ho 0,05—0,60%, a cpegHMii BO3pacT MPU yCTAaHOBJIEHUH auartHo3a — 41 rof.
PacmipoctpanenHocTs Hke B CeBepHolt m FOxHoit Amepuke m EBpore
" BBIIIe B A3un, ocobeHHO B cTpaHax HOro-BocrouHoii A3um, Takmx Kak
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Tawnann n Ouiaunnubel. [IprMedaTe bHO, YTO NMPU3HAKK OPraHUYECKOM
IaTOJIOFMY MMOKAap/a Ipyu 3TOM 3a00JIeBaHUM, KaK W BO BCell IPyIIle KaHa-
Jnonatuii, orcyTcTBYIOT (Antzelevitch C., 2005; Wilde A.A., Antzelevitch C.,
2002; Brugada P., Brugada J., 1992).

OnuH u3 hyHIaMEHTaJIbHBIX MEXaHM3MOB BO3HUKHOBEHUS apUTMUN —
BO3HUKHOBEHHE LUPKYJIUPYIOIIEH BOJHBI 3JEKTPUUYECKOrO MMIIYJbCa,
WM pUEHTpU (re-entry). JIas1 BOSHUKHOBEHHUS U TIOANEP>KAHUSL BOJIHBI
pUEHTpU TpeOdyeTcsl Haauuue cyocTtpara — MOP(MOJIOTUYECKOrO WUJIU DJIeK-
Tpuyeckoro. BojiHa prMeHTpU MOXET BO3HMKATh M LIMPKYJIMPOBATb BOKPYT
AHATOMMYECKOTO IMPEISTCTBYS HOPMAaJbHOIO IIyTU MMILyJibca (Harpumep,
MOCTUH(APKTHOro pydla uind odaroB (UOPO3HO-XKUPOBOIO 3aMeleHUS
MMOKap/a) MO0 B yuacTKax MMOKap/a C BhIpaXKeHHbBIM 3JIEKTPUYECKKUM Ipa-
nuveHToM. MoHHBIe KaHaJIbl OOHApPYKMBAIOT Pa3Hblii YPOBEHb 3KCIIPECCUU
B pa3JIMUHBIX ydyacTKaXx MMOKapaa B HOpME M IIpu Iarosoruu. Takum o0-
pa3oM, TeHeTUYECKU OOYCIIOBJIeHHAsI TUC(HYHKIMS MOHHBIX KAHAJIOB IIPH-
BOAUT K IPOCTPAHCTBEHHOI BapuadeJIbHOCTH HapYIICHUI BO30YIMMOCTH
MMOKapa.

3aboJyieBaHUEe HACJEAyeTCs 110 ayTOCOMHO-JIOMWHAHTHOMY THILY, P
ATOM XapaKTepHa HeloJIHAs IEHEeTPAHTHOCTh FeHETUYECKMX U3MEHEHMIA.

[TepBoe reHeTHUYECKOE U3MEHEHKE, KOTOPOE CBSA3aJIU C Pa3BUTUEM CHUH-
npoma bpyrana, 6buto o6HapyxkeHO B reHe SCNSA. DTOT reH Obl BbISIB-
JIEH ¢ MOMOIIBIO TMOJAX0Aa «I€H-KaHAuAAaT» Iocje MPU3HAHMSI CUHIpOMa
bpyrana HacneactBeHHBIM 3a0osneBaHueM. ['eH SCNS5A xogupyeT CUHTE3
CEepACUYHOI O-CYObCAMHULIbI IMOTEHIMAI3aBUCMMOIO HATPUEBOIO KaHaja
Navl.5. Takxke 3TOT KaHaJl obecrieunBaeT MO3AHUI BXOIMIIWI HaTpue-
Bblil TOK (/y,;), KOTODBIA BIUAET Ha PETONAPU3ALMIO U PEPPAKTEPHOCTD.
DnekTpodusnonorndeckuii apdext myrauuii B reHe SCNSA 1ipu CUHIPO-
Me bpyrama npotuBonosioxeH addekTtamM MyTalyil, TPUBOISIINX K pa3-
Butuio LQTS3. Cungpom bpyrama pasBuBaercsi B pe3ysibTaTe CHUXKEHUS
CYMMapHOTO HaTPUEBOTrO TOKa [y, ;s Yepe3 MOHHbIA KaHal. DddekT loss
of function (CHYXeHHE (DYHKIIMM) MOXET pa3BUBATbCS IIyTEM YCKOPEH-
HOM MHAKTMBALIMM KaHaja, 110 MEeXaHU3My TalUIOHEIOCTATOYHOCTU W T.H.
DTO OCHOBOIIOJAralolIee OTKPBLITUE 00ECIeUnIO KPUTUIECKOE ITOHMMAaHUE
MeXaHu3Ma CMHApoMa bpyrana v BbLIENWIO CHUXEHME TIOTHOCTH [, Kak
KpaeyroyibHblii KaMeHb MaTO(MU3UOIOTUM, JIEXKAIIU B OCHOBE 3TOrO CO-
crosgHus. C moMeHTa uaeHTUukanuu reHa SCNS5A B KauecTBe MEpBOTO
TeHETUYECKOTro BUHOBHMKA ObLIO BBISIBIEHO Oosiee 450 maToreHHbIX Bapu-
aHTOB B 24 reHax, OTBETCTBEHHBIX 3a pa3BuTHe cuHapoma bpyrama (ABCCY,
CACNAIC, CACNA2D1, CACNB2, FGF12, GPDIL, HCN4, HEY2, KCND2,
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KCND3, KCNE3, KCNE5, KCNH2, KCNJ8, PKP2, RANGRF, SCN10A,
SCNI1B, SCN2B, SCN3B, SCN5A, SEMA3A, SLMAP v TRPM4). OngHako
ToIbKO 1Ba U3 HUX (SCN5A u CACN1Ac) BcTpeualoTes ¢ 4acToToit >5% cpe-
M BCEX MOTEHIIMAIbHO-TTO3UTUBHBIX TeHOTUIIOB (Tab. 2.10).
BoNbIIMHCTBO T€HOB KOAUPYIOT CepleyHble MOHHbIE KaHajibl (HaTpue-
BbI€, KaJMeBbIC U KaJblLIMEBbIC), ydyacTBYyIoLIME B popmupoBaHuu I1/1 B Muo-
Kape, 4To MO3BOJISIeT paccCMaTpuBaTh CUHAPOM bpyraga Kak BpOXIEHHYIO
MOHHYIO KaHAJIONATUIO C ayTOCOMHO-JIOMMHAHTHBIM TUIIOM HAaclIeA0BaHUS
(Ackerman M.J., 2011). OcranbHble TeHbl KOOUPYIOT OEJIKU, KOTOPHbIC, XOTS
U HE SIBJISIIOTCS KOMIIOHEHTAaMM MOHHBIX KaHaJIOB, HEIOCPEICTBEHHO BO-
BJIEUEHHBIX B cepaeuHblii 1/, ObuiM nmpenyiokeHbl B Ka4eCTBe YYaCTHUKOB
MPpeApacHoioXXeHHOCTU JIIoAei K cuHIpoMy bpyraga, Tak Kak BBICTYIAIOT
BTOPUYHBIMU MOAYJIITOPAMU OJHOIO U3 MOHHBIX TOKOB, OIMCAHHbIX BHILIIE.
IMpubnusurensHo y 20—25% nauueHTOB ¢ cHMHApoMoM bpyrama aua-
THOCTUPYIOTCSI MaToreHHble MyTauuu B reHe SCNSA. OnHakKo M3BECTHbIC
TeHbl, IpeapacIiojararoliue K cCuHapomy bpyraga, MoryT o0bsICHUTh TOJIBKO
30—35% KIMHUYECKM AMArHOCTMPOBAHHBIX CJIy4aeB, YTO yKa3bIBaeT Ha TO,
4yto 65—70% malueHToB ¢ CMHAPOMOM bpyraga ocTaroTcsl FeHeTUYeCKM He-
pasragaHHbIiMU. OxoJio 10 neT Hazax ObUIM UAEHTU(DULIMPOBAHBI MyTALUU
B reHe GPDIL, xonupyioleM 0eJoK riauiepos-3-¢gochaT-nmogooHyIo 1eru-
JIporeHasy- 1, KOTOPbIil MOXKET BJIMSITh Ha TPAHCIIOPT CEPACYHOrO HATPUEBOTO
KaHaJla K KJICTOYHOI ITOBEPXHOCTU M PEryJIMpOBaTh CEpACUHbIM HATPUEBbIIA
TOK, HO CBsI3aH TOJIbKO C HEOOJIBIIMM YHCJIOM CllydaeB cuHIpoma bpyrana
(Shy D., Gillet L., Abriel H. 2013). BaxkHo 0TMeTUTb, 4TO, 3a UCKJIIOUE-
HueM SCNS5A n GPDIL, GOABLIMHCTBO IeHOB ObLIM MAEHTU(DULIMPOBAHDI
TOJILKO Y OTIEIbHBIX IALIMEHTOB, Y HECKOJIbKMX HEPOJICTBEHHBIX ITAllMEHTOB
WINA B HEOOJIbIINX CEMbSIX C TIOMOIIbIO aHAIM3a TEHOB-KAHIUIATOB U MOI'YT
OBbITh 0XapaKTEePU30BaHbI CKOPee KaK BapUaHThl BOCHPUMMYMBOCTU K 0O-
JIE3HM, a He MyTallMM, BbI3biBaloliue cuHapoM bpyrama. CiemoBaTellbHO,
HEeOOXOIMMBI JaJIbHEHIIINE UCCIeIOBAaHMS, IIPEXIE YeM I'eHbI OYIyT BOBIICYE-
HbI B IIaTOreHe3 cuHIpoMa bpyraga v Bo n3dexkaHue JI0KHOIOJIOXUTEIbHbIX
COOOLIEHMIT O MPUYMHHO-CICACTBEHHOM CBSI3U B KOHTEKCTE TEHETUYECKOIO
KOHCYJIbTUpOBaHUs. [103TOMY COBpeMeHHbIE KIMHUYECKUE PYKOBOICTBA
u Tekyire pekomeHaauuu ESC no neuenuto KA u npodunakruke BCC pe-
KOMEHJIYIOT TOJIbKO reHeTnueckuit aHanua reHa SCNSA. Tlocie nosBaeHust
CEKBEHUPOBAHMSI «HOBOTO IOKOJICHMS» (AHIJN. hext-generation Sequencing,
NGS) u mocienyroliero co3gaHus OOJbIINX MOMYJISLIUOHHBIX KOIOPT
5K30Ma M I'€HOMa CTajJl0 OYEBMIHO, YTO OOLIAasi PaCIpPOCTPAaHEHHOCTb MY-
TalMii, CBSI3aHHBIX C CMHAPOMOM bpyrana, B 9TUX OOMOJHUTEIbHBIX TeHAX
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HAMHOTO BBIIIIE, YeM OXUAAIOCH JJISI BBICOKONIEHETPAHTHBIX MOHOTEHHBIX
BMHOBHUKOB. [IpuMeuaTenbHo, uTO B pamKax npoekTa «Grand Opportunity»
10 CeKBEHMpPOBaHUIO 3K30Ma (aHrI. Exome Sequencing Project, ESP), npo-
BeAeHHOro HauuoHalbHBIM MHCTUTYTOM cepiua, Jerkux u kposu CIITA
(anrn. National Heart, Lung, and Blood Institute’s, NHLBI), y kaxmnoro
13 23 yeaoBeK ObLJ1 OOHAPYXKEH TeHETUYECKU I BapUaHT, KJacCU(pULIMPOBaH-
HBbIIA KaK IMaTOreHHBII 11 CuHApoMa bpyrana. DTy naHHbIE ITOAYEPKUBAIOT,
YTO BBISIBJICHHbIC T€HETUYECKUE BapMaHThl MOTYT IIpeApacrojiarath OIpe-
JIeJICHHBIX JIIOIei K cuHApoMmy bpyrama; TeM He MeHee JOIOJHUTEIIbHBIC
TFeHETUYECKME WIIM 9K30T€HHbIC BIMSIHUS, BEPOSTHO, HEOOXOMMMBI [UIS1 pa3-
BUTUS (DEHOTHUIIA.

B kauecTBe MOMOJHMUTEIbHOM MOAAEPXKKM IIpoliecca MOJUIEHHOro 3a-
0oJieBaHUsI B paMKax ITOJTHOT€HOMHOTI'O TIOMCKa accolalvii (aHLJL. genome-
wide association studies, GWA study, GWAS) Obln BBISIBJCHBI TPU OIHO-
HYKJIEOTUIHBIX moaumopdusma BOau3u reHoB SCNSA, SCNI10A w HEY2,
KOTOpPBIEC CBSI3aHbI C MOBBIIICHHBIM PUCKOM Pa3BUTHS 3TOTO 3a00JIeBaHUsI.
WMHTepecHO, YTO OTHOILIECHUS IIAHCOB JUIS 9TUX BapUAHTOB, BapbUPYIOIIUE
ot 1,58 1o 2,55, cornacytorcst ¢ mpeAcTaBIeHUEM O TOM, YTO XOTsI BAPUAHTHI
U TIIpepacIiojiaraloT K CMHapomy bpyrana, Ho MX M30JIMPOBaHHOTO BIUSTHUS
HEIOCTATOYHO, YTOOBI BbI3BaTh (DEHOTUI 3a0oJieBaHUs. BriojiHe BeposiTHO,
yTO pa3BuTHUE (peHoTUna cuHapoma bpyrama 3aBUCUT OT KOMOMHALIMU 00-
IIUX U PEIKUX BapUMaHTOB, YUUTbIBAsl CJIOXKHbIC MAaTTEPHbI HACIEAOBaHUS,
HaOJIogaeMble B KJIMHUYECKOM KapTUHE, M CJIOXHBIM XapaKTep OTKPbI-
THSI TEHOB.

OCHOBHO#1 3JIEKTPO(GU3UOJIOTMYECKUIT CYyOCTpaT, KOTOPBI BbI3bIBa-
eT aHoMmaibHylo KapTuHy OKI m 2KT/®XK y manueHTOB ¢ CHHIPOMOM
bpyrana, nokanusyercsl B BHIBOOIHOM TpakTe MpaBoro xenynouka (BTTIXK).
OHAaKO KOHCEHCYC B OTHOIIEHUM OCHOBHOIO 3JIEKTPOGU3UOIOTNYECKOrO
MeXaHM3Ma, KOTOPbIii BhI3bIBACT KJIIMHNYECKYIO KAPTUHY 3a00JIeBaHMsI, [IOKA
HE JOCTUTHYT. JIMCKYyTUPYETCSI HECKOJIbKO TEOPUIA O TOM, YTO 3JIEKTPO-
(busmosornyecKkmnii MexaHu3M SIBJISIETCS PACCTPOMCTBOM ACIOJISIPU3ALIUU,
PacCTPOMCTBOM PEIOJISIpU3ALUMA WIM U TEM U IPYTHUM.

l'unore3a aHOMaJIbHOI PEMOJISIpU3ALIMU CUUTAET, YTO APUTMOTECHHbIM
cyOCTpaT pa3BUBaeTCs BTOPUYHO IO OTHOLIEHUIO K ITaTOJIOrMYeCKOMY CHU-
JKEHUMIO CYMMapHOT'O BXOASLIETO HATPUEBOTO TOKA /y,, YBEINYEHUIO TPaH-
3UTOPHOTO UCXOASALIETO TOKa [, unu K 06ouM. OcHOBHas (DU3UONTOTHYECKAT
POJIb BXOASIIEr0 HATPUEBOIO TOKA — OBICTpast ACHOJIIpU3alius MeMOpaHbl
u 3amnyck I1JI. CornmacHo 370 rumnorese, Mpu HapylIeHUU HOPMalbHON pa-
0GOTHI HATPUEBBIX KAHAJIOB HAPYILIAIOTCI TAaKXKe MPOLECChl PEIOIIpU3aliiu,



138 ¢ [/1ABA2

4TO CJIYXKUT KJIIOUEeBBIM 3B€HOM B T'eHe3e psina aput™Muii. HatpueBbie KaHaslbl
OBICTPO MHAKTUBUPYIOTCS, 3a 3TO BPpeMsI OHM MHULMUPYIOT 1ato-dasy 1]
U MOIEPXKMBAIOT €€ HECKOJIbKO MUJUIMCEKYH, B T€YEHME KOTOPBIX Cpa-
OaThIBAIOT KanueBble KaHaubl. Kananel, popmupyoomye Kaiuesblii Tox 7, ,
OJTHOBPEMEHHO AaKTUBUPYIOTCSI U IPOTMBOACHCTBYIOT pPEIOJIIpU3aliu
(B HOpMe 00Opa3sys «3amageHue» Ha Kpuboii I1/1). Takum obOpa3om, paHHee
IUIATO MPEACTAaBISIET COOOI pe3y/abTaT MPOTUBOIIOJIOXKHBIX ICMOJISIPU3YI0-
LIMX U PETIONSAPUBYIOILUX BIMAHUIA CO CTOPOHBI HATPUEBBIX TOKOB U TOKa /.
CHMXEHME TUIOTHOCTU HAaTPUEBBIX KAHAJIOB 10 OTHOIICHUIO K 3HAYMTE/Ib-
HOW TUIOTHOCTU [,, WM YCKOPEHHAs MHAKTUBALMs HAaTPUEBBIX KaHAJIOB
MOXKET BECTH K IIPEXKIEBPEMEHHOM PENOJIIpU3ALIMY U CIIUIIKOM KOPOTKOMY
II1 B kneTkax smuKapia NpeuMYIIECTBEHHO TpaBoro xkeaymouka (IT2K),
Toraa Kak B aHaokapae IT2K penosnspusanysi BHyTpEHHUX CI0EB MEMOpaHbI
IpoTeKaeT HopMajibHO. Tak co3maercs TpaHCMypasibHasl AUCIIEPCUS PEro-
JIIpU3aluy, T.e. CyO9HIOKapAMaIbHbIC OTIEIbl UMEIOT OOJIBIIYIO JUIMTE/Ib-
HocTb I1/] mo cpaBHeHUIO ¢ cyOanuKapauanbHbIMU oTaeaamMu BTTIK.

BosHukimuit rpagMeHT BOJbTaXKHBIX 3HAaYeHUI B pa3Hbix caosix BTTIK
B HayvaJjie pernojsgpusainuu orpaxkaercs Ha DKI' B Buge noabema cermeHTa S7°
(Kurita T., Shimizu W., 2002). XapaktepHble U3MEHEHUS B IIPaBbIX IPYIHBIX
otseneHuAx (V,—V,) orpaxalor 60j1ee 3HaUMMOE YKOPOYEHHE JITUTEIbHOCTU
(as3bl penoasipu3aluy B cyosnukapauanbHoM ciaoe Muokapaa 12K mo cpas-
HEHMIO C JIEBBIM, YTO OOBACHAETCA MEHBIIUM BKJIaloM Toka [, B (hopMupo-
BaHue I1/1 mocaenHero.

HanbHeiiniee cmewmenue Gananca mexny [y, u I, B CTOpOHY TIpeo0-
JIalaHus BBIXOASIIMX TOKOB MOXKET PerHoJisipu30BaTh MEMOpaHy BO BpeMsi
I dassl [T/ HUXKe nuana3zoHa HaNpsiKEHUH 11 aKTUBALIMK KaJdbLIMeBbIX Ka-
Hanos L-tuna (/,_,). Korna I, , ne akrusupyercs, I1J1 B snukapae ITXK
TepsieT cBoe 1ato (Kyroh) B II ¢da3sy, B To BpeMsl Kak B 9HIOKapIe pero-
JIIpu3alus NpoTeKaeT oO0bldHO. B pesynbTaTe B TOJIE COKPATUTEIbHOIO
MMOKapaa XKeJIyI0UYKOB CO30aeTCs IEKTPUIYCCKUI TPAIUEeHT, U ICIOJISIpY-
30BaHHbII 9HAOKAPA MOXET CTaTh UCTOYHUKOM ITOBTOPHOTO BO30YXKICHMS
MPEXIEeBPEMEHHO PEIoJIIpM30BaHHOIO 3HA0Kapaa. Takoil MexaHu3M ¢hop-
MMPOBaHUSI apUTMOICHHBIX O4YaroB ObUI ITOKa3aH Mpu cUHApoMme bpyranma
(puc. 2.6). C. Antzelevitch 1 coaBT. Ha3BaJu TaKOW MEXaHMU3M Pa3BUTHSI
aputMuii «pueHTpu Il daszbi».

Hpyrast ocHOBHas1 KOHKYpPHUpPYIOIasl TUIOTe3a YTBePKAAeT, YTO (heHOTUII
cuHapoMma bpyrana pa3BuBaeTcsl BTOPUYHO MO OTHOIIEHMIO K HapYIIECHUIO
JeToiIpu3alii, CBSI3aHHOMY ¢ 3aMemsieHueM TmpoBoaumoctu B BTIIK
(Nademanee K., Veerakul G., 2011). Ocnabnenue toka [, B CTPyKTYpHO
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1 Hopma 2 CvHppom Bpyrapa
(cymmapHo)
TpaHcMypanbHbIi
3NEeKTPUYECKUiA
0 rpagueHT
TpaHcmeMbpaHHbIf OHpokapa
noteHuman mv
nencTemsa OnuKkapa
-to0-— oy 7
OKIva2)  _J\ ——7___N
200 msec
3 CwvHpgpom Bpyrapa 4 CwvHppom Bpyraga

HeO,IJ,HOpO,D,HOCTb penonapusaymmn

TpaHCcMyparnbHbIN
ANEKTPUHECKUIA
Y rpagueHT

9K (V2)

30P — anukapauvansHas Aucnepcus penonsipusanmm

[TJJ,P — TpaHcMypanbHas gucnepcus penonﬂpwsaumm)

®da3za 2 (Re-entry)

Onvkapg
®a3za 2
(Re-entry)

OHpokapn
onukapg,

Puc. 2.6 Cxemarnyeckoe n300paxeHHe M3MEHEHMI MOTEHLMAIA OCHCTBUSI DHIO-
Kapja IpaBoro Kejayaouka, Jexaliux B ocHoBe cuHapoma bpyraga (Antzelevitch C.,
Brugada P., Borggrefe M. et al., 2005)

TMOBPEXIeHHON TKaHM ((hrOpPO3) BBHI3BIBAET MENJIEHHOE MPEePhIBUCTOE pac-
npoctpaHeHue I, oOycnoBauBas 3aep>XKy MPOBOAUMOCTU U TUCTIEPCUIO
ckopocTu nposoaumoctu B BTII2K B KoHILIe nenonsipu3aliiv XeayaouKoB.
ACHHXpOHHASI aKTUBAIINS MOXET CITOCOOCTBOBATH apPUTMMSIM 110 MEXaHU3-
MY PUEHTPH U CO3[IaBaTh IPamMEHTH HAIIPSOKEHWS, TIPUBOISIINE K DJIeBa-
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uuu cermeHTa ST Ha DKI'. 'mnore3a aenonsipusaliiy Oblaa MOAKpeEIieHa
MHTPUTYIOIIMMU HaxonkaMu Nadamanee M COaBT., KOTOPbI€ C MTOMOIIIbIO
KapTUPOBaHUSI UICHTUMUIIMPOBAIN Ha SIMMKApAUaIbHON IOBEPXHOCTHU
BTIIDK obGnacTu HU3KOTO HaTNpSKEHUs, KOTOpbie OO0Jiagaiv TO3IHU-
MU MOTEHUMaJaMU U (PpaKIIMOHUPOBAHHBIMM aHOMAJIbHBIMU 3JEKTPO-
rpaMmMaMu (OTpaxkamlIMMU MEIICHHYIO IPEePbIBUCTYIO MPOBOAMMOCTD)
y TMallMeHTOB ¢ cuHapoMoM bpyrana. [Tocnenyoiine uccaeaoBaHus, Ipo-
BEICHHBIC MPU ayTOINCUU LIEJbIX CEpACll, a TaKXe OMOICUM, MOJTYISHHBIX
BO BpeMsl a0JIsILIUM C TTOMOIIbIO TOPAKOTOMUM, IMOKa3aar, YTO Y OOJbHBIX
cunapomoM bpyraga B BTTI2K mmeroTcsl MoOBbIIIEHHOE OTJOXEHUE KOJI-
nareHa U puopo3 B COYETAHUU CO CHMKEHHOM 3KCIpeccueil KOHHEKCU-
Ha-43 no cpaBHeHMIO ¢ KOHTpoabHOM rpymnnoii (Nademanee K., Raju H.,
de Noronha S.V., 2015).

HecMoTpst Ha OueBUIHYIO TMPSIMYIO TTPOTUBOMOJOXHOCTb APYT APYTY,
HE UCKJIIOYEHO, YTO B MaTOreHe3e CuHApoMa bpyraaa yyacTByIOT Kak aHOMa-
JIMY JeTIONIpU3aliu, TaK U aHOMaJIuK penossipusanuu. Mcrnonab3ys TexHo-
Jloruio HeuHBasuBHoOU DK -Busyanuzainuu, KoTopasi perucTpupyeT oBepX-
HocTHbIe DKI-mtoreH1Mansbl ¢ momouibio 250 anekTponos, J. Zhang u coaBT.
B CBOEM MCCJEIOBAaHUM BBISIBUIM 3anepxXKy aktuBaiuu B BTIIZK Hapsay
C HU3KOAMILIUTYIHBIMU U (PpaKIIMOHUPOBAHHBIMU JIEKTPOrpaMMaMu Y Ma-
LIMEHTOB C CUHAPOMOM bpyrana, 4to corjiacyercsi ¢ TMIIOTE30i aHOMaJIbHOM
nenonspusanuu (Zhang J., Sacher F., 2015). OnHOBpeMEHHO y TMalMeHTOB
TakKe HaOJI0JaJ0Ch MPOJOHTMPOBAHHOE BPeMsl BOCCTAHOBJICHUS U Upe3-
MEpHBLII rpagueHT penonsipudauuu B BTTIK.

TakuM 00pa3zoM, KakK HapylIeHUs pemnoyisipu3aliiu, TaK U HapyLIeHUs
MPOBOAUMOCTU MOTYT (POPMUPOBATh BJIEKTPODU3NOIOTUUYECKUI CyOCTpaT
B BTIIXK y maumeHToB ¢ cuHapoMoM bpyraga, uTo mpuBOAUT K TpaHCMY-
pajbHOU OYCIEPCUM PEIIOJISIpU3ALMU U 3aAeP>XKaHHOM aKTUBALIMU U CITIOCO0-
CTBYeT pa3BUTHIO (DeHOTHUIIA 3a001eBaHMSI.

TunuyHeIM 3JeKTpoKapauorpaduyeckuM TIPOSBICHUEM CHHIpPOMa
Bbpyraga cuurtaeTrcsa ocobas ¢popMa KOHEYHOM YaCTU XKeIyIO0UKOBOIO KOM-
IUIEKCa, PpErMcTpupyemMas B IpaBbIX IpyaHbIX oTseneHuax (V,—V,). Beero
onucaHbl TpU BO3MOXHBIX TuIa DKI-uM3MeHeHUit, onmpenesionmx CUH-
npom bpyraga (ta6a. 2.11). Tun 1, onucanHbii B 1992 1., XxapakTepu3yeTcst
3HAYUTEJIbHOM 2JieBalyeit cermeHTa ST ¢ aMIUTMTYI0M J-BOJIHBI WY 2J1eBa-
nueit cermenta S7 >2 MM 1160 0,2 MUIMBOJIbTA Ha TIMKE, C TIOCNIeayIoLIei
HeraTUBHOI HaIpaBJIEHHOCTHIO 7-3y0Lia ¢ HeOOJbIINM U303JIEKTPUYECKUM
pasziejieHMeM, YTO OOYCJIOBJIMBAET «CBOAYATYIO» KOH(MUIYypalLUMiO0 CErMeH-
Ta ST (coved). Takas ¢opma sneBalu cermeHTa ST ¢ aMIUIUTYI0H TOYKU
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J 22 MM cuMTaeTcsl MaTOTHOMOHUYHOM IJjisg 3a0oyieBaHUsI M 4acTo 000-
3Hauvaetcsl Kak bpyrama-marrepH 1-ro tumna (uau DKI 1-ro tuma). Tum 2
TakKXKe MMeeT BbICOKOE Hauajio ajieBauuu ST, HO B 9TOM Cllydyae aMIUIUTyIa
J-BoJIHBI maeT Hayano MOCTENEeHHOMY yObIBaHMIO 3yeBaluu cermeHTa S7,
3aCThIBAIOLEM Ha YPOBHE > 1 MM BbILIE M30JIMHUM, B COITPOBOXICHUU I10JI0-
SKUTEJIbHOM Mn AByx(a3Hoi T-BOJIHBI, YTO B pe3yJibTaTe IPUBOIUT K CEl-
JIOBUAHON KoHburypauuu (saddleback). Tun 3 xapakTepusyeT 3jeBallus
cermeHTa ST <1 MM, KOTOpast MOXeT ObITh 00erX KOH(MUTYpalL1ii, HO yale
OTMEYAIOT CEIJIOBUIHYIO.

Tadmna 2.11. Tunsl aaeKTpoKaparorpapuiecKux u3MEHeHU Ipu cuHapoMe bpyrama

Tun 1 Tun 2 Tun 3
AmnauTyaa BOMHbI J >2 MM >2 MM >2 MM
T-3y6eL OTpuuatenbHblii MonoXxuTenbHbli MonoxuntenbHbli
1N ABYX(a3HbIN
KoHcburypauus ST CBopuyaras (coved) CennoBuaHas CemnoBuaHas
(saddleback) (saddleback)
KoHe4Has yactb ST MoCTOAHHO OTpNLa- Inesaumns >1 Mm Inesaums <1 Mm
TenbHas

CoracHO TeKyIIMM PEeKOMEHAAIMSM, ISl TOCTAHOBKY JMarHo3a HeoO0-
xoauma peructpanus Ha DKI' cmoHTaHHOTO WJIM UHIYLIMPOBAaHHOTO OJI0Ka-
TOpaMM HATPUEBBIX KaHATIOB XapakKTepHbIX DKI -n3MeHeHMi, BKITIOUAIOIITNIX
B ce0s MOJTHYI0 MJIM HETIOJIHYIO OJIOKaay TpaBoii HOXKHM Tydyka ['mca ¢ amie-
BauMeit cermeHTta S7 Mopdosoruu 1-ro Tumna >2 MM B OIHOM WJIM OOJIbIiIe
B MIPABbIX MPeKapaualbHbIX oTBeneHusX (V,—V,) «cBonyaroii KoHdurypa-
uun». Takum obpazom, Hanuuue bpyraga-natrepHa 1-ro Tuma g0CTaTOYHO
JUIST TIOCTAaHOBKU nuarHosa, B ciydyae OKI 2-ro m 3-ro Tuma TpeOyercs
MPpOBeeHNEe MPOBOLMPYIOIINX MEIMKAMEHTO3HbIX P00 ¢ BBeIeHHEM OJ10-
KaTOpOB HAaTpUEBbIX KaHaoB. [Ipoba cunTaeTcs MOJ0XKUTEIbHON B Cllydae
npeodpazoBanusg DKI-usmMeHeHWit B 1-i1 TUII WJIN IDOCTIDKEHUS J-BOTHOMK
aOCOMIOTHOM aMIIUTYIBL >2 MM B V| u/unu V,. D1eKTpoPU3noIoruyeckui
3¢ deKT TPOBOLMPYIONTNX TIPOO OOBICHSIETCS yCYyTyOJIEHUEM TeHETUIECKHU
NEeTepPMUHUPOBAHHOTO ITOPaXEeHUSI HATPUEBBIX KaHaJIOB IPU BBEACHUU
AHTUAPUTMUYCCKUX TIPEIIapaToB, IMOJABIISIIONINX OBICTPBIN IETIONSIPU3YIO-
M HATPUEBLI TOK /,,, HATIpaBIeHHBII BHYTPh KieTKHU. IIpenrmonaraercs,
YTO YeM MEHEee BhIpaXKEHO CHIKEHME HATPUEBOro TOKa, OCOOEHHO y Oec-
CHMIITOMHBIX TMAIlMEHTOB, TPeOyIoIero OOJBIIEro BBENEHUST OJOKATOPOB
HaTPUEBBIX KAaHAJIOB JJI51 TTOJOXUTEJIbHOM MPOObI, TEM MEHbIIIE Y MallMeHTa
TOTOBHOCTD K Pa3BUTHIO KMU3HEYTPOKAIOIINX apUTMUA.
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Jns BepHOI MHTepIipeTauuu J-BOJHBI HEOOXOAMMO IpaBUIIbHOE pac-
MOJIOXKEHUE DJIEKTPOIOB Ha IrpyaHOI MoBepXHOCTU. He ciemyer Takxke pac-
cMmatpuBaTh Mopdonornyeckue nsmeHeHust Ha DKI nis nuarHocTupoBaHuUs
cunapoma bpyraga cpasy nocne npoBeaeHus1 1ePUOPUIIISLIMU U B TeUEHUE
HECKOJIbKMX YaCOB MOCJIe KIMHUYECKOM CMEPTHU.

WNamenenust cermeHTa ST MOTYT HOCUTh IMHAMUYHBIN XapaKTep, U B 3TOM
cliydyae miuteabHoe MoHuTopupoBaHue DKI mo Xoarepy mo3BoJisieT BbI-
sBUTh MHTepMuTTUpyomuii DKI-marrepn 1-ro tuma (puc. 2.7). Kpome
TOrO, Y OAHOIO MalMeHTa MOIYT IIOC/IeN0BaTeIbHO HAOII0AaThCSl BCE TUIIBI
OKIT', xapakrepHble 1151 cuHapoMa bpyrana.

ey

Puc. 2.7. Bo3MOXHOCTH CyTOYHOTO 3JIEKTPOKapaAUorpauyecKkoro MOHMUTOPUPOBA-

HUs 110 XOJITepy B AMATHOCTHKE CHMHApoMma bpyrama. BoisgBieHne MHTEPMUTTAPYIO-

LIIEr0 3JIEKTPOKApANOrpacuuecKoro nmarrepHa 1-ro tumnay 56-netHero myxxunssl (B),
OTCYTCTBYIOLLIETO Ha 3jieKTpoKaparorpamme nokost (A) (Crotti L.J., 2012)

HenocpeacrBeHHoit npuunHoit BCC u cuHKome 00JbHBIX ¢ CUHIPOMOM
Bbpyrana ssasierca obictpas KT (mpeuMyliliecTBEeHHO TTonuMopdHasi, KpaiiHe
penKo — MOHOMOP(HAsI), XapaKTepU3YIOLIasicsl BRICOKUM PUCKOM TpaHCchOp-
Maruu B ®K. KT MoxkeT mpoBOLIMPOBATLCS BHE3AITHBIM YCWJIEHMEM Iapa-
CHUMITATUYECKOM CTUMYJISILIMY, TTIO3TOMY Yallle Pa3BUBaeTCs B [IOKOE, BO BpeMs
HOYHOTIO CHa, I1pu Bxoze B Boay (Priori S.G., 2013; Postema P.G., 2009). Moxer
TaKXe IIPOBOLMPOBATLCS JIMXOPAZOYHBIMM COCTOSIHUSIMA W PSIIOM JieKap-
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CTBEHHBIX TpernaparoB (IepeueHb MpencTaBieH Ha caiite http://brugadadrugs.
org). PazButue noaumopdHoii KT B ¢haze «ObICTPOro cHa», 3aHUMAIOLIETO BCIO
BTOPYIO TIOJIOBUHY HOYH, JiejIaeT 0oJiee BEPOSITHOM ee BBISIBJICHHE C TIOMOIIbIO
cyroyHoro MmoHutopuposaHus DKI' mo Xoatepy, a He Npu CTaHAAPTHOM 3a-
mucu DKT'. OgHuM U3 KIMHUYECKUX TPOSBICHUH, cOnpoBoXaamommx KA,
MOTYT OBbITh 3MU30/bl XPUILIOTO (arOHAJILHOTO) NbIXaHUSI BO CHE. CHUMIITOMBI
3a00JIeBaHUsI IIPOSIBIISIIOTCS] OOBIYHO Y B3POC/IBIX, Yallle Y JIMLI MYXXCKOTO T10J1a,
a cpenHuii Bo3pact BCC cocraBnsier 41£15 ner (Shimizu W., 2007).

ITomumo xitaccuyeckoro (heHOTUIIA, BKIIIOYAIOLIETo B ceOsl TUIMMYHBIE
KJIMHUKO-3JIEKTpOoKaparuorpauueckre IpOSIBICHUS, BBIICISIOT CKPbITOS
TeUeHME, XapaKTepu3ylolieecs: TUMMMYHbIMU M3MeHeHussMU Ha DKI'y acum-
MTOMATUYHBIX MALIMEHTOB, KOTOPHIE JIMOO MMEIOTCSI MOCTOSIHHO, 100 MH-
OYLIMPYIOTCS BO BpeMsl IpoBedeHUsT (hapMaKoJIOrnyeckux mnpoo. MeHoTuI
TaKXKe 3aBHCUT OT BO3PacTa; CJIeI0BaTeIbHO, B3POC/IbIE IIPOSIBIISIOT OOJIbIIE
AHOMaJIMii, YeM MOAPOCTKU, BEPOSITHO, TAKXKE B Pe3yJibTaTe TOPMOHAIbHBIX
pasinuuii. B 11e710M pUCK pa3BUTHS XKU3HEYTPOXKAIOIIMX apUTMUI HarboJiee
BBICOK Y JIMI] MYXKCKOTO roJia, ocooeHHo B Bo3pacte 30—40 neT, B MOMEHT
ne6roTa apuTMUM. [IpUYMHBI TAKUX CBS3aHHBIX C IIOJIOM Pa3IM4Uid TOJIrO
OCTaBaJIUCh HEU3BECTHBIMU, I10Ka He ObUIO MOKAa3aHO, YTO Yy MY>XKYMH Ha-
JIMYECTBYET OoJiee BHIPAXEHHBIN TOK /,,, JeXaluii B OCHOBE MX Npeapac-
ITOJIOKEHHOCTH K Pa3BUTHIO KJIMHUYecKoro heHoruna cuHapoma bpyrana.
B memuarpuyeckoii IOIYJISIMM, HECMOTPS Ha CKyIHYI0 MH(OpMaluio,
OIyOJIMKOBAaHHYIO B HacTosIee BpeMs, 3a00JIeBaeMOCTh OUYEHb HU3Kasi
1 He UMeeT FeHACPHbIX Pa3IM4Mil, BO3BMOXHO, 13-3a HU3KOTO YPOBHS TECTO-
CTepoHa, 0OHAPYKEHHOTO y AeTeil 000MX MOJIOB.

IIpungTo cuutaTh, uTo Hamiexaiee nmpuMmeHeHue MKJI y mauueHTOB
BBICOKOIO pucka c¢ mnpepBaHHoii BCC u remogMHamMuUuecKd 3HAYMMBIMU
ApUTMUSIMU SBJISIETCS KU3HEHHO BaxXHbIM. B 2013 r. skcnepTHoe coria-
menre HRS/EHRA/APHRS (Priori S.G., Wilde A.A., 2013) nipenjioxuio
nokazaHus K UKJI B 3aBUCMMOCTH OT UMEIOLIMXCS KIMHUYECKUX (haKTO-
poB pucka (croHTaHHbI bpyraga-nmarrepH 1-ro tuna Ha DKI, octaHoBKa
cepala, [okymMeHTupoBaHHast @2K mim muyHast ucropust oomopoka). Kpome
TOI0, B 3TOM KOHCEHCYCHOM 3asiBJICHUU BIICPBbIC IIPO3Bydajia PEKOMEH-
JalKsl O BO3MOXKHOCTU PAaCCMOTPEHHUsI KaTEeTePHOM CyOCTpaTHOM abJsiuu
y MalMEHTOB C CUHAPOMOM bpyrana ¢ aJleKTpM4eCKUM IITOPMOM B aHAMHE-
3¢ WY MOBTOPHBIMU cpabaTbiBaHusIMU MK ¢ HaHeceHMeM MOTMBUPOBAaH-
HbIX 1I0KOB (kjacc I1b).

151 KynupoBaHMS Y MPEAYIPEXKICHUS HEMIPEPbIBHO PELUIMBUPYIOLINAX
XA, npuBomsiiiux K 4actomy cpabarbiBaHuio MK («aiaekTpuueckomy
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ITOPMY»), PEKOMEHIOBaHO TPUMEHEHNE XUHUANHA WA U30TpoTepeHoa ¥’
(Maury P., 2005). B HacTosiliee BpeMsi MeIMKaMEHTO3HOEe JeueHue Tpu
cuHapoMme bpyrama MoxeT ObITh UCITOJIB30BAHO TOJBKO B KaueCTBE MOIOJ-
HUTEJIbHOI Mepbl. JlekapcTBeHHBIE Tpernaparhl, MOAABISIONINE KaJTueBbIi
TOK [, WM aKTUBUpYIOLIUE TOKU Iy, U I, TOTEHUUATBHO MOTYT ObITH 3¢-
(eKTUBHBI y O0JIbHBIX C CHHAPOMOM bpyrana.

Pa6ouas rpynna ESC B 2015 r. Takxke npenjoxuia nokazaHuss K MK]]
y NallMEHTOB C CUHAPOMOM bpyranga: octaHOBKa cepala Wid JOKYMEHTHUPO-
BaHHas crioHTaHHas ycroiuuBas KT (kmacc I, ypoBeHb C), CIIOHTaHHBIN
bpyrana-natrepH 1-ro tuna Ha OKI' u snuzonsl cunkomne (kiacc Ila, ypo-
BeHb C), MOJIOXUTEJbHBIC Pe3yJIbTaThl MTPOTPAaMMMPOBAHHON CTUMYJISILIMU
xenynoukoB (kiacc IIb, ypoBenb C). DTU peKOMeHAAlM OCHOBaHbI Ha He-
CKOJIBKUX MCCIEeA0BaHUSIX, KOTOPbIE TPOIEMOHCTPUPOBAIU 00JIee BBICOKUIA
PUCK apUTMUIECKUX COOBITUI y TTAalIMEHTOB ¢ cuHaApoMoM bpyrana co crioH-
TaHHBIM TUIIOM OKI' 1-ro THMa U BepOSTHBIM apUTMUYECKUM OOMOPOKOM
(TmocneaHU CUJIBHO 3aBUCUT OT KayecTBa UCTOPUU CUHKOIIE) MO CpaBHE-
HUIO ¢ TEMU, Y KOTro HeT 3Tux AByx dakTopon (Priori S.G., Napolitano C.,
2002; Probst V., 2010; Priori S.G., Gasparini M., 2012; Eckardt L., 2005).
OnHako BOMPOC O TOM, SIBJISIIOTCS JIU KaKWe-JIM0O0 KIMHUYeCKUe (PakTophbl
JIYYIIUMM TIPEIUKTOPAMUM WM CIOCOOCTBYIOT O0Jiee TOUHOM cTpaTuduka-
LIMA pUCKa, MPEeXIe YeM Pa30BbETCs JII000e apUTMUUYECKOE COOBITHE, BCE
ellle OCTaeTCsl MpeaMeTOM AUCKyccuil. JlelicTBUTENbHO, HelaBHEe MCCe-
noBaHue SABRUS (Survey on Arrhythmic Events in BRUgada Syndrome),
B KOTOPOM CITELIMaJIbHO CPaBHUBAJIMCH MPOMUIN AIMEHTOB C JIETAIbHBIMU
APUTMUYECKUMU COOBITUSIMU, OOHAPYXUJIO, UTO TOJBKO 75% MalMeHTOB
C CMHIPOMOM bpyrana, y KOTOpbIX N€pBOE apUTMHUYECKOE COOBITUE PEru-
CTPUPOBAIOCH MOCJIe ToJydeHUs poduiaakTudeckoint ummiaantauuu MK,
COOTBETCTBOBANIO NMokazaHusaM kiacca I st ummnantanuu MK/, ycraHoB-
JieHHbIe aKcnepTHbIM corameHneM HRS/EHRA/APHRS B 2013 r., Torma
Kak ocTajibHble 25% mnauneHToB UM He cooTBeTcTBOBaIM (Milman A., 2018).
Kpome Toro, B rpyrmne manueHToB ¢ nepBuyHoil npoduiaktrukoit BCC ot-
Meyajiach 0oJsiee BbICOKasl yactora ceMeitHoro aHamHe3a BCC u HocuTesb-
ctBa Mytaumit SCN5A 110 cpaBHEHMIO C TPYMIION MAIIMEHTOB, Y KOTo ObLia
octaHoBKa cepaua no ummiaantauuu UK. B cBg3u ¢ aTuM crpatudukanms
pucKa rpu cuHIpoMe bpyraga octaeTcst KIMHUYECKOU MpobeMoid, MOTOMY
YTO YaCTOTa COOBITUI HU3KAsI, a MIEPBbIM MPOSIBJIECHUEM 3a00JIeBaH1S 4YacCTO
OBbIBaeT OCTAHOBKA cepllia. B omMune OoT mMaluueHTOB ¢ CMHAPOMOM Y-
HeHHoro nHTepBasia Q— T, KOTOpbIE YacTO UMEIOT TTPEeAyTPeKaatonue CuM-
MITOMBI B BUIIE PELUIMBUPYIOIIETO CUHKOIIE, TIPEXIe YeM Y HUX pa30BbETCS
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OCTaHOBKa cepila, y MalMeHTOB C CUHApoMOM bpyraga aputMuu 4acTo
IPUBOJISIT K JIETAJIbHOMY MCXOMYy, KOIJla OHU BIIEpBble BO3HUKAIOT. BMecTe
¢ TeM abCOIOTHBIN pUCK pa3BUTHS crioHTaHHOU DK cpean GeccMMMITOM-
HbIX NALIMEHTOB HUXKE, YeM IIPEIIojarajoch paHee, a pUCK IOJITOCPOYHBIX
OCJIOXKHEHUI, cBsI3aHHBIX ¢ uMIiaHTauueint MK, oomenpuHsToi Tepanuu,
SIBJISIETCS 3HAUUTEJbHBIM. BCce 3TO CBUIETENIBCTBYET O TOM, UTO BCE €Il He-
00XOAMMBI AaJIbHEHIINE YCWIMSI [UISL YIY4YIIEHUsS] cTpaTUdUKALUM pucKa
MalueHToB ¢ cuHIpoMoM bpyrana.

B 2015 r. ESC, Bcnen 3a HRS/EHRA/APHRS, noBropunu pekomeHaa-
LIMU O BBITIOJIHEHUM 3MUMKapauanbHoi adnsiuu B oonactu BTIIK u cBo-
o6omHoit creHku 12K manpeHTaM ¢ 2JIeKTPUYECKUM LITOPMOM U MOTUBUPO-
BaHHbIMU cpabaTeiBaHussMU MK (knacc IIb, ypoBens C). PekoMeHpanuu
AHA/ACC/HRS 2017 r. moBbICUIX KJIacc 3TOi pekoMeHaauus 1o I, ¢ ypos-
HeM nokaszatesnbHocTu B. Takoe moBepue K mpolueaype CBs3aHO ¢ ee (-
(beKTUBHOCTHIO, MPOAECMOHCTPUPOBAHHONW Yy MALMEHTOB C CHUHAPOMOM
Bpyraga, y KOTOphIX MMEIOTCS TSKEJIble apUTMUUYECKUE IIPOSIBICHMS, Ya-
cThie MOTHBHUpOBaHHbIe 1OKM MK/l M 0mHOBpEeMEHHO HENEPEeHOCUMOCTh
MEIMKAMEHTO3HO# Teparnuu. [1poneMOHCTpUPOBAHO, YTO HAWIy4llue pe-
3yJIbTAThl JOCTUTHYTHI Y TEX MAalMEHTOB, Y KOTOPBIX AIMKapAuaibHas abjisi-
LM IPOBOAMUTCS Ha poHe MHbY3MK hiaeKauHuaa* , 4To JaeT BO3MOXHOCTb
00HAPYXUTh CKPBIThIC YIUIMHEHHbIE U (DparMEHTUPOBAHHbIC MTOTCHIIUAJIBI.
ITocne mpoBeneHus1 aMMKapAMAIbHON aOJsALUU HU Y OIHOIO M3 Habmoaa-
€MBIX MAlMEHTOB HE OTMEYEHO (PEHOTUIIMYECKUX IPOSIBICHUII CUHIpOMa
Bpyraga, a Takke He mHayuuponanach 2KT/DXK. D1tu olieI0MUTE/IbHBIC
pe3yJibTaThl ObUIM ITOATBEPKIEHBI B HECKOJBKUX IOCIICAYIOLINX MCIIbITa-
Husix (Brugada J., Pappone C., 2015; Nademanee K., 2011; Zhang P., 2016;
Al-Khatib S.M., 2017).

CMH[IpOM KOpOTKOro uxtepsana Q-T

Cunapom Kopotkoro unrepsajga Q— 1T (short QT syndrome, SQTS) — Ha-
CJIEICTBEHHOE apUTMOTEHHOE 3a00JIeBaHME, aCCOLIMMPOBAHHOE C BBICOKOI
yactotoir passutusg ®XK, cuakome m BCC, compoBoxkparomeecst CICIu-
mueckum DKI-naTrepHom B Bunme ykopoueHust nHtepBana Q—7T <340 mc
1 BBICOKMX (3a0CTPEHHBIX) CUMMETPUYHBIX 3yO1I0B 7' B MpaBbIX TpeKap-
MUaJTbHBIX OTBeleHMsIX. Kak caMmocTosiTenibHOe 3a00JieBaHME C BBICOKUM
puckoM BCC 6but ormucan I . Gussak u coaBt. B 2002 1. Ha mpuMepe ceMbu
¢ nmapokcusmaibHoit PIT ¥ MOCTOSTHHBIM YKOpoueHueM uHTepBaia Q—T.
Yacrora BcTpeuaemoct — 1:3000 HaceneHusI.
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SQTS sBasieTcsl TeHEeTUYECKM TeTeporeHHbIM 3a00JieBaHeM, Haclenye-
MbIM T10 ayTOCOMHO-IOMUHAHTHOMY TUITy (Ta6:. 2.12). B HacTos1ee Bpemsi
M3BECTHO O 6 TeHax, ero AeTepPMUHUPYIOIIMX.

Ta6uua 2.12. MoeKy/IsipHO-TeHeTUYeCKIEe BApUAHThI CUHIAPOMAa KOPOTKOIO MHTEP-
Bana Q—T

Bapuant o WNoHHbI
SaTs T'eH benkoBsbli NpoaykT Tok ABTOpbI

SQTSH KCNH2 o-Cy6beanHnLa kannesoro Iy 1 Brugada et al., 2004;

KaHana ' Gussak, Brugada et al.,
2005

SQTS2 KCcNQ1 o-Cy6beanHNLa Kannesoro I, 1 Bellocq et al., 2004
KaHana '

SQTS3 KCNJ2 o-Cy6beanHnua kannesoro " 1 Priori et al., 2005

KaHana

SQTS4 CACNA1C o 1-Cy6beanHnua KanbLuesoro |
KaHana L-tuna

SQTS5 CACNBZ2b [3-2-Cy6beanHuLbl KanbLneso-
ro KaHana L-tuna

SQTS6 CACNA2D1 | Ca(v)a(2)3-1 I

ol J Antzelevitch et al., 2007

leat 1 Antzelevitch et al., 2007

1 Templin et al., 2011

Ca-L

Kak BugHo u3 tabi. 2.11, npuuunHoii 3a00eBaHus CyKaT HapyLIeHUsI
B TeX Xe TeHax, KOTopble OTBETCTBEHHHI 3a yacthble hopmbl LQTS. OmxHako
GYHKIIMOHATBHBIE 3G GEKTH MyTALWiA, TPUBOISAIINX K SQTS, nnaMeTpaabHO
MPOTUBOMOJIOXHbBI. MI3MEeHeHHbIe KalueBble KaHaabl Mpu SQT.S reHOTUIIOB
1—3 xapakTepu3yIOTCsl YBeJIWYCHUEM KaJMeBbIX TOKOB, a 3HAUYMT, peau3y-
I0TCS IO MeXaHM3MYy gain-of-function (M30bITOYHAST (PYHKIIMS KaJUEBBIX Ka-
HAaJIOB). DTO IIPUBOIUT K YBEJIMUEHHUIO CKOPOCTH pernosisipusanyu. CUHApOM
KopoTkoro uHtepBaja Q—7T reHOTUIIOB 4—6 NeTepMUHUPYETCS MYyTallusi-
MU B reHax kKajblieBblx KaHanoB (CACNAIC, CACNB2b u CACNA2DI),
CBSI3aHHBIX TakKXKe C cuHApoMoM bpyraga. Myrauud B OOJBIINX O-
u P-cyObeauHULIaX, 00pa3ylolMX KaJbLUWeBbIM KaHal L-tumna (ICa_ )
00YCJIOBJIMBAIOT MOTEPIO (DYHKIIMU ITOCICTHEr0 C yMEHbIIEHUEM MPUTOKa
Kajblysg Bo BpeMs da3bl maTo I1[I, 9To BemeT K MeHee 3HaYUMOMY YKO-
pouenuio uHrepsaia O—7T (<360 mc), yuem nipu SQTS reHorunos 1—3. OHu
peau3yIoTcs 110 MeXxaHu3My loss-of-function (motepst GyHKIIMN KaJIbIIUEBBIX
KaHaJIoB L-Turma), 4To BeAeT He TOJbKO K yKopoueHuto Q—7, HO U K u3Me-
HeHuto QRS cinoxHoit Mmopdonornu Hanogobue cuHapoma bpyrana.

Takum o6pa3oM, NMpu U3OLITOUHONW (PYHKLIMM JTHOOOro U3 3 KaJueBbIX
KaHaJIOB MJIM TUIO(MYHKIIUKM KaJblIMEeBbIX KaHaoB cepaevyHbiii [1J] cokpa-
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IIaeTcsd M yKopauyuBaeTcsl IJIUTEIbHOCTb (a3bl penonspuszauuu [T/, uro
Ha DKI orpaxaeTrcs B BuUle YMEHBIIEHUS MPOAOJLKUTEIbHOCTU MHTEpBa-
na Q—T (Brugada R., Hong K., 2012).

[Mpuberast K KOMILUIEKCHOMY WJIM LIEJIEBOMY F'€HETHUECKOMY TeCTUPOBa-
HMIO, CJIEAYeT YUUTHIBATh, UTO, HECMOTPSI Ha MACHTU(UKALIMIO IIIECTH T€HOB,
CBSI3aHHBIX C BO3HUKHOBeHUeM SQT.S, nnarHocTuyeckas moJjib3a reHeTuye-
CKOT'0 CKpPMHUMHTA Bce ellle HeBesrka (0Kosio ~20%).

Taxk xe kak u ipu LQTS, HapylieHrue HOpMaabHON MPOJOIKUTEILHOCTU
IIPOLIECCOB PEIOIIpU3alii B MUOKaPIE XKEIyI0UKOB BelIeT K 3HAUUMOI He-
TOMOI€HHOCTH 3JIEKTPUYECKUX IIPOLIECCOB, YTO SIBJISIETCS CyOCTpaTOM ISt
pa3BuTHs Xu3Heyrpoxaromux KA u, cienoBaTebHO, IPUYMHON CHUHKO-
nanbHbIX cocTossHU 1 BCC y OOJBbHBIX 3TUM 3a0ojieBaHUEM. APUTMUU
npu SQOTS pa3BuUBalOTCs B pe3yabTaTe PEe3KOro yKopoueHust 3POeKTUBHBIX
pedpakTepHBbIX IEPUOIOB MUOKAP/IA MPEACEPANIA U KEJIyIOUKOB, YTO IpeI-
pacriojiaraeT K BO3HUKHOBEHMIO apUTMUIL 10 MEXaHU3MY Fe-entry.

B cBs3u ¢ BbIcOKOI yacToToi ku3Heyrpoxawimux KT Hanbonee pac-
IPOCTPAHEHHBbIM CHUMITOMOM 3a00JIeBaHUS SIBJISIETCSI OCTAHOBKA CEpIlia,
TakKXe XapaKTepHbI Xajao0bl Ha cepllieOreHne uim oOMOpPOKH, pa3BUBalO-
myecss Ha ()OHE YacTO COIYTCTBYIOIIMX IpeacepAHbiXx aputMuii uiu OII.
JunarHoctuueckue KpUTepuU AJisl MOCTaHOBKU nuarHo3a SQTS Obuin pas-
pabdorannl Gollob, Redpath u Roberts B 2011 r. (ta6u. 2.13).

Taomuma 2.13. JInarHoctuyeckue KpUTepruu KOpoTKoro nHtepsana Q—1'
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Panee Oosbllloe BHUMaHUE YOCASJIM JIMIIb YBEJIUYCHUIO ITPOMOJIKU-
TeJbHOCTU MHTepBajsa Q—7T, Torma Kak O MPOTHOCTUYECKOM 3HAYEHUU ero
YKOPOUYECHMST ¥ HMXKHMX JOIYCTUMBIX I'paHUIaX ObLJIO M3BECTHO HEMHOTO.
HopwmanbHo#i mpogoKUTEIbHOCThIO MHTepBana Q—7Tc cuuTaloTcsd 3Ha-
yeHus oT 340 no 440 mc. 3Hauenusa Q—7Tc = 320—340 mc sgBASIOTCS TO-
TPAHUYHBIMU UM HEPENKO MPEACTABISIOT TPYAHOCTU I MUHTEPIIPETALIUU.
Vkopouenue unHTepBaja Q—7T HaOomaeTcss Takke B (PU3MOJOTMYECKUX
ycnoBusix Tipu pocte YCC. OpHako y OOJIbHBIX € MEPBUYHBIM YKOPOUYEHU-
eMm Q—T yacto HaOIIOIAIOT MapagoKcalbHOE IMoBeAeHUe MHTepBaida Q—7T
npu yckopenuu putma. IIpu pocte HCC mnponomKuTebHOCTh MHTEpBa-
Ja Q—T yBeIMYMBaeTCs U Jaxe MOXKET TOCTUTaTh HOPMaIbHbBIX BEJIMYMH.

IIpu mporpammupyeMoil 3JIeKTPUYECKON CTUMYISIUMU Y MNalUeHTOB
¢ SQTS Habmogaercsl BeIpaxkeHHOE yKopoueHue 3(P(PeKTUBHOTIo pedpak-
TEpHOTO ITeproa rpeacepanii u xeaynodkon. B 80—90% ciryyaeB nipu npo-
BeneHun DDU y 6onbHBIX MHAYLMpPYIOTCs KT, pubpuiistiys (TpereraHue)
KenynoukoB. Jpyroit yactoii Haxoakoil y 0oabHbIX SQTS gaBnsitoTcs nmpen-
CcepIHbIe TaXuKapauu, KoTopble oTMeudaoTcs y 70% OoabHbIX. [TokasaHo,
4TO IAapOKCH3MaJIbHbIC U/WiIn ocTossHHbIE (hopMbl PIT MoryT MaHubecTr-
poBath ¢ 3—4-T0 AeCITUICTHUS XKU3HU, a TAKXKE BBISIBISITHCS B IOAPOCTKOBOM
BO3pAacTe U ObITh TIEPBLIM CUMIITOMOM 3a00JIeBaHUSI.

Boicokuit prucK pa3BUTHUs XKU3HEYrpoxarolnx KA nenaer akTyaalbHbIM
BOMNPOC O XMPYPTUYECKOM U MPO(PUIAKTUUECKOM aHTUAPUTMUUYECKOM Jie-
yeHuu 3adoneBaHus. IlpoBoaunuchk ucciaengoBaHus 3(P@GEKTUBHOCTU pa3-
JmyHbix rpynn AAIL. K HacTosiiieMy BpeMeHM MOJy4YeHbl JaHHBIE O TOM,
YTO MpUMeHeHue XMHUIuHa (Kjacc IA) 1ocToOBEpHO yBEIUUUBAET IIUTEIb-
HocThb Q—Tc U, BEpOSATHO, YMEHBIIAET YaCTOTy apUTMUUYECKUX COOBITHIA.
IIpennonaraercs, 4yto yaauHeHue uHtepBaia Q— T mpoucxoauT Onarogaps
CPOACTBY XUHUAMHA K [Kr-KOMIIOHEHTY KajJudeBOIO KaHajla B OTKPBITOM
COCTOSIHMM U €ro CIOCOOHOCTU ONOKMpOBaTh /Ks-KOMITOHEHT KaJueBOIO
kaHana (Rudic B., 2014). XuHuauH Takxke oKa3blBaeTCs MOJE3HbIM B IIpe-
JMOTBpaIllEHUU HEMOTHMBUPOBAHHbBIX Pa3psiioB (B CBSI3U C TUNIEPUYYBCTBUTEb-
HOCTBIO BBICOKOAMILIUTYIHBIX 3y010B 7T) y nauueHToB ¢ SQTS u umiaH-
tupoBaHHbiMU MK]T (Schimpf R., 2003). CornacHo pekomenaamusm HRS/
EHRA/APHRS 2013 r., ucnonb3oBaHMe XMHUAVHA WA COTa10ja 000CHO-
BaHO Yy aCUMIITOMHBIX MMALIMEHTOB ¢ AUarHocTupoBaHHBIM SQTS, nmernmx
MOJIOXKUTEAbHbIN cemeliHblit aHaMHe3 BCC (knacc pekomenmauuii 1Ib).
Kpowme Toro, naHHbIe MpernapaThbl UCMOIb3YIOTCs Y naiueHToB ¢ KT, y KoTo-
pbix auarHoctupoBaH SQTS u ectb nokazanus Kk MKJI-tepanuu, Ho naHHas
npolieaypa NpoTUBONOKa3aHa WX UMEETCsl OTKa3 MallMeHTOB.



BHE3AMHAS CEPAEYHAS CMEPTb 11 XKN3HEYTPOXKAOLLVE XKESTYAOYKOBLIE APUTMIL © 149

Tepanusa UK]JI ssBasieTcs Tepanueit Bbidopa ajs nauueHToB ¢ SQTS, Ha-
MpaBJeHHOI Ha IEpBUYHYI0 WX BTopruuHYyIo npodunaktuky BCC. CornacHo
pekomeHmanusaM EBpormneiickoro o0OiiecTBa KapAuoJoroB 1o jedeHuo KA
u npoduiaktuke BCC (2015), npumenenue MK/l 060CHOBaHO Yy CUMIITO-
MaTUYECKMX TAllMeHTOB C YCTaHOBJIEHHBIM auarHo3oM SQTS, koTopbie
BBDKWJIM TIOCJIE OCTAHOBKM CEpIlia WU UMEIOT NTOKYMEHTUPOBAHHbIE SMU-
30461 cnnoHTaHHO# ycToiuuBoit XKT. Becem 6onbHbiM SQTS, nepeHeciinm
OCTAHOBKY cepjlia, MokazaHa BTopuyHasi npoduiaktuka BCC, Tak kKak
4yacToTa MOBTOPHBIX 3IM30[0B OCTAHOBKMU cepila y Hux cocrabiser 10%
B rog. OnTuMajbHOM CTpaTeruy MpeAOTBpPAIlieHUsI OCTAHOBKU CepaLia mpu
SQTS He cylecTByeT, YYUThIBasi OTCYTCTBUE HE3aBUCUMBIX MPEAUKTOPOB
BCC, — naxxe oOMOpPOKM B 3TOM cJlydyae He SIBJSIIOTCS He3aBUCUMBIM (pak-
TOPOM PHCKa.

HMmeroTcs maHHBIE O BBICOKOM 4acToTe rurepuyyBcTBUTeNbHOCTH MK
U HeomnpaBIaHHOM II0KoBoM Tepanuu npu SQTS. IlpuunHoOil HEMOTUBU-
POBaHHBIX Pa3psiIOB SIBJISIETCS yBEJIIMUEHHAs aMIuMTyaa 7-3y0la, IocTo-
SIHHO COIYTCTBYIOILIAsi YKOpoYeHHOMY uHTepBaily O—7 1, COOTBETCTBEHHO,
TUIEPYYBCTBUTEIBHOCTD 3y0LI0B 7. HecMOTpst Ha cyliecTByIOIIME METObI
3allUMThl OT AETEKLMU 7-BOJIHBI, Mapa ObICTPO CIAEAYIOIIMX APYT 3a JIpy-
rOM BBICOKOAMIUIUTYIHBIX R M T 3ayacTylo MpOBOLIMpPYET cpadaThIBaHUE
ycTpoiictBa. B psime ciaydaeB TpeOyercss mepenporpammupoBaHue MK]I
C VHAMBMIYAJIbHOM aJanTalueil mapaMeTpoB UyBCTBUTEIbBHOCTH — JBOITHAS
YYBCTBUTEJBHOCTh R- U T-3y0O110B JOKHA ObITh MEHbBIIE U HAauMEHbIIast
YyBCTBUTEILHOCTD B paHHEl (ha3e aJiropuTMa 4yBCTBUTEIbHOCTHU IIOCIIE pac-
Mo3HaBaHUsI 3y01a R, 4TOObI M30eKaTh MOJOOHBIX MU30I0B.

KarexonamuHepruyeckas nonumopHas xenyao4ykosas
Taxukapaus

Karexonamunepruyeckas mnoauMopdHas KeayI0uKoBas TaxXHKapIus
(CPVT) — HacieacTBEeHHOE HApYIICHUE CEPASIYHOTO pUTMa, CAMOE TPYIHOE
JUISL IUaTHOCTUKU B JaHHOU TpyIie 3a00JIeBaHUIl B CBSA3U C ITOJIHBIM OT-
CYTCTBUEM Kakux-11n6o usmeHeHuit Ha DKI' B mokoe. EAMHCTBEHHBIM KIIM-
HUYECKUM TposiBIeHreM ObIBaeT pa3BuTue KT He MeHee nByX MOpdoiorni
KoMIuiekca QRS B 3ajre wiv TunudHoi aByHarpasiaeHHo# KT (komrIuiekc
uMeeT (popMy OJIOKaIbI TIpaBOii HOXKM Mydyka ['Mca ¢ MeHsIomelics cieBa
HarpaBo ocbio QRS), BeI3bIBaeMOIl (hM3NUYECKOI HATPY3KOM MU CTPECCOM,
HepEeIKO IIPOTEKAIolleil ¢ MmoTepell CO3HAHUS. XapaKTepU3yeTcs 3JI0Kade-
CTBEHHBIM T€YeHUEM C paHHUM HadajaoM U BeICOKMM puckom BCC mpu ma-
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Hudecranuu 3adboneBaHus. [lepBbie CHMIITOMBI MOTYT MOSIBUTLCSI B BO3pac-
Te oT 2 10 36 JjieT (B cpeaHeM 8 jeT). [Ipu oTcyTCTBUM aleKBaTHOIO JICUEHMSI
MpOrHo3 KpaitHe HebnaronpusaTHbil (Priori S.G., 2000). McTtuHHas pacrpo-
CTPaHEHHOCTH 3a00JIeBaHUS B OOIIEH OIS HEU3BECTHA, TaK KaK BHE
npuctyna Ha DKI' oTcyTcTBYIOT Kakue-amubo crienuduyeckue U3MeHeHUsI.
IIpennonoxutenbHo oHa MoxeT ObITh paBHa 0,1:1000 (Priori S.G., 2013).

ITepBoe onucaHue MOJIMMOPPHOI KeJIyT0UKOBOI 3KCTPACUCTOINHU C MO~
TEepsSIMM CO3HAHWUSI, Pa3BUBAIOIIMMUCS Ha BBICOTE (DU3UYCCKOI HArpy3KH,
obuto caenaHo K.J. Berg B 1960 r. TepMuH <«KaTexojlaMUHEpruyeckas»
BBesl Ph. Coumel B 2002 1., mocie Toro Kak B ero e kiauHuke A. Leen-
hardt u coaBT. B 1995 r. mpencraBuiud pe3yJbTaThl 7-JI€THErO HaOJIoIe-
HUS 3a CTpecc-UHAYyLIUPOBaHHOM AByHamnpasiaeHHo# KT y mauueHTOB 0e3
CTPYKTYPHBIX U3MEHEHUII MUOKApJa M COXPAaHHOI KOHTPaKTWJIbHOI CIIO-
cobHocthio (Leenhardt A., 1995). N. Sumitomo u coast. B 2003 r. onucanu
29 manueHToB, B Haiiei crpaHe JI.M. MakapoB u coaBT. B 2003—2004 rr.
nepBbIMU onucanu HabmoaeHue 3a 20 nerbmu ¢ CPVT.

3aboJieBaHUE CBSI3BIBAIOT C MYTALlUSIMU TEHOB, KOHTPOJIUPYIOLIMX OOMEH
Kanpliusgd. MyTauuu B TeéHe pMaHOAMHOBOTO perenTtopa 2-ro tuna (RyR2),
pacIiojiockeHHOro Ha XxpoMocoMme 1q42—43, neTepMUHUPYIOT pa3BUTHE H0-
MMHAHTHOI (DOpMBI 3a00JIeBaHUSI U COCTABIISIIOT 0KOJI0 60% Bcex ciiydaeB
CPVT. PuaHoaMHOBBII peLENTOp SBISETCS KIIOYEBHIM BHYTPUKIIETOU-
HBIM KaJIbLIMEBbIM KaHaJIOM, pacloJjaramiiiMcs Ha MeMOpaHe capKoILia3-
MAaTUYECKOI0 PETUKYJIyMa W PEryJHUpYyIOIIMM BbICBOOOXIECHME KaslbLus,
B pe3yJibTaTe Yero BO3ZHUKAET COKpallleHUE CeplevyHOi MbIIbI (puc. 2.8).
S. Priori u coant. B 2002 r. BepubULMPOBAIM MUCCEHC-MYyTallUU B TeHe RyR2
B noJyioBuHe ceMeliHbIx caydyaeB CPVT. bruio nmoka3zaHo, 4To cilydau BbISIB-
JIeHUsI MyTaluii B reHe RyR2 yale HaOJIonaluch Y MajJb4MKOB, IIPU 3TOM
MaHudecTaluusl CUHKOMNAJIbHbBIX COCTOSHUI BO3HMKAJA IIPEUMYILIECTBEHHO
B netckoM Bospacte. Hamporus, CPVT 0e3 moaTBepxXaeHHOH MyTaluuu
reHa RyR2, vaile HaOamogagach y XEHIIMH, 3a00jeBaHUe MaHUMECTUPO-
Bajo BO B3pociaoM Bo3pacTe. PanHee Hawyamo CPVT, accouuupoBaHHOE
¢ TeHoM RyRZ2 CBSI3bIBAalOT B MEPBYIO OYEpelb C HE3PEJOCThIO PELENTOPOB
pUaHOIMHA, a TaKXe ¢ 00Jiee BHICOKOI, YeM Y B3pOC/bIX, (DU3NUYECKON aK-
TUBHOCTBIO.

B 2001 r. H. Lahat u coaBT. onpeaeanyivu, YTO ayTOCOMHO-PELIECCUBHAs
¢dopmMa 3abosieBaHUs CBsI3aHA C TeHOM KajibcekBecTpuHa (CASQ2), nokanu-
30BaHHBIM Ha XpoMocome 1p23—21, KOTopblii KOAUPYET CEPACUYHYIO U30-
¢dopMmy KanbcekBecTpuHa. MyTtanuu B reHe CASQZ2 onvicaHbl B HEOOIbIIOM
KOJIMYECTBE ceMeil, o0ycioBiauBas oT 2 10 5% ciydyaeB CPVT. benok Kaib-
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Puc. 2.8. Cxema pmaHOmmHOBOTO pelieniTopa: cepmeuHast uzodopma (ARyR2)
(Priori S.G., Napolitano C. u coasrt.)

CEKBECTPUH SIBJISIETCS TJIIABHBIM PETYJISITOPHBIM OEJIKOM, OTBEYAIOIIMM 3a Ha-
KOITJICHUE KaJIbIIMsI BHYTPY CapKOILIa3MaTUIECKOro peTUuKyiayma. TpuaavH,
KomupyeMblii reHoM TRDN, pacnojioXeHHBIM Ha XpoMocoMme 6q22—6q23,
SIBJISIETCSI TpaHCMEMOpaHHBIM OEJIKOM CapKOIlJIa3MaTUYeCKOrO PeTUKYIyMa
¥ B3aMMOJIEMCTBYET C pUAaHOAMHOBBIMU PELEIITOPaMU, C KOTOPBIMU OH (b1~
3UYeCKM U (DYHKIIMOHAJIBHO CBS3aH B PEryJIMPOBAHUM BHYTPUKIIETOYHOIO
MOTOKa Kajblius. PUaHOMMHOBBIN pelienTop, KaJIbCeKBECTPUH M TPUAIUH
HMIYT OT MEMOpaHbI CapKOILIa3MaTHYeCKOIro PeTUKYJIyMa I10 HaIlpaBJIEHUIO
K T-Tpyboukam, oOpasyss MaKpOMOJIEKYISIPHBII KOMILIEKC MO BHICBOOOX-
JNIEHWIO KaJIblIKsl, KOTOPBIM 3arloJIHSET IMPOCTPAHCTBO MEXIY CapKOILIa3-
MaTUYECKUM peTUKYIyMoM U T-Tpyboukamu (puc. 2.9). KagbcekBecTpuH
KoHIIeHTpupyeT Ca’" 0KOJIO KaJIbIIMEBBIX KAHAJIOB, YBEJINUMBAS TEM CAMBIM
CKOPOCTb €r0 OCBOOOXKIEHMSI.

Passutiie CPVT Takke CBSA3BIBAIOT ¢ MyTauusMW B reHax ANK2,
CALMI1 v KCNJ2 (tabu. 2.14). He Bcerna ymaeTcsi ¢ TOUHOCTbIO YCTAaHOBUTD
TUI HaCJIEAOBAaHMS 3TOTO 3a00JieBaHUsI B ceMbe. [IleHeTpaHTHOCTh 3a00J1e-
BaHMs B cpenHeM cocTaBisieT 70—80%, Kak MpaBWio, Y MaJBYMKOB PUCK
CUHKOTAJIBHBIX COCTOSTHUI BBIIIIE.

OmHUM U3 ITyCKOBBIX (haKTOPOB B Pa3BUTUU apUTMUU SIBJISTIOTCST YBEJIM -
YeHMe OOpaTHOro 3axBaTa KaJIbIMs CapKOILIa3MaTMYEeCKUM DPETHUKYJIYMOM
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Plasma
membrane

T-tubute

Puc. 2.9. Acconmanusi B CapKoIUIa3MaTHUECKOM DPETUKYJIyME BO3JE KaJlbIIUEBBIX

KaHaJIOB pUaHOAMHOBOTO perientopa (RyR2), kanbcekBectpuHa (CASQ2) u Tpuanuaa

(TRDN), XoTopble OTBEUYAIOT 32 OCBOOOXICHUE KaJbIIMsI M3 JIEIO B OTBET HAa aKTH-

BallMIO MOTEHUMATYYBCTBUTEABHOTO KajbleBoro kaHama CaVl1.2 (Priori S.G.,
Napolitano C., 2015)

Tabomuma 2.14. MoJieKyasIpHO-TeHeTUYeCKMEe BapUaHThl KaTeXOJaMMHEPrMuecKou
MOJIMMOPGhHOM KeJyT0YKOBOW TaXUKapaIuu

o Yacrora
FeH benkoBbli NpoAyKT Tun HacnepoBaHus BCTPEY2EMOCTH
hRyR2 PuaHofunHOBbINA peuenTop, cepaeyHas | AyTOCOMHO- 60%
n3ogopma LIOMUHAHTHbI A
CASQ2 KanbcekBecTpuH AyTOCOMHO-peLeccuBHbIn | 1-5%
TRDN Tpuagut AyTOCOMHO-peLeccuBHbIi | Peako
KCNJ2 o-CybbeanHuLa Kanmesoro kaHana AyTOCOMHO- Peako
BHYTpeHHero Bbinpamnenuns (Kir 2.1) [IOMUHAHTHbI A
CALM1 Kanmogunym-1 AyTOCOMHO- HenssecTtHa
JOMUHAHTHbIR
ANK2 AHKNPNH-2 AyTOCOMHO- HenssecTtHa
LIOMUHAHTHbI A
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U MepernoyiHeHue ero KanblimeM. [Toamoporosbie KojaebaHUsI MeMOPaHHOTO
IOTEHIIMAIa, KOTOPbIe B HOPME MOIYT IPUCYTICTBOBaTh, HO HMKOIIA ceOsi
HE MPOSIBJISIIOT, B ClIydae, KOTla CapKOIUIa3MaTUUECKMi PETUKYJIYM IIePero-
HEH KaJbLIMEM, BO3DPACTAIOT 10 aMIUIMTYMAE, JOCTUTIasl MOpOora BO30OYXKICHMS.
BcnenctBue myrtauuii B reHe ARyR2 u CASQ2 BO3MOXHO Ype3MEpPHOE BBICBO-
0OXIEeHME MOHOB KaJIbLIMS U3 CApKOILIa3MaTUYeCKOrO PETUKY/IyMa B LIMTO30JIb
B OTBET Ha TPUITEPHBIC MOHBI KAIbIMs B MOMEHT «KaJbLUM-UHIYLIPYEMOTO
BbIOpOCa». Peanu3zaniyst a51eKTpohU3M0JI0rMYECKOro MeXaHu3Ma apuTMUK po-
HCXOIUT ITyTeM IO3IHEH MOCTACIOSIPU3aLUU, BbI3bIBasl TPUITEPHYIO AKTHB-
HocTtb 1 KT BeliencTBue neperpy3ku KapauoMUOLUTa MOHAMY KaJIbLIKsL.

Kartexonamunepruueckass mnonuMopdHas KT sgBiaseTcss NpUYMHONR
He MeHee 15% BCC MooabIx JIoeil, 11 KOTOPhIX TaTOMOP(OIOrMuecKoe
HCCIeOBAaHKE HE II03BOJISIET YAOBJIETBOPUTEILHO OOBSICHUTH IPUYMHBI
JIETAJILHOTO MCXOJa, YTO JejIaeT OCOOCHHO aKTyaJbHOU IIPECUMIITOMATHYC-
CKYIO IMArHOCTHKY W IpoduiakTuyeckoe jedyeHue. OmHaKO KIMHUYECKOE
U UHCTPYyMEHTaJIbHOE 00C/Ie0BaHKe OOJIbHBIX HE BbISIBJISIET HUKAKUX U3Me-
HeHuil. Kak cka3zaHo BhIlIE, B OTIMYKE OT OCTaJbHbIX KaHajomnaTtuii, CPVT
He UMeeT xapakTepHbIx n3MeHeHui Ha DKI mokos.

Boiiee yeM B I10JIOBMHE CiIydaeB IEPBbIM CUMIITOMOM 3a00JICBAHUSI SIB-
JISIIOTCSI CMHKOTIAJIbHbIE COCTOSIHUSI, BbI3BaHHbIC (PU3MYECKOM HArpy3KOI.
Y 6obHBIX ¢ MyTauusiMU B TeHe RyR2 Haubosiee yacTbiM (paKTOPOM, IpO-
BolLMpyoonrM pa3sutue KT, sBasiercs rmiaBaHue. Y aereii 0OMOPOKHU MPo-
BOLIMPYIOTCSI UCITyTOM, cTpaxoM. OTMedyeHa TecHasl B3aMMOCBSI3b Bo3pacTa
MepBOro BO3HUKHOBeHMsI cuHKoIle ¢ TskecTbio CPVT. Yem panbliie BO3-
HMKAaJIM CUHKOITIAJIbHbIE COCTOSIHUSI, TEM XyKe IIporHo3. Yaiie Bcero ooMo-
POKM pacCMaTpUBAIOTCSI KaK MPOSBICHUE SIMICIICMU WM Ba3oBarajbHbIE,
YTO 3aePKUBACT HAYAJIO JICYCHUS.

BaxkHyio poJib B IMarHOCTUKE 3a00J1eBaHUS UTPAET IUIMTEIbHOE MOHUTO-
pupoBaHue DKI' ¢ moMouIbio TTepeHOCHBIX YCTPONUCTB U UMILIAHTUPYEMBbIX
METJIEBbIX PErMCTPATOPOB, MO3BOJISIIONICE 3apEeruCTPUPOBaTh MapPOKCU3M
KT Ha ¢doHe Omaromosyuuss B MOMEHT ASMCTBUSI TPUITEpHOro (pakTopa.
BHauajie perucTpupyoTcst OIMHOYHBIE MPEXACBPEMEHHBIC 3Ky T0YKOBBIC
KOMILJIEKCHI, BIIOCJICACTBUMU IIEPEXOASIINEe B TPUIEMUHMIO, OUI€MUHMUIO,
KOPOTKHE WiIu 0oJiee IIMHHBIC 3albl IBYHAIPaBJICHHOM TaXWKapauu,
Mepexosiiyre B 3aJMbl ObICTPOIi, HeperyspHoii moauMopdHoit XKT. B 3a-
BUCHUMOCTH OT MHTEHCUBHOCTU aJpEHEPrUYeCKOro BO3OYXKIEHUSI yKa3aH-
HbI€ BJICKTpOKaparorpaduyeckue XxapakTepuCcTUKU MCYe3al0T B 00paTHOM
nopsiake. Ilo3agHue moTeHLMAaNbI XKeJIyIouKoB, xapakTepHble mst KT, pas-
BUBAIOIIUXCS 10 MEXaHU3MY re-entry, peiKo BbISIBISIOTCS Y 60abHBIX CPVT.
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CyrouHoe MonHutopupoBaHue DKI mo Xoartepy obiamaeT J0OBOJBLHO
HU3KOM YyBCTBUTEIBbHOCTBIO B oTHOIIeHUU CPVT u no3BoJiseT 3aperucTpu-
poBathb 3annbl KT Ha ¢oHe MOBBIIEHHON (PU3MUYECKOil Harpy3Ku He OoJiee
yeM Yy 9—20% OonbHbIX. OmHAKO MpU aHAIM3e OCOOEHHOCTEM CYTOYHOIO
moHuTopupoBaHust DKI mo Xoatepy MOKHO OTMETUTD YBeJIMYEHUE LIMPKaJI-
Horo nHaekca 6osee 1,5. Kak mpaBuio, yBeauueHre UUPKaJHOTO MHAEKCA
OTMEYAlOT Y OOJIbHBIX C MOBBIIICHUEM YyBCTBUTEIHLHOCTUM PUTMa Cepila
K CUMIATUYECKUM BIUSIHUAM. MHTEpPECHO OTMETUTD, YTO BO3PACT KJIMHU-
yeckoii MaHudectauuu (25—35 eT) coBragaeT ¢ BO3PACTHON UHBOIIOLUEH
CUMITATUYECKUX HEPBHBIX BOJIOKOH B MUOKap/e, HAYMHAIOLICHCs B 3TOT I1e-
puom, a JecuMIaTU3alMs BeeT K MOBBIIIECHUIO YYBCTBUTEIBHOCTU K KaTe-
XOJJaMUHAM, YTO MOXET SIBJISITHCS ITYCKOBBIM (PaKTOPOM XKM3HEYTPOXKAIOIINX
APUTMUIA.

KT y 6onbHbix CPVT MOXHO MHAYLMPOBaTh MH(PY3UEi KaTeX0OIaMUHOB,
IIporpaMMupyemMast 3JIeKTpUUecKasi CTUMYJISILIMS, KaK IPaBUIIO, HE JaeT MO-
JIOXKUTEJIbHOTO pe3yjIbTaTa, YTO CBSI3aHO C IMPEUMYIIECTBEHHO TPUITEPHBIM
mexaHu3MoM. A.E. Buxton u coaBt. (1984) BbiaBuiu, uto y 11 u3 23 60b-
HbIX ¢ uanonatuyeckoii KT (48%) pa3BuBajach CLIOHTAaHHAs ApDUTMMSI T10-
cjie BBeAeHUs u3omnpotepeHona’. OcoOeHHOCTH PEryasiuyd PUTMa cepaia
y 6onbHbIX CPVT (Opanukapausi, BbICOKasi BapuaOeJIbHOCTh PUTMaA cepilia
U TOBBIILIEHUE LIMPKATHOIO MHAEKCA) IMOJIHOCThIO COIJIACYIOTCSI C pe3yjibTa-
TaMM UCCIIeNOBaHMii, B KOTOPBIX ¥ 001bHBIX CPVT He BbISIBIEHO MCXOAHOE
MOBBIILIEHNE YPOBHS KaTeX0JaMUHOB B IJIa3Me M MO4Ye, OIHAKO B peaKluu
Ha (U3UYECKYIO HATPy3Ky MOXKET ObITh PE3KMil IIOIbEM YPOBHSI KaTexoJa-
MUHOB (3MuHedpuHa).

MoseKyJISIpHO-TeHETUYECKME METOIbl MCCICIOBAHUSI IO3BOJISIIOT BbI-
SIBUTh HOCHUTEJICH MyTallMil Cpeay KPOBHBIX POACTBEHHUKOB OOJIbHBIX, KO-
TOpbI€ COCTaBIAIOT TpyIny Bbicokoro pucka no BCC. S.G. Priori u coaBr.
MOAYEPKUBAIOT, YTO €CJIM B JIETCKOM BO3pacTe 3a00jeBaHMe He PacIlO3HAHO
M He Ha3HaueHO JieueHue, To K 20 rogaM >K1U3HU OHO CTAHOBUTCS JIETAIbHBIM.

I1epBoii nTuHKE IeueHUs y TALIUEHTOB C JOKYMEHTUPOBAHHOM CIIOHTaH-
HOI unu crpecc-uHayuupoBaHHoi KT, y KOTOPBIX YCTaHOBJICH KJIMHUYE-
ckuii nuarHo3 CPVT, gBasieTcs MOCTOSIHHBIN MpueM [-aapeHo0JI0KaTOPOB
0e3 BHYTPEHHE! CUMIATOMUMETUYCCKOM aKTUBHOCTU. JIJIsl IIpemynpeskie-
HUS PELIMAUBOB apUTMUU OOBIYHO TPeOYIOTCS OOJIbIINE 03Bl TIpernapaToB,
Moa0op KOTOPBIX IOJKEH OCYIIECTBISITbCS MHAMBHAyanbHO. Haubosee
yacTto U3 [-ampeHobiokatopoB s jedeHus CPVT HaszHayaloT Hagos0i1,
HECMOTpsI Ha OTCYTCTBME CPaBHMTEJbHBIX JaHHBIX II0 Pa3JIMYHBIM THUIIAM
B-ampeHo6maokaTopoB (Priori S.G., 2002). Ins oueHku 3(hGhEKTUBHOCTU



BHE3ATMHAS CEPLEYHAS CMEPTb 11 XKI3HEYTPOXAKOLLIE XENYA04YKOBBIE APUTMUN © 155

MPOBOAMMOTO JICYECHUSI 11e1eCO00pa3HbI IOBTOPHbBIE MPOBOKAIIMOHHBIE TTPO-
ObI C 103UPOBAHHOM (pu3MUYeCcKoil Harpy3koii. Ha appekTuBHOCTL TpOBOaM-
MOTO JICUeHHSI YKa3blBaeT HEBO3MOXXHOCTh TOBTOPHOU MHIAYKIIMU ITAPOKCHU3-
MoB KT u npyrux nmposiBIeHUIA KeJTyI0YKOBOI 3KTOMUYECKONH aKTUBHOCTH
BBICOKHUX Tpanaluii (mapHou KeIyI04YKOBON 3KCTPACUCTOIMM, XKEITyI0YKO-
BOI OUTeMUHUU U «11pobexkek» KT).

B cnyyae ecnu GonbHOI TMepeXua OCTAaHOBKY cCepilla A0 Ha3HAYeHUs
[-anmpeHo0JIOKATOPOB, YUYMUTHIBASI 3J0KAYECTBEHHOE TeueHue 3aboJieBa-
HUsI, eMy pekoMeHaoBaHbl umiuiantauuss MK/ u npomoikeHue nmpuema
B-agpeHobsokaTopoB. Eciiu Takoe neyeHue He MO3BOJISIET JOCTUYb MOM-
HOTO KOHTPOJISI apUTMUU, CIIEAYeT PACCMOTPETh Tepanuio (GeKauHuaoMm .
ITo nocieaHuM JaHHBIM, GIEKauHUIY 3HAYUTEIbHO YMEHBIIAET XKEIYI0Y-
KOBYIO 9KTOIMMYECKYIO aKTUBHOCTh Yy 00J1bHBIX CPVT 1 MoxeT paccMmaTpu-
BaThCsl B KAYECTBE MEPBOTO MOIOJHEHUS K Tepanuu 3-aapeHo0JI0KaTopaMu,
eCIi He yaaeTcsl A0CTUYb 3¢ (GEeKTUBHOTO KOHTPOJISI apUTMUU.

Hns neyeHuss/ocTpoii MpohUIaKTUKU 3JIEKTPUIECKOIO IITOPMa WU M0~
BTOpHBIX cpabatbiBaHuit MKJI Takke mpumensietcst Bepamnamui. s CPVT
XapaKTepeH OYeHb KOPOTKUI MHTEpBal CLCIUICHUS MEePBOM KEIyd0UuKO-
Boii akcTpacucroauu (<300 mc), 3amyckaroleil Taxukapauto. B 6onbiimH-
cTBe ciydaeB AByHampaBieHHas KT ¢ KOPOTKMM MHTEPBAJIOM CLIETUICHMS
tpaHcdopmupyercsas B PXK. DddekTuBHOE NMomaBiIeHUE apUTMUM Y TaKHUX
OOJIbHBIX JOCTUIAETCsl TOJAbKO MPY BHYTPUBEHHOM BBEICHUM Beparamuia,
HO Takoe jedyeHue He cHuxaeT puck BCC. B cBs13u ¢ 3TMM mocie ycrel-
Horo kynupoBaHus napokcusma KT/®DXK BepamamMuioM BceM IaLlMEH-
tam 6e3 MK]] pekomeHaoBaHa €ro yCTaHOBKA AOIOJHUTENbHO K IpUEMY
[-anpeHO0I0KATOPOB B COYETAHUHU WK Oe3 diekanHuga® .

CrnenyeT oTMeTUTb, YTO HaHeceHue pa3pssnoB MK MoxeT ObITH Oose3-
HEHHBIM, YTO CIIOCOOCTBYET IMOBBIIICHUIO CUMIIATUYECKOIO TOHYCa U IPO-
BOLIMPYET MOBTOPHbIC 3MU30Ibl APUTMUHU, YTO B KOHEYHOM HTOTE BeleT
K BO3HUKHOBEHUIO MTOPOUYHOIO KpPyra ¢ HEMpepbIBHO-PELUUIUBUPYIOLINMU
KT, BI10Th 10 CMEPTEIBHOIO MCX0Ja, MO3TOMY 1IeJIeCO00pa3HO MPOorpam-
MUpOBaHue 0oJiee JUIMTEIbHBIX BDEMEHHBIX MHTEPBAJIOB MEXXIY HAaHOCUMBbI-
MU YCTPOMCTBOM pa3psiIaMu.

BoinmosiHeHUe TPyIHOU JIEBOCTOPOHHEH CUMIIATUUECKOW OeHepBalliu
cepala PeKOMEHAYeTCsl B clydyae PELMIMBUPYIOIIMX CHUHKOIAJbHBIX CO-
CTOSIHUIT uiu nonuMopdHoii/nByHanpasieHHoi 2KT/HeCKOJbKMX MO-
TUBUPOBaHHBIX cpabarbiBaHuit MKJ]l ¢ HaHeceHuMeM pas3psiioB Ha (oHe
U30JIMPOBAHHOIO MpueMa [3-aaApeHO0J0KATOPOB WM B cOYeTaHUU C iie-
KauHUIOM Y, a Takke MpY HAIUYUM HEIMEePeHOCHMMOCTU WM MPOTUBOIIO-
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KazaHuii K ux npueMy. CuMmnaTuieckas JeHepBalus JeBbIX OTAEI0B Cepla
oKasbIBaeT ornpenelieHHbIH 3ddekt nmpu CPVT y manmeHTOB, KOTOpBHIE
He TIepeHOCT B-aapeH00I0KATOPbI, OAHAKO HEOOXOAUMBbI TIOTTOTHUTEIbHbBIE
JIaHHbIC ¥ OoJiee IJIMTEIbHOE HAOJIOACHUE Ui KOJIMYECTBEHHOM OLICHKU
3TOro 3 dekra.

Cunapom paHHei penonapusayuu

CuHIpoM paHHEHW perojsipu3alni — penkoe 3abojieBaHUE, HO 3TO
HE YMEHbIIIaeT ero onacHOCTH. OTHOCUTEIPHO HEAAaBHO CTaJlO OTIACIbHOM
MaTOJIOTHE, KOTOpasl TIPUCTAIBHO M3YJaeTCs U IeTATbHO UCCIICAYCTCS.

DrekTpokaparorpacduyeckas KapTUHa paHHEW pernojsipu3ali XKery-
JOYKOB XapaKTepU3yeTcsl HaIMUYMeM J-BOJHEI > 1 MM B TOUKE COCAUHEHUS
(aHrJ. junction point, J-point) HUCXOASIIErO KojeHa 3yOla R ¢ u3oJuHuei
M TICEBIIOKOPOHAPHOI aieBalyeit cermeHTa S7 B IBYX UK Oojiee CMEXHBIX
HWXHUX 1/WIH OOKOBBIX OTBeAeHUsIX. [ImuTenbHOEe BpeMsT HaTnuue paHHeH
perojsipu3aliii CYUTAIN OOBIYHOI 3JIeKTpOoKapaArorpahuueCcKoil HaxoaKou
U1 OTHOCUJIU K TOOPOKAYE€CTBEHHBIM SIBJIEHUSIM.

ITepBpIMU Ha CBSI3b MEXIY PAHHEH perosipu3auveil i nANONaTUIeCKOon
®XK obparmim BHumanue Y. Aizawa u coasT. B 1993 r. 3atem B 2000 1.
I. Gussak u C. Antzelevitch B akcriepruMeHTaIBHBIX UCCIIEAOBAHUSIX YCTAaHO-
BUJU, 4TO 3TOT DKI'-(hbeHOMEH SIBISIETCS MapKEPOM ITOBBLILIEHHON TpaHC-
MypaJIbHOU T€TEPOTEHHOCTU PETIONSIPU3ALINY KETYIOUKOB, KOTOPas MOXET
yBeIunuTh ya3BuMocTh K @2K. B 2008 r. mccienoBanmne M. Haissaguerre
U COABT. II0KA3aJI0, YTO MATTePH PaHHE! Peroiapu3aluy JOCTOBEPHO Yallle
BCTpevaeTcsl y MmanueHToB ¢ unronatudyeckoit MK (31 npotus 5% B KOH-
TpoabHOU rpynmne, p <0,001) 1 perucTpupyercss B OCHOBHOM B HIXXHUX
1 OOKOBBIX OTBefieHUsIX. [Ipn 3TOM J-BOJTHBI OOJBINEH aMIUTATYIBI (2 MM)
acCOLMMPOBAIUCH € 00JIe€ BBICOKUM apUTMUYECKUM PHUCKOM IO CPAaBHEHUIO
¢ HU3KoaMIIUTyaHeIMU (1,2 MM). B manbHelIIeM nccienoBaHMs TUIIA «CITY-
Yali—KOHTPOJIb» TOCTOBEPHO CBSI3aJIM TIPUCYTCTBUE TTATTEPHA paHHEN Pero-
JISIpU3alMU B HUKHUX U/WIH 00KOBbIX oTBeaeHUsIX DKI' co 3HaYnTeIbHBIM
puckoM uanornaruueckoit G2K u BCC.

B HemaBHMX 3MMIEMHOJIOIMYECKMX HCCIEHOBAHUSIX M3ydajach CBSI3b
MEXIy paHHEe# perossipu3anueil U JOJITOCPOUYHBIM CepAecTHO-COCYIUCTHIM
puckoM B obuieit monyaguuu. B 2016 r. Cheng Yun-Jiu 1 coaBT. mpoBeau
MeTaaHaJIn3, B KOTOPOM NpUHsUIA yyactue 334 524 yenosexka n3 16 uccie-
IoBaHMI. MeTaaHaau3 BBISIBUJI TTOBBIIICHHBIN PHCK Pa3BUTUS OCTAHOBKM
cepaua [orHoweHue maHcoB (odds ratio — OP) 2,18; 95% noBeputeiib-
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Hblii uaTepBan (JAN) 1,29—3,68], cepneunoii cmeptu (OP 1,48; 95% AU
1,06—2,07) u cmeptu ot nodoi npuunHbl (OP 1,21; 95% AW 1,02—1,42)
y ALIMEHTOB C paHHEl pernojsIpu3alteil o CpaBHEHUIO C JIMIIaMU 0€3 3TOro
OKI'-penHomeHa.

B XpynmHOM IIPOCHEKTMBHOM IIOMYJISILIMOHHOM TeMaTU4YEeCKOM MCCJIe-
noBaHuu MONICA/KORA, cocTosiiiieM U3 JMIL[ IIEHTPaJIbHOIO €BpOMeii-
CKOIO IIPOMCXOXIEHMSI, OIPEAC/ISUIM pPaclIpOCTPAaHEHHOCTh paHHE pe-
MOJISIPU3allMU U €€ CBSI3b CO CMEPThIO OT CEePAEYHO-COCYIMCTBIX MPOOJIEeM
(cepaeyHasi CMEPTHOCTb) M OT JIt0OOW MPUYMHBI (CMEPTHOCTb OT BCEX MPU-
yuH). [Ipoekt MONICA (anrn. Monitoring of Cardiovascular Diseases and
Conditions — MOHUTOPUHT TEHACHUUN U JETEPMMHAHT CEPACUYHO-COCYAM-
CThIX 3a00JIeBaHMIT) U3yYas cepAeYHO-COCYAUCThIe 3a00eBaHusa y 10 MIH ye-
noBek B 21 ctpane; KORA (anrn. Cooperative Health Research in the Region of
Augsburg — CoBMeCTHbIC MCCIIeIOBaHUS 300POBbsS B perrioHe Ayrcoypr) 06o-
3HauyaeT MCcCcleAoBaHue, MPOBeAeHHOEe B AyrcOyprckom pervoHe I'epmaHuu.
WccnenoBatenu otobpanu u mnpoaHaausupoBaiu DKI 1945 yyacTHUKOB
MONIKA/KORA B Bo3pacte 35—74 jeT U3 UCXOAHON MOMYJISILIMU, HACUM-
ThIBao1Ieil okojo 6000 yeaoBeK, ¢ MCIONB30BAHMEM CXEMbI MCCIIEI0BAHUS
«cnyyail—koropta». CpenHuii mepuon HaOmoneHusi coctaBun 18,9 ropga.
PacrnipocTpaHeHHOCTb paHHel penossipusainuu B ucciaenoBanuu MONICA/
KORA cocraBuna 13,1% u Obl1a cBsi3aHa C CepACYHOM M OOILEH CMEPTHO-
CTbIO, HanbOoJIee BBIPAXKEHHOM Cpeay JIML MOJIOIOI0 BO3pacTa U MYy>KCKOTO
noja (p=0,005). CtpaTudupOBaHHBIA MO BO3pacTy aHAIU3 MOKa3all OT-
nourenue puckoB (HRs) mis cepaeunoit emepraoctu 1,96 (95% AU 1,05—
3,68, p=0,035) cpenu oboux mojoB u 2,65 (95% AN 1,21-5,83, p=0,015)
cpeau MYXXUMH B Bo3pacte 35—54 ner. Jlokanusauus paHHei peroisipusa-
LMY B HYDKHUX OTBEICHMSIX TOIOJHUTEIbHO YBEIMUMBAIa 00YCIOBICHHYIO
ero cepaeuHyto cmeptHocth 10 HRs ot 3,15 (95% AU 1,58—6,28, p=0,001)
U1st oboux mojoB u oo 4,27 (95% AN 1,90-9,61, p <0,001) misg MyX4uH
Mexny 35 u 54 ronamu. Takum obpaszom, uccienopanue MONIKA/KORA
I10Ka3ajI0, YTO PaCIpOCTPAHEHHOCTh PaHHEN PeNnoJsipu3alii CPeau JIoAeit
CpeIHEero Bo3pacTa BbICOKa (M HECKOJILKO BBIIIE, YEM COOOIIANOCh paHee).
IlatTepH paHHell penojsipy3aluy ObLT CBSI3aH MPUMEPHO ¢ 2—4-KpaT-
HBIM IOBBILIICHUEM PHCKA CEPACYHOI CMEPTHOCTHU Y JIMIL B BO3pacTe oT 35
1o 54 net. Hanuuue nmarrepHa B HUXKHUX OTBEICHUSIX ObLIO CBSI3aHO C MTOBbI-
LIEHHBIM PUCKOM CEPACYHOI CMEPTH Cpelid 000MX IT0JIOB OoJiee yeM B 3 pasa,
a cpenu My:KYMH — OoJiee yeM B 4 pa3a B 3TOI BO3pacTHOM TpyIIe.

TpaauMOHHO MATTePH PaHHEN penojsipu3alii pacCMaTPUBAIN TOJIbKO
Kak uauonatndyeckuii DKI'-peHOMEH 03 KaKUX-I1M00 KIMHUYECKUX MPO-
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siBJIeHUI. B HacTosiIiee BpeMs B CBSI3M C TTOJIYYEHUEM HOBBIX HaAYYHBIX TaH-
HBIX 3Ta MO3ULMS HepecMoTpeHa. KoHCeHCYCHOe 3aKIIIOUeHUE DKCIIEPTOB
HRS/EHRA/APHRS 1o nedyenuto nepBuyHbX aputMuii B 2013 r. onpene-
JIAJIO CUHIPOM PAaHHEM Perosgpu3aluu KaK HACJIEACTBEHHBIN NEePBUYHBIA
APUTMMUYECKUI CUHAPOM M IMPEMIOXWIO KIMHUKO-3JIEKTPOKapauorpahu-
yecKKe KpUTEPUU IMOCTAHOBKM IMAarHo3a.

IManueHTsl ¢ mMaTTepHOM paHHel penojspusanuu Ha DKI, koTopbie
ObUIM PeaHMMMPOBAHBI IOCJIE JOKYMEHTUpoBaHHOro anu3ona ®XK u/vam
noaumMopdHoii KT, — 3To malMeHThl ¢ IMarHO30M «CUHAPOM PaHHEH pero-
ngpusauumn». TouHo Tak ke y KkepTB BCC ¢ oTpuiaTeIbHBIMU pe3yabTaTaMU
ayTOIICUMM, KOTOpble Ha mprku3HeHHbIX DKI neMoHcTpupoBaliu KapTUHY
paHHel penoysipu3aluy, TakxkKe TMarHOCTUPYETCsl «CUHAPOM paHHEH pero-
JIIpU3alvn», KOTAA HAIUYKME JPYTUX AUArHO30B ObLJIO MCKIIOYEHO. Takum
00pa3oM, HEOOXOAMMO IOHMMATh Pa3IMuMsl TEPMUHOB «CUHIPOM paHHEH
penonsipuzauun» U «IKI-peHoMmeH paHHel penoisgpusanuu». Bo Bcex
CIyJasix «CMHAPOMa» OUArHo3 IoJIpa3yMeBaeT KIMHUYECKUE IPOSIBICHUS.
OKI-nmaTTepH paHHel penoasipu3aluy MOXET ObITh TMarHOCTUPOBAH Yy 3/10-
POBBIX aCUMMMOTOMATUYHBIX JIML MPU HAJIMYMU 3JIeBalMU J-BOJHBI >1 MM
B IBYX WJIM 00Jiee CMEXHBIX HIDKHUX 1/ WM 00KOBBIX oTBeaeHus X DKI', mpu
9TOM Apyrue uaMeHeHust Ha DKI' moKHBI OTCYTCTBOBATb.

CornacHo TaHHBIM MeTaaHali3a, AOCOMIOTHBII PUCK apUTMUYECKOI cMep-
TU Y HAILMEHTOB C KJIMHUYECKM TUarHOCTUPOBAHHBIM CUHAPOMOM PaHHEH pe-
nosasipusanuu coctasusier 70:100 000 (Wu u ap., 2013). ApurMudeckre coobl-
TUs Yallle pa3BUBAIOTCS Y MAlMEeHTOB cTapiie 55 neT. PacnpocTpaHeHHOCTh
DKTI'-beHoMeHa paHHEW perojspuzalunu BapbupyeT oT 3 1o 24% o006-
LIel MOMmyJISIMKU, B 3aBUCMMOCTU OT BO3pacTa, Mojla U BBICOTHI J-TOYKU
(0,05 MB — 0,1 MB), aBasolminuxcsg OCHOBHBIMU AeTePMUHAHTaAMU, T.€. pac-
MPOCTPAHEHHOCTh 3aBUCUT OT UCCJICAYEMOM MOMYJISIIUNA U METOAO0B, UCIIOJIb-
syeMbIx Wist uHTepnpetauun DKI (Jones R.L., 2015). Cpenu mauueHTOB
¢ npnonarnyeckoir XK Bcrpevaercs B 15—70% cayyaeB. MyKCKOW TOJ
TecHO cBs3aH ¢ DKI-kapTuHoii paHHel penojisipusanuu (>70% nauueH-
TOB — MyXuMHbl). [laTTepH paHHeil penoyisipu3aldy 4aile BCTPEedYaeTCsl
y MOJIOIBIX (PM3UYECKU aKTUBHBIX JIIOJEI, CIIOPTCMEHOB U adppoaMepruKaH-
ueB (Quattrini F.M., 2014).

CewmeliHble (pOpMBI CMHAPOMA, KaK COOOIAETCsI, COOTBETCTBYIOT ayToO-
COMHO-JIOMMHAHTHOMY TUIIy HAcJIeAOBaHMSI C HEIIOJHOW II€HETPaHTHO-
CTh10. J/IBa HE3aBUCUMBIX MOMYJISIIIMOHHBIX UCCICI0BAHMS TaKKe MPEIT0XM -
JIM HEKOTOPYIO CTEeIEHb HACIeIOBAaHMSI IATTEPHOB PaHHE! penoisipu3aluu
B obmeit monynsiuuu (Noseworthy P.A., 2011; Reinhard W., 2011).
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CuHApoM paHHEl pernoisipyu3aliiy yallle BCTpedyaeTcs Y pOACTBEHHUKOB
MalMeHTOB C HEOOBSICHUMOW apUTMUYECKOW BHE3aITHOW CMEpThblO, 4TO
npeanojiaraeT BO3MOXKHbIC MPOAPUTMUUECKUE HACIECICTBEHHbIC MYTallMU.
Ceiiyac reHeTuyeckas OCHOBA CHMHIpPOMa paHHEl pernojspu3aluu Mpo-
JIOJKaeT aKTUBHO MccienoBaTbesi. [1o Oosbllieil yacTu JaHHYIO MaTOJOTHIO0
BBI3BIBAIOT TEHETUYECKUE MYTallMi, KOTOPbIE YCKOPSIIOT 3MMKapAualbHYIO
penoJisipusanuio (YMEHbIIEHNE BXOASIIUX TOKOB HATPUS U KaJblLIUS U yBe-
JIMYEHUE BBIXOISIIEIO TOKa Kajus). DTO OObSICHSIET, KaK OJIOKATOPhl Ha-
TPUEBBbIX KaHAJIOB MOTYT YBEJIMYUTh WM BBIIBUTH 3JeBallio cermeHTa ST
B CKPBITBIX J-BOJIHAX U KaK XMHUAWH, KOTOPbIiA UHTMOUPYET TOK [fo, yMEHb-
11aeT aMIIuTyay J-BoiaHbI U cerMeHTa S7T.

Bnauajne B aKcrepuMeHTalbHBIX padoTax ObLIM TTOJYyYEHbI JaHHBIE, YTO
akTuBalust AT@®-4yBCTBUTEILHOIO KAJIMEBOTO TOKA BbI3bIBACT KAPTUHY PaH-
Heli penonsipu3aunu y codak. B manpHeiieM y maliMeHToB ¢ CMHIPOMOM paH-
Helt pernoJsipu3aluy ObLIM 00HapyKeHbl MmyTauuu B reHax KCNJ8 u ABCC9
(orBeTcTBeHHBI 32 ATM-uyBCTBUTE/IbHBIC KajlieBble KaHalbl), reHe KCNES
u peakuii nonumopdusm reHa DPPI10 (oba BAUSIOT HA TPAaH3UTOPHbIN KC-
xonsiuii Tox Ito), reHax CACNAIC, CACNB2, CACNA2D1 (0TBETCTBEHHbI
3a cepleYHble KaJblIMeBble KaHaIbl L-THUMa) U B reHaX HATPUEBBIX KaHAJIOB
SCN5A u SCNI10A (tabn. 2.15). Mytauuu reHa KCNJS, peanusyrouiuecs
no 6uopusnyeckomy GheHOTUITY YCUIeHUs hyHKUMUU (aHTA. gain of function
mutations) TPUBOAST K YBEJIWYEHUIO BBIXOISIIETO KaJUEBOTO TOKAa, CBSI-
3aHHOTO C CMHIPOMOM paHHEW perojsipusaiunu 1 uaronatudeckoin MK,
B TO BpeMsI KaK MyTallul TeHOB, OTBETCTBEHHBIX 32 CepleUHbIC KablIMEBbIC

Taomuna 2.15. MoekyasipHO-TeHeTUIeCKMEe BapuaHThl CUHAPOMa paHHEH perosisi-
pu3anun

FeH benok WNoHHbII TOK Jlokyc
KCNJ8 K,6.1 Mo 12p11.23
KCND3 K4.3 0 b, 1p13.2
ABCCY SUR2 Ml 12p12.1
KCNE5 MiRP4 0 L Xq22.3
DPP10 DPL2 0 l,, (nonumopcpuam ESD) 2q14.1
CACNA1C Ca12a,, . 12p13.33
CACNB2B Ca1.2B,, Vo 10p12.33-p12.31
CACNA2D1 Ca 1.2 0281 Ul 7921.11
SCN5A Na,1.50 i, 3p21
SCN10A Na,1.8 i, 3p22.2
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KaHasbl L-Tura u HaTpueBble KaHaJIbl, CBSI3aHHBIE C paHHE penoisipru3aliy-
eli, BbI3bIBAIOT MOTEPI0 (DYHKIMU KaHAJIOB (aHTII. loss of function mutations).

Juna ¢ paHHel pernossipu3aiyeil UMe0T HEKOTOPYIO CTEIIeHb TpagueH-
TOB HAMIPSKEHUST M3-3a IrcbanaHca ASTIONSIPU3YIONINX U PETIONISIPU3YIONTNX
TOKOB, uTo npossisercss Ha DKI' B Buae mogbema J-TOUKM MM CETMEH-
Ta S7T. DTOT nucbalaHC TOKOB SIBISIETCSI HEOJHOPOAHBIM, BBI3bIBAET IMC-
MEePCUI0 PEIOJISIpU3ALUN, KOTOpask MOXET ObITh PETMOHAIBHON WM TpaHC-
MYpaJIbHOM, M TPUBOAUT K JIOKAJTbHOMY TPaHCMYpPaJIbHOMY ITOBTOPHOMY
Bxomy B a3y 2 I1]1 1 TecHO CBSI3aHHBIM TTPEKIEBPEMEHHBIM KeJTyTOUKOBBIM
KOMITIeKcaM, 4To obycioBauBaeT nojgumopdnuyo KT u/umm @K, ocobeH-
HO MPU HAJIMYUU TOMOJHUTEIbHBIX TPOAPUTMUUECKUX (DAKTOPOB UJIM TPUT-
repoB. OmnacHble 1s XXU3HU 2KA 4acTo SIBJISIIOTCS TIEPBBIM M HEOXKUAAHHBIM
MPOSIBJICHNEM CMHIPOMAa paHHEH PeroIspu3aiiim.

Pasznunuaior HeckoabKo BUIoB DKI-T1aTTepHOB paHHE penoisipu3aim:
MO0 HEYETKUM, CIAUTHBIN (slur), Korga 4acTb J-BOJIHBI CKpbITa BHYTPU
HUcXoasIeid yactu Komriuiekca QRS, nubo 3yo6uaTeiil (nofched) moabeMm,
MOCHAeAHNI MMeeT OOJBIIYI0 aMIUIUTYAY M TIPONOIKUTENILHOCTb J-TOUKHU
Han um3oanekTpudeckon aunueir (puc. 2.10). Heobxommmo ykazaTh, 4TO
BeJMYMHA MOogbeMa J-TOUKM MMEEeT MPOTHOCTUYECKOe 3HaueHMe. XOpOIIo
BBIPaXXEHHBIN (BBICOKOAMIUIMTYAHBINA) MmoabeM J-Touku >0,2 MB oTHOCH-
TEJbHO PENKO BCTpeyaeTcsl B OOIIEH MOIYJISILIMU, HO CBSI3aH C IOBBIILICH-
HbIM prckoM pa3Butus @K (Tikkanen J.T., 2009). Takke ropu3oHTaIbHAS
WA HUCXOJSIIAs yeBaius cermeHTta ST mocie moabema J-TOuKM CBsi3aHa
C XYM MCXOJIOM B OOIIIEH MOIYJISIIAK. DTO HAOI0AeHe OYeHb ITOMOTJIO
OTJINYUTh TMALMEHTOB ¢ mavonaTuiyeckoilr ®2K oT KOHTPOIBHOI TPYIIIbI
U SIBJISICTCSI KJTIOUE€BBIM TTOMOIITHMKOM B TIPUHSITUU KIMHUYECKUX PEIICHUA.

BonbIIMHCTBO TMOMYISIIMOHHBIX MCCACAOBAaHMI TakKe IT0Ka3aid, 4YTO
qmta ¢ DKI-narrepHom panHeit penossipuzanuu B HIKHUX oTBeneHusix (11,
111, aVF) noaBsepxeHbI 00jiee BHICOKOMY PUCKY CMEPTHOCTH OT BCEX MPUYMH,
CepIAeYHON CMEPTHOCTU U, OCOOEHHO, HEOXMWAAHHON BHE3aITHOW CMEpTHU
(Rosso R., 2011, Haruta D., 2011).

Ha 5T0i1 cranum Hallero TOHMMAaHMS CUHAPOMA PaHHEH PEeIoIIpu3aliiu
CyIIIeCTBYeT HEOOBITHAS TUjIeMMa, TIpu KoTopoii mattepH DKI mmpoko pac-
MMPOCTpaHeH, HacjenoBaHUe He SIBJISIETCS SIBHO MOHOT€HHBIM B OOJIBIITMH-
CTBE CJTyyaeB, a TEHETUYECKUI CyOCTpaT He SIBJISIETCS YeTKO ONpeneeHHbIM.
OCco0eHHOCTH BBICOKOIO PHCKa, BKJIIOYasl CTeNleHb CEeMEMHOro aHaMmHe3a
BCC, apurmmyeckuii 0OMOpPOK, a TaKKe aMIUIUTYLy M MOpPGOJIOTHUIO MaT-
TepHA paHHEW PeToJIIpU3alui, MOTYT MPUBECTU K PACCMOTPEHUIO TTPODU-
JnakTuueckoii tepanuu MKII.
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A b
/ J-BonHa \ ﬁ MaTtTepHbl cermenta ST ﬂ
CnutHbIN  3a3y6peHHbIit Bocxogawmin opusoHTanbHbIi  Hucxogsawmn

Puc. 2.10. PasnuuHasi MaHudectauusi paHHEN peroisipu3alumu KeJayd04YKOB:
A — J-BoiHa MOXeT OBITh XOPOIIO BBIPAXKEHHOI IO3MHEN ITOJNIOKUTETbHON BOJTHOMN
B Bume 3a3yOpuHBbl (notched), cienywoineit 3a komruiekcoM QRS (ykazaHa KpaCcHBIMU
CTpeJIKAaMM), WIK MPOSIBISIThCS HEOTUYETIIMBO, CJAUTHO (slur), B BUIe CMa3aHHOIO ITHA
(yKa3zaHa CUHUMM CTpenakamu). 3yOuarblii MmoabeM J-TOUYKM Hall W303J1eKTPUIeCKOi
JIMHUEH CBSI3aH C IOBBIIIEHHBIM apUTMHYECKMM puUCKoM; b — mombem cermenTa ST
MOXET OBbITb BOCXOASILMM/HAKJIOHHBIM (YKa3aH CHHEH CTpesKoil), TOpU30HTaJIbHBIM
WV HUCXOISIIINM, JIBa TOCIenHUX (YKa3aHbl KPACHBIMU CTPETKAMU) aCCOIMUPOBAHbI
C BBICOKMM PUCKOM BHe3aIHou cepaeuHoii cmeptu (Antzelevitch C. Heart Rhythm, 2016)

Knuanyeckue mocaeacTBUS HAOIONCHUST KapTUHBI paHHEH peroJisipu-
3aluu Ha OKI' y GeccuMIITOMHOTO CyObeKTa J0 KOHIIA HE YCTaHOBJIEHBI.
ITpucyrcTBre maTTepHa paHHel pernonsgpuzannu Ha DKI cBg3aHO ¢ Tpoe-
KpaTHBIM pucKoM pasButhst P2K, HO oOIIMIA PUCK BCe €Ille He3HAUYMTe-
JIeH, yuutheiBas penkoctb MK cpean Hacenenus B mesioMm (Rosso R., 2011;
Wu S.H. et al., 2013).

[Tostomy Hamuuue DOKI-marrepHa paHHEW pernojsgpu3alydu y JIull,
HE WMEIOIINX APYTUX TPU3HAKOB CEPAEYHO-COCYAUCTHIX 3a00JIeBaHUI,
B HacTosIIee BpeMsI pacCMaTpMBAaeTCd KaK MOBOX IJII HaOJIOICHUS, TaK
KaK COINIACHO TEeKYIIMM pekoMeHmaunsM Tepanust MK/ He peKoMeHmyeTcsT
OCCCUMITTOMHBIM MallMEHTaM ¢ M30JupoBaHHBIM DKI'-TTaTTepHOM paHHEH
perosipu3aim.

DNEKTPUIECKUI IITOPM SIBJISIETCSI OTHOCHTEIBHO PaCIpOCTPAaHEHHBIM
gBlieHreM Tociae nMimianTanuu MK]I y malumeHToB ¢ CUHAPOMOM paHHEH
penoaspusdanuu. Takum obpasom, I kjnacc pekomMeHaauuii aJisl MOCTaHOB-
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ku MK]l mauueHTaM ¢ AMAarHO30M <«CHHIPOM paHHE pemnojspu3alun»,
KOTOpbIE TIEPEeXWIN OCTAHOBKY cepllia, onpaBaaH. Kpome Toro, Tekyuiue
pekoMeHaauuu paccMaTpuBaroT uMiniantauo MK y cumnroMatuyeckux
YJICHOB CEMbM MALIMEHTOB C CUHAPOMOM paHHEM pernoisipu3aliuy Mpyu HaJli-
yuu noabeMa cermeHTa S7 >1 MM B ABYX MM 00Jiee HUXKHUX JTM00 OOKOBBIX
oTBeleHUsIX (Kiacc rmokaszaHuii 11b).

Cepuu cinydyaeB 10Ka3bIBaOT 3(PPEKTUBHOCTh MPUMEHEHMS U30IIPOTEpe-
HoJa¥ UIst OCTPOro KymupoBaHus peuunupupyomein MK u xuHuanHa 1Ist
JIOJITOCPOYHOTO MoaaBieHus1 apuTMoreHHoi aktuBHoct (Nam G.B., 2008;
Haissaguerre M., 2009).

IMpumeHeHue n3oMpoTepeHoa® 00bIMHO HAUMHAIOT C 403bI 1,0 MKT/MUH
C LIEJIbIO YMEHBIICHUS YaCTOThI CePACYHbIX COKpaleHuii Ha 20% uiu abco-
JIIOTHOI YaCTOTHI CePACYHbBIX COKpallleHUi >90 B MUHYTY, TUTPYEMOIA 10 re-
MOJIMHAMUYECKOIo OTBETA U MOIaBICHUS peuuauBupytoiieit 2KA.

B koHue XxoTenoch Obl OTMETUTh OMPENEICHHYIO CXOXECTh NBYX Ka-
HajonmaTuii — cuHApoMa bpyrama M cuHApoMa paHHEN pernoisipyu3alivu,
Kak 2JIeKTpoKapaAnorpauieckyio, Tak U (GeHOTUMHUUYECKYI0. DTO TpeuMy-
LIECTBEHHAsl PACIPOCTPAHEHHOCTb CPEdU JIHUI[ MYXXCKOTO I0jia, MOJIOIOM
WM CPEIHMI BO3pACT NallMeHTOB, clioHTaHHbIM xapakTep KT /DX, a Takke
OOIITHOCTb OTBETAa HAa aHTUAPUTMMYECKUE IpernapaTrbl — YJIy4dlIEHUE Pero-
JISIPU3ALIMK TIPU BBEACHUU U30IIPOTEPEHOAY | CHUKEHUE DJIeBALIMU CETMEH-
ta ST v ipeporBpaiieHne MXK npu BBeneHnn xuHuarHa. Ob6a CUHIpPOMA Xa-
paKTepU3YIOTCS HAJIMUueM J-BOJIHBI, TOJIBKO Tipu cuHapoMe bpyrana J-BonHa
MPUCYTCTBYET B MPABBIX IPYAHBIX OTBeACHUsIX (V| —V,), a pU CUHAPOME paH-
Hell penoJisipu3aliu J-BoIHA Yallle HabJl0JaeTCsl B HUXKHUX U/UIM OOKOBBIX
OTBeleHMSIX (B IIPAaBbIX IPYAHBIX OTBEACHUSIX TOJBKO B 9% cityyaeB). Kpome
TOTr0, 3TU CUHAPOMBI UMEIOT OOIIMX TeHETUYECKUX BUHOBHUKOB, 00YCI0B-
JIMBAIOIIMX PA3IMYHYIO IIJIOTHOCTD [fo B anukapae. CKazaHHOE BbIIIIE ITO3BO-
qymno C. Antzelevitch u G.X. Yan B 2010 r. 00beIMHUTD ABa 3TUX TEPBUYHbBIX
ApUTMUYECKUX CUHAPOMA B «CUHAPOM J-BOIHBI».

KnuHuueckue mposiBlIeHUs] MEPBUYHBIX KaHAJOIMATUN OTIMYalOTCsl Ba-
pUadeIbHOCTHIO: OT TOJIOBOKPYXKEHUSI UM KPaTKOBPEMEHHON IOTepU CO-
3HAHUS OO0 KJIMHUYECKON CMEPTU C IMOCJICAYIONIMMU peaHMMalMOHHBIMU
MEpPONpPUSITUSIMU, YTO 3aBUCUT OT CTENEHU HapyIICHUS TeMOAWHAMMKHU,
BoI3BaHHOI TapokcuamoM KT wnu ®XK. JaHHBIA noKas3aTeslb MOJYMHEH
nnuteabHocTy umkiaa KT, ero cTabMJIbHOCTU, YCTOMYMBOCTU WJIU TIPO-
TMOJKUTEIbHOCTU Mapokcu3Mma. MHorma mapokcu3Mbl MOTYT HE OIYIIATh-
csl, MpeKpalaTbCs CIOHTAHHO WJIM HOCUTh KPaTKOBPEMEHHBIM XapakTep.
VY yacTu malyeHTOB OTMeuaeTcs OecCuHKomanabHasg (opMa 3aboyieBaHUS.
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OnHaKo MMeeTCsl OlacHasi TCHACHLIMS K IIOBTOPEHUIO apUTMMYECKUX DI -
30[0B B OyayileM, KOTopblie MOTYT npuBecTU K pasputuio BCC. Y 00abHBIX
C MOAO3pPEHUEM Ha IEePBUYHbIC apUTMOICHHbIE 3a00J1€BaHMS TLIATECIbHBII
cOoOp ceMeilHOro aHaMHe3a, HalleJICHHBI Ha BBISIBJICHME CIyyacB BHE3arl-
HbIX U HEOOBSICHUMBIX CMEPTEii KPOBHBIX POJCTBEHHMKOB MOJIOAOIO BO3-
pacta (mo 40 nert), sBiusiercss obsi3aTeabHBIM. [Ipy 3TOM BaxkHO OOpaTUTH
BHUMMaHUE Ha HaJM4Me B CEMbE POICTBEHHUKOB, cTpamarommx KA, yxke
HUMEIOIIMX UMIJITAHTUPYEMbIe KaparOyCTPOMCTBA.

VY OOJNIbHBIX C MEPBUYHBIMM APUTMUYECKUMU CHUHIPOMAMU CJICAYET MpO-
BOIUTh IU(dEepeHIIMANBHYIO0 TUAaTHOCTUKY MEXIY CMHKOIAIbHBIMU COCTOSI-
HMSIMU apUTMOI€HHOIO M MHOTO TeHe3a, HAllpMMep CHHKOIIE C CYIO0POXHBIM
KOMITOHEHTOM U OOJIBIIMM SIIMJICHTUYSCKUM NTpUnaakoM. [TpuurHbl CHHKOIIE
He nuarHoctupylorcs B 38—47% ciydaeB. Hepenko cuHKoIE SIBIISIIOTCS TIep-
BbIM U €IMHCTBEHHBIM CUMIITOMOM KU3HEYrpoxxatolmux 2KA 1 mpy OTCyTCTBUU
CBoeBpeMeHHO# auarHoctuku mosbiaioT puck BCC. IToatomy nuddepeH-
LMajibHasl AMarHOCTUKAa OOMOPOKOB Ype3BbIUaiiHO BaXKHA 1 TPeOYyeT aKTUBHOI'O
B3aMMOJICUCTBUSI KapAUOJIOroB, HEBPOJIOIOB, CIICLUAIKMCTOB MO (PYHKIIMO-
HaJIbHOM JMAarHOCTUKE U IIPOBEICHNSI MHOTOIUIAHOBBIX MCCIICI0BAHMUIA.

Ha naHHBIIi MOMEHT YCTAaHOBJIEHO, YTO MYTAallMUd B Fe€HAX, KOAUPYIOLINX
0enkK, oopasyrolre TpaHCMeMOpaHHbIE MOH-CEIEKTUBHBIE KaHaJIbl, OTBET-
CTBEHHBI 33 Pa3BUTUE KJIMHUYECKUX ITPOSIBJICHUII MOHOT€HHBIX apUTMOICH-
HBIX 3a00JIeBaHUI 03 CTPYKTYpPHBIX U3MEeHEeHMIT MuoKapaa. [IpakTuyecku
BCE M3BECTHOE pa3HOOOpa3ue KIMHUYECKUX (OPM IEPBUYHBIX HAPYIICHMIA
CepICUYHOI0 pUTMa MOXKET OBITh OOBSICHEHO C €AMHBIX MOo3uLMii. B ocHOBe
OOJIBLIMHCTBA HACJIECACTBEHHbBIX apUTMMIA JIexKaT MyTallud B TeéHaX MOHHBIX
KaHaJIOB, MPUBOMISINKME K HApyLICHUIO TeHepaluyd WM PaclpoCTpaHEeHUs
BJICKTPUYECKUX UMITYJIbCOB. [Ipyr 3TOM pa3Hble MyTallUM B OMHOM M TOM K&
reHe MOTYT MMETb pa3Hble (PYHKIMOHaJbHbIe 3(P(GEKThbl, YTO MPUBOAUT
K pa3JIMYHbIM KIIMHUYECKUM IIPOSIBJICHUSIM U MOSIBJICHUIO aJUICJIbHBIX CePUil
3a0o0JeBaHuil. OJUH U TOT K& KIMHUYECKUI 2(PPEKT MOXKET ObITh U pe3yJib-
TaTOM MYTallMii B pa3HbIX reHaXx.

leHeTnueckue uCCIeOOBaHUSI B 00JIACTU apUTMOJIOTUM 3HAYMTEIIBHO
pacIIMpUIY IIPEICTaBICHMS O MEXaHM3MaX apUTMOIreHe3a, B3aUMOICHCTBH -
SIX MeMOpaHHBIX OeJIKOB, M30UPaATEAbHOCTU U TMPOHMULIAEMOCTU MOHHBIX
KaHajioB. MccienoBaHus, HalipaBieHHbIC HA U3yYeHUE TeHETUYECKUX OCHOB
PEIKKMX apUTMUYECKMX CHMHIPOMOB, IPUBEIM K MACHTU(PUKALIMU MHOTUX
I€HOB, OTBETCTBEHHBIX 32 HAPYIIEHUSI CEPACYHOIO PUTMA, KOTOPbIE PaHbIIIE
OTHOCWJIM K uaronaTudeckum. IlapasuieibHO HaKaIIMBaJIoCh OOJIBIIOE KO-
JIMYECTBO JAHHBIX O YACThIX OAMHOYHBIX MOJIMMOPGhU3MaxX B Ie30KCUPUOO-
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HykienHoBoit kuciore (JIHK), yacTe u3 KOTOphIX criocoOHa MOIYIMPOBATh
SKCIIPECCHUIO TeHOB WM (DYHKIIMOHAJIbHbIE CBOICTBA TPAHCIMPYEMBIX C HUX
0CJIKOB, a 3HAYUT, BJAUSITh HA BOSHUKHOBEHME U TeueHUe 00s1e3Hu. B HacTos-
1ee BpeMsl He BbI3bIBAET COMHEHMSI, UYTO BapUabEIbHOCTh PA3IMYHBIX y4acT-
KOB I'€éHOMa, a He TOJIbKO TeHOB, OTBETCTBEHHBIX 3a CeMEliHbIe (hOpMBbI 3a00J1e-
BaHUIi, UX B3AaUMHbIC BIMSHUS IETEPMUHUPYIOT KIMHUYESCKUI MOJUMOPDU3IM
MOHOTE€HHBIX HapylLIeHU I cepaeuyHoro putMa u puck passutust BCC.

KapTtupoBaHue u unaeHTU(UKALIMS T€HOB, OTBETCTBEHHBIX 3a 3a0oJie-
BaHMSI, BBISIBJICHUE B HUX MYyTalldil, MPUBOASILIUX K HAapyIIEHUSIM (DOPMMU-
pOBaHMSI U PACIPOCTPAHEHUSI MMIIYJIbCa, IPEIOCTaBUIM HOBbIC JaHHbBIE
17151 pyHIaMEHTaAbHON U KIIMHUYECKON 3J1eKTpO(PU31O0I0rur, MOHUMaHUS
MIPUPOJILI 3IEKTPODU3NOIOTHUYECKUX HAPYIICHU, TIPUBEJIN K pACIIUPEHUIO
JUArHOCTUYECKUX BO3MOXHOCTEM, pa3paboTKe HOBBIX ITOAXOI0B K TeparuH.
M3yueHre TOHKMX MEXaHM3MOB Pa3BUTHUsI HApYIICHUM CepAeUYHOro puTMa,
MX TEHETUYECKMX OCHOB IIOMOTaeT OTBETUTh Ha BOIIPOCHI O TOM, KaK BO3HU-
KaeT apuTMUsl, UTO MOJIEPXKUBAET €€ CYIIECTBOBAHUE U KaK BbIOpATh HaU-
bonee apdeKkTUBHBIE 1 Oe30macHbie MeToabl mpodunakTuku BCC.

2.4. XEJNTY[104KOBbIE TAXWAPUTMWWN U BHE3ANHASA
CMEPTb NMPU HACNEACTBEHHbIX APUTMOIEHHbIX
3ABOJIEBAHUAX C BbICOKMM PUCKOM BHE3AMHOW
CMEPTM W CTPYKTYPHOW NATONOTMEN CEPALIA
(MEPBU4HBLIE KAPAUOMUOMNATWN)

CyluecTBYeT LIeJblid psili HACIEACTBEHHBIX CTPYKTYPHBIX 3a00JIeBaHMUIA
cepaua, npospisomuxces TskeabiMu 2KA n cayvasmu BCC, Hanuuune Ko-
TOPBIX MOXET ObITh BEOYLIMM KJIMHUYECKUM CHMIITOMOM 3a00JIeBaHUS,
OIpeAe/ISTIONIMM IPOrHO3 XKU3HU TalueHTa. Hanbosee pacrpocTpaHeHHbI-
MM 13 HUX SIBJISIIOTCS apUTMOIeHHAs KapAMOMUOIIATH/IUCIUIa3Usl CeplLia,
HacJIeACTBEHHbIe (DOPMBI TUIEepTPOGUUISCKON U AUIATALMOHHON Kapauo-
MMONATUU, a TAKXKE HEKOMITAKTHBII MUOKAp/ JIEBOIO XKeJIyI0uKa.

ApuTMmoreHHas kapauomuonaTua/gucnnasusa cepaua

OnHUM U3 HauboJiee YacThIX HAC/IeICTBEHHBIX 3a60)’[eBaHI/II71, IIPOABJIA-
IOIMUXCA CTPYKTYPHBIMM HM3MCHCHUAMMU MMHOKaApJda WM HapyHICHUAMU CCp-
JCYHOI'O pUTMa, ABJIACTCA apUTMOI'CHHadA AUCILIa3uAd (KapI[I/IOMI/IOHaTI/IH)
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ITK. AputmorenHas aucriasust [12K (AJTT2K) nnu apurMoreHHast mpaBo-
KenmynmoukoBas kapauoMmuonatusi (AITXKK) — reHeTuyecku neTepMUHUPO-
BaHHOE 3a0oJyieBaHME cepjlia, XapakTepusylouieecs: pruOpPO3HO-KUPOBBIM
3aMelleHrneM Muokapaa, npeumyinectBeHHO 12K, koTtopoe MoxeT OBbITh
KaK MMHUMAaJbHBIM, BBISBJISIEMbIM TOJBKO MPU THCTOJOTMUYECKOM UC-
clieloBaHUM, TaK U BbIPaXXEHHBIM, C Pa3HOU CTEMEHbBIO BOBJICYCHHOCTU
B IIPOLIECC MEXKKENYT0UYKOBOM neperopoaku u muokapaa JIZK. B monoBu-
He ciiyyaeB 3a00JieBaHUE HOCUT CEMEHHBIN XapakTep U SIBJISIETCS 4acToi
npuuuHoiit BCC.

PacnpoctpanenHocts AIITXK, mo pasHbIM JaHHBIM U B pa3HbIX MOITY-
nauusx, oueHusaercst oT 1:1000 go 1:10 000 yenmoBek, MpU 3TOM ClIEIyeT
OTMETUTh HEOIHOPOAHOCThL reorpaguyeckoro pacnpeneineHus (Van der
Zwaag, 2012; Lahtinen A.M.). Haubonee pacnpocTpaHeHO B IOIYJSILIUU
ceBepo-BocTouHoi MTanuu. 3abojieBaHMEe HECKOJBLKO Yalle BCTpedyaeTcs
Yy MYXYMH, YeM Yy XEHIIUH (cooTHoleHue 2,7:1). IlomynsiliMoHHBIE UC-
clefOoBaHUsI, OLIEHMBAIOIIME YaCTOTY BCTPEYAEMOCTM TEHHBIX MYTalluii,
nerepmuHupyommx AJIITPK, nmpoBogunuch B psiae crpaH 3amana, IOAP
n Kurae. B Poccuiickoit @enepaiinn 10 HACTOSIIIETO BPEMEHU MOIOOHBIX
HCCIeIOBAaHUI HE MPOBOAWIOCH, CBEICHUSI O YacTOTe 3a00JIeBaHUSI U pac-
MPOCTPAHEHHOCTU MYTalUiA OTCYTCTBYIOT.

Yame Bcero AIITXK Haciaemyercst 1o ayTOCOMHO-IOMUHAHTHOMY TUITY
C HETIOJIHOM MEHETPAHTHOCThIO U BapuadesIbHOI SKCIIPECCUBHOCTBIO. Y HO-
CUTEeJIe MyTalluii BOBMOXEH BapuaHT OECCUMITTOMHOIO TeUeHMUsI 3a00J1eBa-
HUsI, IPU KOTOPOM MEPBbIM U, K HECYACThIO, EAMHCTBEHHBIM KIMHUYECKUM
nposieieHuem MoxeT ObiTb BCC. B Hacrosiee Bpems passutue AITTK
accouuupylot ¢ myrauusimu B 14 renax: PKP2, DSP, DSC2, DSG2, FLNC,
JUP, PLN, TMEM43, LMNA, DES, CTNNA3, RYR2, TGFB3, TTN. K ocHos-
Hblm eeHam, ceésazannbix ¢ pazeumuem AITIZK B 70% ciydaeB u/vu yKa3zaH-
HBIX B KJIIMHMYECKUX peKoMmeHaauusx, otHocaT DSC2, DSG2, DSP, FLNC,
JUP, PKP2, PLN, TMEM43. Haubonee yactoii npuunHoit AITTXK siBnsiroT-
Csl MyTallud B TeHe JecMocoM IuakoduinHe-2 (PKP2), OTBETCTBEHHOM
3a 41,6% Bcex IaTOreHHBIX BapuaHTOB. Jlajiee MO YacTOTe BBISIBICHHBIX
MyTalUMi TakXke CAeAYIOT T'eHbl JECMOCOMAIbHBIX OEJIKOB: IECMOILIAKU-
Ha (DSP) — 21,2%, necmorieuna-2 (DSG2) — 12,2%, necMokojuiuHa-2
(DSC2) — 9,7% w mnakorinobuna (JUP) — 3,6% [Gene Tests. ARVC tests.
http://www.genetests.org/ (nata obpamenust 15.07.2019)]. Dto nosBojser
00BEAMHUTD TeHEeTUYeCKU reTeporeHHble ¢opmbl AITTXK B rpynny necmo-
COMHBIX 3a00jeBaHuil. HapyiieHuss niecMocoMalbHbIX KOHTAKTOB CHIMKAET
YCTOMYMBOCTh KapAUOMMOILIUTOB K MEXaHWYECKMM BO3IEUCTBUSIM (COKpa-
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LLIEHUE U pacTsKeHUE) U TTOTeHIUPYeT THOeb KJIeToK. TecTupoBaHue Tpex
Haunbosee pacnpocTpaHeHHbIX TeHOB PKP2, DSP u DSG2 11o3BoisieT BbIsSIB-
JISITh TEHETUYECKYIO IIPUYMHY 3a00/1eBaHMs IPUOIU3UTEIbHO B 60% cityuaeB
3abosieBaHusl. MyTallMu B TeHaX JECMOCOM OOHAapy:KMBaIOTCS Takke y 5%
6onbHbIx JIKMIT (Elliott P., 2010).

Y MeHbIIIEro KOJIMYeCTBa MalMeHTOB BBISIBJISIOT MyTallUM B HE-IECMO-
coMHbIx TeHax (TGFB3, TMEM43, LMNA, DES, CTNNA3, PLN, TTN)
(Quarta G., 2011). Hanpumep, reH TMEM43 xoaupyeT BbICOKOKOHCEpBa-
TUBHBIN TpaHcMeMOpaHHBIN O0enok 43 (Transmembrane protein 43), Takxke
HasbiBaeMblii LUMA, KOTOpbIi ydyacTBYeT B peryJsliMM TPaHCKPUITLUU
JIPYIMX T€HOB M OpraHu3alldy IPOCTPAHCTBEHHOM CTPYKTYPhI KJIETOYHOIO
saapa (Franke W.W., 2014). Hecmotpst Ha To uTo B reHe TMEM43 Ha naHHbII
MOMEHT HaiiieHO 1esbiX 80 pa3IMYHbIX MyTalMii KaK MaTOTeHHbIX, OIMCa-
HBbI TOJIBKO TPHU 3aMeHbl — JBe MUcceHc-MmyTauu p.Proll1Leu (c.332C>T)
u p.Ser358Leu (c.1073C>T) u ogHa mytaius cruiaiicudra (c.705+7G>A).
HauGobliiee KOIM4eCTBO KIMHUYECKHX OTYETOB 3aPETUCTPUPOBAHO IO I10-
BOJY BBISIBICHUsI MyTaluu p.Ser358Leu, cBsI3aHHOI ¢ BaXKHBIM y4aCTKOM
oenka LUMA — TpeTbuMM TpaHCMEMOpPaHHBIM AOMEHOM. MYTaHTHBIN T'eH
TMEM43 obnagaet BbICOKOI MEHETPAHTHOCTbIO, (DEHOTUITMYECKU TIPOSIB-
JIsieTcsl OBICTPO MPOTPECCUPYIOIIEH CepaeYHOM HENOCTaTOYHOCTbIO U YBe-
nunuyuBaeT puck pa3sutuss BCC y HocuTesnell maToreHeTUYeCKMX MyTaluit
MY2KCKOTO 1oJjia B 6,8 pa3a 1o cpaBHeHMIO ¢ x)keHckuM (Haywood ALF., 2013;
Merner N.D., 2008). OmnucaHbl TakXe ayTOCOMHO-PELIECCUBHBIE THUIIbI
HacienoBanust AITTZK, misi KOTOpBIX XapaKTEpHO COUYeTaHUEe KapauOMUO-
MaThy C NaJbMapHO-IUIAHTAPHOM KepaToAepMuUeil U U3MEHEHUSIMU BOJIOC,
KOTOpPbIE 00YCIOBIEHBI TOMO3UTOTHBIMU MyTalUMsIMU B reHe DS P, Konupyto-
1eM 6es1ok necmoruiakuH (cuHapom Kapsaxanb), u reHe JUP, KoaupyoolieM
6es10K makoraoouH (cuHapoMm Hakcoca). ['oMO3UToTHBIE MyTalluM TIPUBO-
IIIT K CUHTE3Y YKOPOYEHHOIo 0ejiKa ¢ HapylleHueM ero (hyHKIIMIA, YTO Bbl-
3bIBaeT pa3BUTHE 00JIE3HU U €€ (DeHOTHUII.

Kinunuyeckn 3abojieBaHUE IPOSIBISIETCS HAPYLICHUSIMU PUTMAa CEpI-
Ha — XKeJyao4ykKoBbiMU 3KcTpacuctonusimu v KT, pa3sBUTHE KOTOPBIX
npoTekaeT ¢ BbicokuM puckoM BCC, ocoOeHHO y JIull MOJIOJOrO BO3pacTa,
a TaKxKe MPOrpecCUPYIOIIeil cepleyHOM HeMOCTaTOYHOCTbIO. MI3BeCTHO, 4TO
AIITXK saBasercs ogHolt u3 Beaymux npuuudH BCC B Bo3pacte mo 30 et
(Dewilde W., 2008; Marcus F.I., 2010). 2KenynoukoBble apuTMUU pa3BUBa-
I0TCSI, KaK IPaBUJIO, 110 MEXaHM3MY PUEHTPU C LUPKYJISLIMEH BOJIHBI BO3-
OyXKIEeHUST BOKPYT aHATOMUYECKOTO MPEIMSTCTBUSI — odara (puOpO3HO-KU-
POBOTO 3aMelleHUs].
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Pexomenpaunu ESC (2015) mo npodunaktuke BCC npemnaraior mno-
kazaHust K MKJI y 00abHBIX ¢ ycTaHOBIEHHbIM auardHo3om AJIITK B 3aBu-
CHMOCTHY OT MMEIOLIMXCS KIMHUYECKUX (hbaKTOpOoB pucka. IS MalueHTOB,
nepexusiux 3nu3on BCC uiau uMeolmx B aHaMHe3e reMOIMHAMUUYECKU
3HaunMbie KT 1 0OMOpokH, xapakTepeH caMblii Bbicokuit prck BCC (o 10%
B IO), B CBSI3U C YyeM UM pekoMeHaoBaHa umruiaHTauus MK/ (kmace I,
ypoBeHb B).

Hpyrumu ¢paktopamu pucka BCC unam moBTOPHBIX MOTHMBHUPOBAHHBIX
cpabateiBanmii UKJI sBnsiioTcss nokymeHTHpoBaHHas yctoiunBas KT, He-
00BACHUMBIE OOMOPOKHU, YacThie BTMU30[bl HEYCTOMUYMBLIX MpodekeK KT,
cemeiiHbiit aHamHe3 BCC B Mo1010M Bo3pacTe y OJHOTO YjeHa CeMbU U 00-
Jiee WIM Hajlu4yue y YICHOB CEMbU 3IM30[0B CUHKOIIE HESICHOI 3TUOJIOTUU
(B cayvasx korga KT win @K He ObUIM MCKIIOUEHbI KaK IMPUYMHA CUH-
Kore), Tskenaoe nopaxeHue 12K, BeipaxkeHHoe yaauHeHue QRS, Haauuue
IO3IHETO raJloJIMHUEBOTO YCWICHUsI Ha MAarHUTHO-PE30HAHCHOI TOMOrpa-
¢uu (MPT) (B TOM unciie ¢ BOBJIeYeHUEM B MaTojiornyeckuii mpoiecc JI2K),
mucoyHkuusa JIK u naaykumst KT Bo Bpemst 21eKTpoPU3M0I0TUIECKOTO
ucciaenosaHus (kaacc Ila, yposeHs C). IIpy HEBO3MOXHOCTY WM Hellese-
coob6pasHocty nmrutanTauuu MK/ pist neyenus ycroirunpoit 2KT nnum XK
(ocHOBHBIE (haKTOPBI pUCKA) MOTYT ObITh 3(h(EeKTUBHbI AMUOAAPOH UJIU CO-
tajoj (kiuacc Ila, ypoens C). bosee yeM y 15% HocuTeneil MyTalyii reHOB
JIECMOCOMHBIX O€JIKOB OTMEUAIOT CJIOXHYIO WIM JUT€HHYIO TeTepO3UIOT-
HOCTb, KOTOpasi MOXET ObITb (PAKTOPOM pUCKA OOJBLIMX apPUTMUYECKUX
coopitTuii 1 BCC. YuuthiBasi pasHOpPOIHOCTh ucciaegoBaHuii mo AJITK,
CJI0KHO TOBOPUTH O KaKMX-JIMO0O OIpeae/ieHHbIX PEKOMEHIALMIX 10 IIPH-
meHeHuto MK/ aig nepBuuHOM MpoduiIakKTUKY B 3TOM TpyIIIe MalueHTOB.
[To oOiIeMy 3aKJIIOYEHMIO HA OCHOBAaHUM MMEIOLIMXCS JaHHBIX MMILIaHTa-
uust MKJI mokazaHa nmaupeHTaM ¢ HeOObSICHUMBIMUA OOMOPOKAMMU.

YV nmauuenTtoB ¢ AATTK u KT, pedpakTepHoil K MeAMKaMEHTO3HOM Tepa-
MUK, BO3MOXHO MpoBeneHue KateTepHoit PYA ¢ 11e/1blo yMEHbIIEHUS] CUM-
NTOMOB M cHUXKeHus uyucia paspsaoB MKJI coorBeTcTBeHHO. Heobxonumo
OTMETHUTb, UTO KaTeTepHasl abisauusi He obecreurMBaeT HaaexKHOM mpodu-
nakTuku BCC u mpumeHsieTcsl TONbKO ISl YMEHBIIEHMST YacTOThl 3IU30-
noB KT, HO He MO3BOJISIET YAYYIIUTh OOIIMI MPOrHO3 Y TAKUX MAI[UEHTOB.
B psane cnyuaeB y 6onbHbix AIITXK okaswsiBaetcs apgexktuBHoit PYA snu-
KapIuaJabHBIM JOCTYIIOM, YTO MOXET OBITh CBSI3aHO C OOJIbIIEH TIyOMHOI
HAHOCUMBbIX BO3AEHCTBUI U OOJIbIIIEH TOJIIMHON (hopMUpYIOllerocs pyoua,
a Takke ¢ TeM, 4To y 60abHbIX AJITTXK HUKIIbI re-entry yalie J0KaJIM30BaHbI
B cyOaMIuUKapaIUaJbHbIX CJI0SIX MUOKApP/A.



168 * [/1ABA2

MunepTpodhnueckan kapauommonarus

T'unieptpoduueckast kapavomuonarust (I'KMIT) sBaseTcss xopoiio u3-
BECTHBIM IIEPBUYHBIM 3a00JIeBAHMEM MUOKApIa U MUMEET paclpoCTpaHeH-
HOCTh B obuieit momyisituu 1:500, unu 0,2% (1o pesyabTaTaM 3XOKapamo-
rpacduYecKUX O0CIeI0BaHMI B3pOCIOro HacelieHus1). B Hacrosiiee BpeMst
OTMEYAIOT POCT YKCJIa 3apETMCTPUPOBAHHBIX CJTydaeB 3a00JIeBaHUsI, BEPOSIT-
HO, CBSI3aHHBII C COBEPILIEHCTBOBAHUEM IMArHOCTUYECKON TEXHUKU, METO-
MK UCCeqOoBaHusI, a TaKXkKe C yBeJUuueHrneM KojnuecTBa 6obHbIX [ KMIT.

I'KMII xapakTepu3syeTcss KOMILJIEKCOM crieluuiyecknux MophopyHKIU-
OHAJIBHBIX U3MEHEHUI1 (Ie30praHu3alnsi MUOLIUTOB 1 (pUOPO30M) U TUIIEP-
Tpodueit Muokapaa (>15 mm) npeumyniectseHHo JIZK 1 B peakux ciydasix
taxke [T2K. Tuneptpodust yacTo HOCUT aCUMMETPUYHBIN XapaKTep 3a CUeT
YTOJIICHUST MEXKEJIyIOUYKOBOI TMEePEeropoiku C pa3BUTUEM OOCTPYKIIUU
BeixogHoro tpakta JIZK. JuarHo3 'KMII ocHoBaH Ha neMOHCTpalUu TU-
neprpoduu JIZK ¢ momoIipo METOI0B BU3yadu3alluy cepiia (Jaile BCero
axokapauorpapuu, xors MPT u KT cepaua eme 6osee mokasaTeabHbI)
MPU OTCYTCTBUU JIPYTUX 3a00JI€BAaHUII WA COCTOSIHUIA, CIIOCOOHBIX IMPU-
BECTM K TaKOMY K€ YBEJIMYECHUIO TOJIIMHBI cTeHku JIZK (aprepuanbHast
TUIIEPTEH3US, KJIanaHHbIe MIOPOKMU CepAla, XpOHUYECKasT MoYyeYHas Hedo0-
CTAaTOYHOCTb, 00JIE3HM HAKOIUIEHUSI TIMKOreHa, 6osie3Hb ®abpu, arakcust
®punpeiixa, aMwiona03). SICHO, YTO HEKOTOPbIE M3 3TUX COCTOSIHUM MOTYT
MMETh dKCTpaKapAuaibHble MPOSBICHUS, KOTOPbIC TODKHBI IIOMOYb Bpavyy
IOCTaBUTh IPaBWIbHBIA nuarHo3. ['urmeprpodus MoXeT ObITh O4YeBUIHA
B JII000OM BO3pacTe; OAHAKO y OOJBIIMHCTBA MALMEHTOB TUIIEPTPO(Us BbI-
SIBJISIETCS T10CJIe HACTYIUIEHUSI IOHOCTU, a Y HEKOTOPbhIX OHA MOXET OTCYT-
CTBOBAThH JIO YETBEPTOTO WJIM IISITOTO NECSITWICTUS XXKU3HMU.

3abojieBaHUE XapaKTEePU3YeTCsl MPOrpPeCCUPYIONIMM TEUEHUEM C BBICO-
KMM PUCKOM Pa3BUTUS TSKEbIX KU3Heyrpoxatommx aputMuii u BCC. KT —
oAvH u3 caMbIx paHHUX cumnTomMoB ['KMII. IMpob6exku HeycToiunBoit KT
BcTpeualores y 1/4 B3pocCibIX OOJIBHBIX, OHU HEPENKO aCUMITOMATUYHBI,
HO IIPOTHOCTMYECKU HEeOJIaronpusTHHI. MICTOUHMKOM >XM3HEYTPOXKaIOIIUX
COCTOSTHUI MOTYT OBbITh He TobKO KA, HOo 1 DI, 0cobGeHHO NMpU HATUYUN
00aBOYHBIX MpoBoasaiux myreil. [IpumeuarensHo, ytro 'KMII sBnsercs
Haubojee vyactoil mpuunHoit BCC B mMoApOCTKOBOM M MOJIOAOM BO3pacTe
(mo 30 1eT), 0cOOEHHO Y CTOPTCMEHOB, 3a4acTyI0 Y MalMeHTOB C MUHUMAaJIb-
HOM BBIPAXKEHHOCThIO COOCTBEHHO TUIEPTPOPUISCKMX MTPOLIECCOB.

I'KMII gBnsieTcst TeHeTUYECKU TeTepOreHHBIM 3a00/IeBaHUEM, KOTOPOE
HacJjenyeTcsl o ayTOCOMHO-IOMUHAHTHOMY TUIY C MEPEMEHHOM 3KCIpec-
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CHBHOCTBIO M BO3pPAaCTHOM II€EHETPAHTHOCTHIO. biaromapsi mOCTHXXKEHUSM
COBpeMeHHOI reHeTuKHU B 1990 r. BriepBbie OblIa BhISIBICHA MaTOTeHHAsI MUC-
ceHc-myTauus (Argd03Gln) B reHe Tsikenoi 1enu 6era-muo3uHa (MYH7).
Hekortopoe Bpemsi a10oT reH (MYH7) cuutancss €OMHCTBEHHOW MpUYM-
HOI pa3BuTHs 3a0ojieBaHus. [lociaenyronime UHTEHCUBHBIC MCCIIEI0BaHUS
Ha IPOTsDKeHUU 0oJiee IBYX AECITWICTUI ITOKA3aJld OTPOMHYIO M OLIEIOM-
JISIIOIIYIO HEOTHOPOAHOCTDh reHeTrnueckoro cyocrtpata ' KMII. K Hacrosie-
My MOMEHTY Hallld IIPeACTaBICHUSI O TEHETUYECKOI MpUpoe 3a00JieBaHUs
paclIMpuanuch oT 7 MyTauuii B onHoM reHe (MYH7) no 19 wiu 6osee npu-
YUHHBIX TeHOB ¢ 0ojiee yem 1500 myTasiMu.

I'eHbl, BbI3bIBaIOLIME 3TY (DOPMY KapAMOMHUOIIATUM, SKCIIPECCUPYIOTCS
MPEUMYIIECTBEHHO WM UCKIIIOYUTEJbHO B MUoOKapiae. OHU KOAMPYIOT OC-
HOBHbIE COKpaTUTENIbHbIE OeKU MUOKapaa (OeJKU TOJCTBIX U TOHKUX MMHO-
(bmamMeHTOB capkomepa) WM Ipuieraroimx Z-1uckoB (tadi. 2.16). benku
BHYTPUCAPKOMEPHOIO LIMTOCKeIeTa (TUTUH, ajib(pa-aKTUH, MMUO3UH-CBSI3bI-
Baronuii C-0eJIoK 1 Jp.) yIepKUBalOT MUODUIAMEHTHI U UX CapKOMEpPHbIE
eIMHULIBI U PETYJIMPYIOT HepeMelleHsI MUOMUIAMEHTOB BO BpeMsI KaxKI0Io
COKpaTUTEJIbHOTO 1IMKJIA. B Hacrosiee Bpemsi CTpyKTypa U (bYHKIMS OT-
JICJIbHBIX O€JIKOB KapAMOMUOLIMTOB, YYaCTBYIOILMX B IIPOLIECCaX COKPAILCHUS
U pacciiabiIeHus1, TOCTATOYHO XOPOIIO U3y4eHbl. DTO OTHOCUTCS IIPEXIe BCe-
ro K MMO3MHY, COIepKalleMy ABE TSIKEJIble U UeThIpe JIerKue Henu. Tsokelbie
LIeNY CYILIECTBYIOT B ABYX M3ocdopMax — aibda (a) u 6era (). I'eHbI Tske-
JIBIX LIeTIei JoKanu3ylorcs: B xpomocoMe 14. TpormonuH T — peryasiTopHblit
0eJI0K, KOTOPBII CBSA3BIBAET cepaeuHbie TPONOHUHBI I 1 C ¢ TponmoMuo3uHOM
U UIpaeT pPoJjib B PEryJIsSIMU YyBCTBUTEIBHOCTU K KaJbLIMIO MUODUOPUILISP-
Hoii AT®a3zw1. IIpu cucroanueckoil TUChHYHKLIMU U3MEHEHMUs DKCIPECCUNU
JIETKUX Lieneil MUo3rMHa U TporoHuHa T KoppeaupytoT ¢ MUODUOPUILISIPHOI
AT®da3Hoil aKTUBHOCTBIO M CKOPOCThIO YKOpOoUeHUsT MuonToB. AT®a3zHas
AKTMBHOCTb MUO3MHA PETYJIUPYETCs JICTKUMU LIETISIMU, KOTOPbIE CYLIECTBYIOT
B IIPEICEPIHOM 1 KeJIyI0uKOBOi (popMax. DYHKIIMOHAIbHBIC UCCICI0BAHUS
MHOKap/ia I0Ka3bIBalOT yMEHbIIECHUE COKPATUTEILHOM CIIOCOOHOCTH CapKO-
mepoB nipu 'KMII. IToaToMy cyliecTByeT MpeanoyioKeHue, YTO TUIEPTPO-
(bmueckue ABICHUSI B MMOKap/Iie HOCSIT KOMIIEHCATOPHbII XapakTep. OnHaKo
MEPBUYHBIIA MeXaHNU3M (hOPMUPOBAHUS MHTEPCTULMAILHOIO U 3aMellalolie-
ro ¢ubpo3a, a TakxKe Ae30praHU3aluy CTPYKTYpbl MMOKap/a MoKa He SICeH.

VY HalueHTOB C IOJOXWUTEJIbHBIMU pe3yjibTaTaMU TeHOTUIIMPOBAHMUS
npuMmepHo B 70% cilydaeB HaXoOsAT MyTallMy (HOKa3aHHOI WJIM HeOoIpe-
JIeJICHHOM MAaTOreHHOCTU) B JABYX HauOoJsiee paclpOCTPaHEHHbBIX FeHaX —
Tskenoil nenu B-muosuHa (MYH7) u Muo3uH-cBs3biBawolieM C-0enke
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Taoauna 2.16. ['eHbI, OTBETCTBEHHbBIC 32 pa3BUTHE TMIIEPTPODUIECKOM KapaAUOMHUO-

ImaTuun

CunbHenwee A0Ka3aTeNbCTBO NAaTOrEHHOCTH

TONICTBIN QONITAMEHT
1. Taxenas uenb B-Mno3nHa MYH7
2. PerynatopHas nerkas Lienb Mno3uHa MYL2
3. OcHOBHas nerkas Lienb Mno3uHa MYL3
TOHKIT QHITaMEHT
4. CepAeyHblil TPONOHUH T TNNT2
5. Cepzie4Hblit TPOMOHMH | TNNI3
6. CepaeyHblil TpOMOHUH C TNNC1
7. o-TponomMuosuH TPMA1
8. CepaeyHbIit o-aKTUH ACTC
[IpomMexyTo KT QniiameHT
9. CepaeyHblil MNO3NH-CBA3aHHBI C-6e510K MYBPC3
Z-[UcK
10. o.-AKTUHMH 2 ACTN2
11. MuoseHun 2 MY0z2
MeHbLue f0Ka3aTenbCTB NaTOreHHOCTH
Toscrag Hurs
12. Taxxenas uenb o.-MUo3nHa MYH6
13. TutuH TTN
Z-fHCK
14. MbiweyHblin LIM-6en0k CSRP3
15. LIM-cBfizblBatoLLni JoMeH 3 LDB3
16. TeneToHuH TCAP
17. BUHKYNUH/METaBUHKYINH VCL
PErynayns kanbynsg
18. KanbcekecTpuH CASQ2
19. CoenHNTENbHBIN 6€M0K 2 (FOHKTODUANH) JPH2

IIpumeuanue. AnantupoBaHo u3 Maron B.J. et al. (2012).

(MBPC3), Torna Kak MyTallMd OPYTMX T€HOB, BKJIOYast TpornmoHuH T u I,
Q-TPOTIOMUO3WH M (-aKTWH BBI3BIBAIOT 3a00JeBaHME Yy HEOOJBIION 10U
mareHToB (o1 1 1o 5%). Myrauuu ocraibHbix TeHoB 'KMIT BeTpeuaroT-
cs pexe, ¢ yactoroir meHee 1%. Kpome toro, onucannl cembu ¢ ['KMII,
B KOTOPBIX MCKJIIOUEHO CIIETUIEHWE CO BCEMU W3BECTHBIMU JIOKyCaMU 3a-

0OoJIeBaHMSI.
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bruin mpenoXeHbl MyTalluu B HECKOJIBKUX TOMOIHUTEIbHBIX TeHaX cap-
KOMepa U TeHax, peryJMpyrolx oOMeH Kalblius, HO ¢ MEHBIIMM KOJUYe-
CTBOM JI0Ka3aTeJIbCTB, MOATBEPKAAIOIIMX TaTOreHHOCTD (Tab. 2.15). Takoe
MEXTeHETUYECKOE pa3HOOOpa3ue yCyryoJIsieTcs] 3HaUYMTeIbHONM BHYTPUTCHE-
TUYECKOM reTepPOreHHOCTDIO C PSIOM Pa3IMUHBIX MyTalUUil, UICHTUDULIUPY-
€MBbIX B KaXIIOM I'eHe.

OcTanbHble MPUYUHBI TUTIEPTPOPUU MUOKApJa BKIIOUAIOT APYTrUe re-
HETUYECKHUE CUHIPOMBI (B OCHOBHOM HACJEICTBEHHbBIC METa0OJIMYECKUE
1 HEPBHO-MBIIIICUHbIE PACCTPOMCTBA) U HETEHETUYECKUE (haKTOPbl, UMUTH -
pytoiue reHetuueckyio popmy 'KMIT.

HenaBHue ucciaenoBaHMsI BBISIBUIM TE€HBI, KOAUPYIOIIME HEcapKoMep-
HbIe OCJIKM, YYaCTBYIOILIME B METa00IM3Me MUOKapaa U MPUBOISIIUE K €ro
rurneptpodun. Hanmpumep, npu MyTauusix peryJsiTopHoii y2-cyObeTUHULIBI
AM®-akTuBUpyeMoii TpoTenHKMHa3bl (reH PRKAG2), Koraa B ceple AeTeid
cTapllero Bo3pacTta U MOJIOIBIX JIFOIeil HaOI0aaeTCsl OTJI0XKEHME INIMKOTeHa,
KJIMHUYECKUE TIPOSIBIICHUST TOXOXM Ha capkoMepHblii BapuaHt ['KMII.
B cnyuyae 6one3nu JJaHoH, MyJIbTUCUCTEMHOTO 3a00JI€BaHMsI, TIPUYMHOMN KO-
TOPOTO SIBJISIIOTCS CLETUIEHHBIE ¢ X-XPOMOCOMOM MyTallu JIM30COMaIbHOTO
MeMmOpaHHoro 6enka (reH LAMPZ2), oTMeuyaeTcs BbIpaxkeHHasi TUIIEpTPOhUs
JKEJIyIOUYKOB cep/lia, Hapsiny ¢ BOBJICYEHUEM HEPBHOI CUCTEMbI, CKEJIETHBIX
MBIIIIL, MMOKapaa, meyeHu. Ilpu rucTomaToJOrMyeckoM HCCeNOBaHUU
MHOKapaa OOJbHBIX C 3TUMHU MEPBUYHBIMU KapAWOMUOIATUSIMU OOHapy-
JKMBAIOTCS MUOIIMTHI, 3alOJIHEHHbIE BaKYyOJISIMU, B KOTOPBIX COOEPXKUTCS
rukoreH (rmpu myranusx reHa PRKAG2) vnu octatku JU30coM (MIpU My-
taumsix reHa LAMP?2). I1pu 6one3nu Padbpu, X-CLUEIUIEHHOM PelieCCUBHOM
3a00JIeBaHUM, BBI3BAHHOM MYTallMSIMM B TeHe rajgakto3unasbl o (GLA)
U AeUIUTOM O-TrajlakTo3uaasbl A (JIM30COMajibHOM TUIpOJa3bl), MPU-
BOJSIIEM K MHOTOOPTaHHOMY BHYTPMKJIETOYHOMY OTJIOXXEHMIO TIJIMKO-
C(UHTOJUITUIOB, TJABHBIM KJIMHUYECKMM IPU3HAKOM SIBJSETCSI KOHIEH-
TpUUecKasi runepTpodus MMOKapaa, HECMOTPST Ha MPOSIBJIEHUS] CUCTEMHbBIX
HapyllIeHU, BKIIOUaKIIUX HehponaTuio, HEPOCEHCOPHYIO TIyXOTy, I10-
paxkeHUs] KOXM U AUCHYHKIMIO BereTaTUBHON HEPBHON cucTeMbl. bbliu
UASHTUDULUMPOBAHbBl U APYrMe IPUYMHBI TUIepTpoduu Muokapaa. Tak,
Yy HOBOPOXXIEHHBIX aHOMAJIMM MUTOXOHIPHAIbHON (DYHKILMM, CBSI3aHHbBIC
¢ MyTtauueit mutoxoHapuanbHoit JJHK, npuBongaT Kk Myrauuu Metadonye-
CKHX T€HOB, CBSI3aHHBIX C MEXaHM3MOM OKHCJEHUS XKUPHBIX KUCJIOT, Kak,
HampuMep, TeHbl aleTUAeruaporeHasbl. JJaHHbIe MyTalluU SIBISIIOTCST BaxK-
HOI MPUUYMHOI KapaAUOMUONATUI Hapsiy ¢ CMHApoMOoM bapTa, KOToOpblii BbI-
3pIBaeTCsl MyTauueit B reHe G4.5 (TAZ), pacrofoxkeHHOM Ha X-XpOMOCOME.
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DTU aHOMAJIMK MOTYT HaOJIIOAAThCSI TAKXKE Y B3POCIIBIX, HO CO 3HAYUTEIILHO
MEHBIIEH YaCTOTOM.

JnarHocTuyeckoe pa3indue Mexay capkomepHbiMu BapuaHtamu 'KMIT
U ee HeHOKOMUSIMM MMEET pellaoliiee 3HaUeHUE, YIUThIBasI pa3IuuMsl B eCTe-
CTBEHHOM TEUYEHUU U TaKTukKe jedyeHus. Hanpumep, myrauuu rena LAMP2
OOBIYHO CBSI3aHBI C OBICTPHIM M MOTEHIIMATIBHO CMEPTEIbHBIM KIMHUYECKIM
TeYCHUEM B TEUCHME IEPBBIX TPEX ACCATWICTUI XU3HM, YTO TpeOyeT paH-
HEro paccMoTpeHusl Tepecanku cepaua. [Tpu GonesHu Pabpu mokazaHa
3(HEeKTUBHOCTH 3aMECTUTENILHOM Tepanuu (pepMeHTaMU PEKOMOMHAHTHO
a-TajlakTo3uaasbl A, BKJo4as perpeccuto runeprpoduun JIK, yaydineHue
(GyHKIMM MUOKapaa 1 pu3ndeckoit padborocrnocodHoctu. Takum odbpaszom,
TOYHAasl IMAarHOCTHMKA MEPBUYHBIX KapIUMOMMUOIATUIA METabOJIMYECKOIO Ie-
Hesa o0si3aTelibHa.

ITpu I'KMII HaGnopaercst 00JbIIONH CHEeKTp (heHOTUIIOB, OMpEeAcsi-
IOIMX BO3PacT, B KOTOPOM MaHUdecTupyeT 3aboJieBaHUE, KIMHUYECKUE
npusHaku, puck BCC 1 npoaokKuTeTbHOCTh XKNU3HU MauueHTa. 1o cux rmop
HETOHSATHO, II0YeMY, HECMOTPS Ha HACJIEACTBEHHbIM TUIT KApAMOMUOIIATUH,
HE BO BCEX CJIydyasiX BBISIBIEHHBIX T€HETUUECKUX Ae(EKTOB U HE Y BCEX Ipsi-
MBIX POACTBEHHUKOB 001bHBIX HaOmoaaetcs pa3putue ' KMII. bonee Toro,
HEBBISICHEHHBIM OCTAeTCsl BOIIPOC BpeMeHU U (haKTOPOB, OIPEAC/ISIOLINX
KJIMHUYECKUE MPOSIBICHUS 3a00JIeBaHUS B CJy4asiX BbISIBJICHUSI F€HETUYC-
CKU MYTHPOBaHHBIX OEJIKOB capKoMepa IIpU POXIESHUU U B TEUCHUE XU3HMU.
OTMeUYeHO, YTO y TEeHOTUII-TO3UTUBHBLIX Nl Trurneptpodus JIZK moxer
pPa3BUTBLCS K IIECTOM WMJIM CEAbMOIl IeKane XXU3HU, a Y 4aCTU HOCUTEJIei
mytanuit TKMII BooO1e He Bo3HUKaeT. BeposiTHee Bcero, xapakTepHoe
pasHooOpasue peHotuna 'KMII gaxe y 0Ju3KUX pOACTBEHHUKOB 3aBUCUT
OT KOHKPETHBIX MYTallMil, a TakXe OT BJIUSHUS T€HOB-MOAMMUKATOPOB
1 (aKTopoB OKpyKaltoleit cpenanl. TeM He MeHee, 1o 00lIeMy MHEHUIO, 00-
Jiee TSDKEJIoe TeYeHre KapAMOMUOIIaTUM, OLICHUBAEMOE I10 YacTOTe Ceplaeyd-
HO-COCYIMCTOM JICTaJIbHOCTH, HapyIIeHUII MO3rOBOIO KPOBOOOpAILCHUs,
IIPOrPeCCUPOBAHMIO 3a00JIeBaHMSI U BBIPAXKEHHOCTU CUCTOJUYECKOM IMC-
¢dyukuun JI2K, yame Habmomaetcs y 6onbHbIXx 'KMIT ¢ MmyTanusmu cap-
KOMEPOB, YeM CpeIM MallMeHTOB 03 BhISBICHHBIX TEHETUUECKUX Ae(EKTOB.

IIpeobGnanatoiee 60bIIMHCTBO (0K010 90%) MaTOreHHbIX MyTallWii, U3-
MeHsoIuX dusndeckre U GyHKIMOHAIbHbIE CBOMCTBA OEIKOB, MPEACTaB-
JIIIOT CO00M MUCCEHC-MYTalliK, IPU KOTOPBIX OJHA HOpPMajibHas aMHHO-
KHCJIOTa 3aMEHSIeTCs NIpyroi (HampuMep, 3aMeHa aprMHMHA Ha III0TaMUH).
AJbTepHATUBHO 00Jiee paarKalbHble MyTallMM CO CIBUIOM PaMKU CYMTHIBA-
HUS BIMSIOT HA MHOTME aMMHOKUCIIOTHI B O€JIKe, YTO IIPUBOAUT K IOSIBJIC-
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HUIO COBEPIIIEHHO IPYToro 0eJIKOBOTo MPOIYKTa U, KaK MPaBUJIO, BbI3bIBAET
0oJiee CYLIECTBEHHbIC KJIMHUYECKME MOCIEACTBUSA. MyTaluu CO CIBUIOM
pPaMKU CYMTBIBAaHUSI OOYCIOBJICHBI BCTABKOM WM Aejeuueii > 1 HyKJIenHo-
BOI KMCJIOThI B KOAUPYIOIIEH MOCIe10BaTeIbHOCTH, UHIAYLUPYS MPOIYKIIUIO
YKOPOYEHHOI'0 yCeueHHOro Oeynka (yacto BcTpeuarorcs B reHe MYBPC)
WJIM aHOMAaJIbHBIN CIUTaiicMHT puOOHYyKJIeMHoBo# KuciaoThl (MPHK). B mio-
OoM ciiydyae oOpasylolluecsl BCIeICTBUE MYyTalMii aHOMaJbHbIe OeJIKU 3a-
IIyCKAaIOT IPOLECC Ie30praHu3alny capkoMepa v MPUBOIST K HAPYLICHUIO
€ro CTPYKTYPhI ¥ (DYHKIIUH.

Oo6mas yacrora BCC cpeau mauueHToB ¢ 'KMII cocraBnsier mpubanusu-
TesibHO 1% B ron. HeckosibKo MapKepoB pucKa ObUIM MCIIOJIb30BaHbI, YTOObI
nomoyb uaeHtuguuuponath nauueHToB ¢ KMII ¢ Gonee BbicOKUM, yem
OOBIYHO, PUCKOM, JJIsSI KOTOPBIX MOXKET ObITh peKoMeHaoBaHa Tepanus UK.
VY Bcex malMeHTOB J0JDKHA IPOBOAUTHCS CTpaTU(UKALUSI pUCKA MPU TIep-
BUYHOI OlLICHKE U Kaxnble 1—2 roaa mocie Hee.

K dakTopaM pucka, KOTOpble HEOOXOAMMO OLIEHUTh, OTHOCSITCS:

e JINYHASI UCTOPUST OCTAHOBKM Ceplilia Ui ycToituuBoii 2KA;

e cemeiiHast uctopusi BCC y poacTBEHHUKOB TIepBOIi CTETNIEHMU;

e MakcUMasibHasl TojiuHa cteHKU JIZK (BbICOKUIT pUCK TIPOU3BOJIBHO

omnpeaensieTcs: Kak oosiee UK paBHbI 30 MM);

e HelaBHUI HEOOBSICHUMBIN OOMOPOK;

e HeycroitunBas KT Ha 24-yacoBoii amOynatopHoii DKI;

e TUIOTEH3UBHBIMA OTBET Ha (hU3MUYECKUE YITPAXKHEHMSI.

Hekotopble reHeTnyeckue aedeKThbl COMPOBOXKAAIOTCS 00Jiee BLICOKUM
puckom BCC. bruin nzyyeHbl reHO(peHOTUTTUYECKUE KOPPETSILIUY TSKEI0M
Lenu B-Muo3MHa, O-TPOIMOMMO3MHA, MUO3UH-CBsI3aHHOTO C-0enka u cep-
Je4Horo TporoHrHa T. Beliy TakKe HailieHbl pa3inyrs B BO3pacTe Havalia
00/1€3HU, BBIPAXKEHHOCTU TUNEPTPOGUN U BBIKMBAEMOCTU. YCTaHOBJICHO,
YTO C TJIOXUMM MIpPOrHo3oM u Bbicokoii yactoroit BCC npu 'KMII acco-
LIMUMPOBaHbl omnpeaeaeHHble MyTauuu: 3ameHbl Argd03Gln, Argd53Cys,
Arg719Trp, Arg719GIn, Arg249GIn B reHe TsKeloil Lienmu [3-MMO3MHA,
InsG791 B reHe muo3uH-cBs3bIBatoniero C-oenka u Aspl75Asn B reHe
Q-TPOIIOMMO3MHA. B ciyyae Myranuii B reHe TporoHuHa T oTMe4aroT yme-
pPeHHYy10 runepTpoduio MUOKapaa, OJHAKO MPOrHO3 3a00eBaHUST OCTAeTCsI
HeO0J1aronpuUsITHBIM, TaK KaK BHICOK PUCK Pa3BUTHSI BHE3aITHOI OCTAHOBKU
cepaua. Kpome Toro, 61arogapsi KpymHOMAacCIITaOHOMY CEKBEHMPOBAHUIO
reHoB B 'KMII mosiBunuch gaHHbIE, CBUIAETEIbLCTBYIOIIME O TOM, YTO
JIBOMHBIC (MJIU TPOMHbBIE) WIM CIOXHbBIC ITATOTEHHbIE MyTAallMM MOTYT ObITh
CBSI3aHbI ¢ DoJIee TSKEJIoM dKCIpeccueil 3a00eBaHus U HEOJIaronpusITHbIM
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nporHo3oM (Hanpumep, nporpeccupytonieit CH unu BCC), naxe npu ot-
CYTCTBUM OOILEIPUHSITHIX MAPKEPOB PUCKA.

Cuna mytaumnonHoro aHanusa 'KMII, xots u 6oJiee orpaHuYeHHas1, YeM
MepBOHAYAIbHO MPEANO0aaraaoch, UrpaeT BaXXHYO POJIb B CKPUHUHIE YWICHOB
CeMbU, MOJABEP>KEHHBIX PUCKY Pa3BUTHUS 3a00I€BaHUsI, U UICKIIOYCHUH He3a-
TPOHYTBIX POACTBEHHUKOB, YTO B MHOM CJIy4ae HeBO3MOXHO. [ eHeTuueckoe
TeCTUPOBaHUE TAKXKe MO3BOJISIET PACIIMPUTH IIMPOKUNA CIIEKTP BapUaHTOB
I'KMII u nuarHocTupoBaTh ee (PEHOKOIMUU C Pa3IUYHBIM €CTECTBEHHbBIM
TeYEHUEM M BaphaHTaMU JICUCHUSI, HO HE SIBJISIETCS HAIeXHOW cTpaTeruei
IIJIS TIPOrHO3MPOBaHUsI ucxoaa 3adojieBaHMsl. ComocTaBlIeHUE I'eTepOreH-
Horo 3aboseBaHus, Takoro kKak 'KMII, ¢ o01upHo#i reHeTUYeCKO U3MEH-
YUBOCTBIO TEHOMA YEJIOBEKA U BBICOKOM YaCTOTOW HOBBIX MyTallUi CO31aJI0
HETpeIBUIEHHbIE TPYAHOCTU MPU MEPEBOJE CIOXHBIX HAYYHBIX OTKPBITUN
B KJIMHUYECKYIO NMpakTUKy. CoBceM HeAaBHO MOpa3uTebHbIC HAyYHbIC 10-
CTHKEHUSI B 00JIACTU MOJIEKYJISIPHON T€HETUKU TMPUBEIU K TOCTYITHOCTHU
KOMIUIEKCHOTO KOMMEPYECKOI0 NeHeTUYECKOIo TeCTUPOBAHMS IS Tpak-
TUKYIOLIETO CEPACYHO-COCYIUCTOrO COOOIIECTBA, B TO XK€ BPeMs MaparoK-
CallbHBIM 00pa30oM co3[aBasi MHOXECTBO BOIIPOCOB 03 OTBETAa U MPOOEIOB
B KOMMYHMKAaIIMU, CBS3aHHBIX C TpaHCASILMEl TeHeTudeckoil MHpopma-
LIMY B OMpenejeHue TaKTUKU JiedeHus. {eiiCTBUTEIbHO, TMarHOCTUYECKOe
TeCTUpPOBaHUE MpPOOaHIAa YacTO BbIpaxkaeTCsl B BEPOSTHOCTHOM IIKale,
KOTOpasl 4acTO HECOBMECTHMa C TPUHSATUEM PEIIeHUN B KIMHUYECKOM
npaktuke. OCHOBHbIE MPOOJIEMBbl 3aKJIIOYAIOTCS B TOM, YTOOBLI IPOBECTHU
HaleXHbIE Pa3IUUMsI MEXIY MaTOTeHHBIMU MYTallMSIMU U JOOPOKAYECTBEH -
HBIMU BapuMaHTaMM U TeMU BapuaHTaMU, KOTOpbIE, KaK CYMTAETCS, UMEIOT
HeoIlpeaeJeHHOe 3HaUeHUeE.

MHorue aMMHOKUCJIOTHBIE 3aMeHbI B nocienoBaTenbHocT JIHK He Bbi-
3bIBAIOT 3a00JIeBaHUSI U paccMaTpUBAIOTCS KakK IOOpPOKavyeCTBEHHBIE I10-
JUMOP®OU3MBI (T.€. BApMaHThl, KOTOPbIE, KaK IPaBUJIO, HE JOJKHbI OBITh
MaTOreHHBIMK), BCTpeyaemble B momyasuuu ¢ 4dactotor 0,5—1%. Tem
He MeHee aKTyaJlbHOCTh BOSHUKHOBEHNS 3a00J1€BaHMUSsI, CBSI3aHHOIO CO 3Ha-
YUTEJbHBIM MEHBIIMHCTBOM TaKUX WACHTUMUIIMPOBAHHBIX BapHUaHTOB,
0OCTaeTCs HESICHOM 1aXKe Tocye MPUMEHEHMs BCeX KpUTEPHEB MaTOTeHHOCTH.
B pesynabrare 3T MyTalMy MPUIMCHIBAIOTCS OTYETAMU T'€HETUYECKUX KC-
cle0BaHUI K HEOMHO3HAYHOI KaTeropuu (T.e. BapMaHTbl HEOMpeaesieH-
HOI 3HAUMMOCTM) MPAKTUYECKU 0€3 KIIMHUYECKOU MOJIb3bl 11 CKpUHUHIA
ceMbM. DTa npobdiieMa cTaja OCOOEHHO aKTyaJbHOWM Ha JAHHBIA MOMEHT,
TaK KaK CHUXKEHHas CTOMMOCTb TEXHOJIOTMU Temlepb IO3BOJISIET IPOBO-
IUTh KoMIuiekcHoe cekBeHupoBaHue JJHK sk3oma u gaxke Bcero reHoma.
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JeiicTBUTENIbHO, pa3JMyue IaTOTeHHbIX MYTallMii U BapMaHTOB HeoIlpe-
JeJICHHOW 3HAYMMOCTM WJIM PEAKUX HEMaTOTeHHBIX BapMaHTOB Bce vallle
CTAHOBUTCSI AWJIEMMOM [JIS1 MHTEPIIpeTallMi pe3yIbTaTOB T'€HETUUYECKOIo
TecTupoBaHus npodaHaoB ¢ [KMII. Tot ¢akrt, uTo reHeTHYecKue Ae(heKThI
HEOoMpeneJIeHHOM 3HAUMMOCTU BCTPEUYAIOTCSI B KOHTPOJbHBIX MOMYJISIIUASIX
yesIoBeKa yallle, YeM Mpearoaraioch paHee (reHeTUYeCKre Bapualiuy uMe-
HYIOTCS (POHOBBIM LIIYMOM), MOAUEPKMBAET HEOOXOAUMOCTh B 00JIee YETKUX
Kputepusx misi auddepeHuauuy MaToreHHbIX MyTallMii oT JoOpokaue-
CTBEHHBIX TEHETUYECKMX «IIIyMOB». KOHEUHO, TOPOT 0XXKKMIAHMST, BO3MOXHO,
ObUI M3HAYAJIbHO YCTAHOBJIEH CJMIIKOM BBICOKHUM [IJII TEHOTUIIMPOBAHMSI
I'KMII, yyurtsiBasg pazHooOpa3ue KIMHUYECKMX BApUAHTOB, BOZHUKAIOIINX
npu 3a00JieBaHUM, C IMAaTOTEHHOCTbIO BapUAHTOB IIOCAEI0BATEILHOCTH,
KOTOPYIO YacTO TPYAHO C YBEPEHHOCTbIO YCTAHOBUTh. MoJIeKyJIsIpHas TUa-
THOCTHUKA M OTHECEHME MYyTalMii K MaTOreHHOMY CTaTycy 4acTo NeJIaloTcs
Ha BEPOSITHOCTHOM OCHOBE, a 3TOT MPUHIUI TPYIHO OOBEAMHUTD C OIpee-
nenueM pucka BCC u yerkux nokazanuit mis repanuu MKJI. B pesynbraTe
MepeBOJ CAOXKHOU MOJIEKYJISIPHON HayKu B yXOJ 3a MallMEHTaMU OKa3ajcsl
0oJiee CJIOXHBIM, YeM MepBOHAYAIbHO MPEaNoJarajioch.

Tem He MeHee MPOHMKHOBEHME T€HETUUYECKOIO TECTUPOBAHMSI B KIIM-
HUYECKYI0 MPAKTUKY CO3[aJI0 HOBYIO M OBICTPO PaCIIMPSIIOLIYIOCS KaTero-
pPUIO TALMEHTOB <«T€HOTUII-IOJIOXUTEIbHbBIA—(OEHOTUIT-OTPULIATEIbHbIN»
(G+P—). B To BpeMsl KaK KOHCEHCYCHbIE PEKOMEHIALIMM HE MCKIHYaloT
nauueHToB G+P— U3 criopra, HEIOCTAaTOK J0KA3aTeJIbCTB TOrO, YTO HETM-
neptpodupoBaHHbIii JIZK Ha camoM fee 2JIeKTpruYeCKu HeCTaOMIeH, MOXET
3aTPYAHUTh MPUHSTUE KIMHUYECKUX PEIIEHUIA. YUMThIBass OTHOCUTEIbHO
KOPOTKUI Mepuoa BpeMeHU, B TeYEHUE KOTOPOro ObLIO JOCTYITHO T'€HEeTH-
YyecKoe TeCTUpOoBaHUE, TouHas nois nonyiasuun G+P—, y Koropoil Oyaer
pa3BUBATbCS SIBHASI 9KCIIpecCUsl 3a00JieBaHusI, OCTAETCs HEOIPeaeIeHHOM,
XOTsI U CUMTaeTcss HU3Kou. JIo Tex mop moka He OyayT IOJy4YeHbl TOYHbIE
JaHHbIE MO TIEHETPAHTHOCTH, 11eJ1eCO00pa3HO paCIIMPUTh CTAHAAPTHOE Ha-
OmoaeHue 3a TuIepTpodueit MuoKapaa ¢ TOMOIIbIO METOAOB BU3yaanu3alun
cepaua, Mo KpaiHeil Mepe 10 CepeauHbl XXKU3HU, YTOObI OOHAPYXKUTh pas-
BUTUE (PEHOTHUTIA.

I'eHeTnyeckoe TecTUpOBaHME [Jis MOCTAHOBKM OKOHYATEJbHOIO aua-
rHo3a u omnpeaeneHusi pucka BCC cnenyer mpenjaraTh BceM OOJIbHBIM
I'KMII, Tak kak MyTallMyd T€HOB, KOAMPYIOIIMX MPOTEUHbI CAPKOMEPOB,
uaeHTUUIUpyYoT Y 60% OOJBHBIX ¢ CeMEMHbIM aHaMHe3oM U y 40% —
B CHOpaguuecKuX ciydasx 3abosieBaHMsI. MHOTHE aBTOPHI CYMUTAIOT 000-
CHOBaHHBIM MPOBEJACHUE F€HETUUECKOrO TECTUPOBAHUSI BCEX UJIEHOB CEMbU
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o6oabHoro 'KMII, naxe 6e3 runeprpoduu JIZK, HO UMEOIIUX PUCK pa3BU-
Tus 3a0oyieBaHus1. B ciayyae BBISIBJIEHUS Y OOJbHOIO MAaTOTeHHON MyTalluK
¢ (beHOTUNUYECKUMHU IIpU3HAKAMKU KapAMOMUOIATHM OJHO3HAYHO HE00-
XOIUMO OIIpeIeICHUEe TeHETUYECKOTO CTaTyca OCTaJbHBIX WICHOB CEMBbU.
HecnocobHocTth MAeHTUDUIIMPOBATL MPUYMHHYIO MYyTallMio y TIpobaHaa
SIBJISIETCSI HEOIIPEACACHHBIM PE3yIbTaTOM, KOTOPBI HE 1aeT HUKAKOM I10-
JIe3HOI MHGpOPMALUM U MCKIII0YaeT BO3MOXHOCTh ITPOTHOCTUYECKOTO Te-
CTUPOBAHMSI Y YWICHOB CEMbH.

CienyeT NOOYepKHYTh, YTO BEPOSITHOCTH ITOJOXUTEIbHOIO T'€HOTUIIU-
poBaHus npobaHaa ¢ KiMHuYecku BoipaxkeHHoit ' KMIT cocraBisieT okoJio
50%, Tak Kak Bce reHbl, Boi3biBatoie ' KMII, emne He naeHTU(GULIMPOBaHbI
M OTCYTCTBYIOT B IpyIax TecThpoBaHusi. Kpome Toro, MHorue u3 obHa-
PYXKEHHbBIX MyTalluii He OyIyT OLIEHMBAThCs KaK MATOTEHHbIC, TEM CaMbIM
uckioyatorcs 6ojiee 50% cemeil U3 BO3MOXHOCTU MACHTU(DUKALIMU POJI-
CTBEHHUKOB, ToaBepKeHHbIX puckKy ' KMII. CnenoBarenbHO, TOJIBKO y He-
0onbiioro koianuectsa npodannoB 'KMII pe3ynbTaT reHeTUYECKOTO TecTa
MPUTOJIEH JUISI CKPMHUHIA CEMbM.

Jleuenne mauueHToB ¢ 'KMII BkiouaeT TepaneBTUUECKUE U XUPYPIU-
YyecKue Imoaxoabl. MeIrMKaMeHTO3HOe JIeYeHUE HAIIpaBJIeHO Ha yCTpaHEeHUE
WIM yMEHbIIEHNEe TPU3HAKOB AMacTojndeckoi muchynkumuu JIK, Hemo-
CTATOYHOCTU KPOBOOOpALIEeHMS, KyIIMPOBAaHUE CTCHOKAPAUU U HApyIIEHUI
putMma. HanbGonee s¢p@deKTUBHBI Ml 3TUX liejdel [-aapeHo0JIOKaTOPHI,
yMEHbIIAIOIIKEe OOCTPYKIIMIO, BHYTPUKEIYIOUKOBBIA I'PalleHT JaBICHUS,
0Cc00eHHO Ha (poHe (PU3MYECKON HArpy3KHU, yaydllalolue IMacTOJIUYECKOe
paccnabnaenue JIOK, npenynpexnatoiue passutue ®@I1. Takxke mpumeHsi-
I0TCSl QaHTArOHUCTHI Kaiblys. Bepamamun (M3zontun®) yiyuimaer auacro-
JImyeckoe pacciabiaeHue JIZK, yBenuuuBaeT TOJepaHTHOCTh K (DU3UYECKOI
Harpyske, 00JIagacT aHTUAapUTMUICCKUM jAeiicTBueM. [1pu nosiBIIeHUH TIpHU-
3HAKOB HEIOCTATOYHOCTU KPOBOOOPAILECHUS K JICYCHUIO IPUCOCIUHSIIOTCS
nuypetuku, MHruonTopsl AII®. OmnpeneneHHbIE HaAEKAbl CBI3bIBAIOT
¢ mpenapatom lOnepuo* (Entresto), meiicTBUE KOTOPOTO OINOCPEIOBAHO
KOMOMHalLMell cakyOuTpuia, TMOAABJSIONIET0 aKTMBHOCTb HEMpPUIM3MHA
(HeHTpallbHOI SHAOIENTUIA3bl), U BajcapTaHa, SIBISIOLIErocs] aHTarOHU-
croMm peuentopoB aHrnoteHsuHa II. Tlpu pasBUTHM KM3HEYTPOXKAIOLIMX
HapylIeHUI pUTMa IIperapaTtoM BbIOOpa SIBJSIETCS aMUOAAPOH, HE TOJIBKO
yJIydlIalouii KauecTBO XXKU3HU, HO U yMeHbInatomuii puck BCC.

Ecnu maumeHTBHl He pearupyloT Ha (apMaKoJIOTMYECKYH Teparuio
WIN UMEIOT HEelepeHOCUMBbIe MOO0UYHbIe 3(PPEKThbl, TO PEKOMEHIYETCS XU-
PYpPruyeckoe JieueHue, HallpaBJIeHHOE Ha yaajeHue TUIepTPOpUPOBaHHbBIX
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Y4aCTKOB MMOKapJIa U yCTpaHeHUEe OOCTPYKLIMU BbIXOAHOro TpakTa JIK, —
XUpYpruyeckass MUIKTOMUSI WM TieperopomoudHas aonsuus (kiacc Ila).
AJKoronbHast abiasauusi TUNEPTPOGUPOBAHHON MEXXKEIyI0YKOBOW Iepe-
TOPOIKY ITPOBOIUTCS C TOMOLIBIO BBEAEHUS 3TaHoMa (DTunoBoro crupra®)
B neperoponouHyto aprepuro. Mmmnantanus MKJ pekomeHmoBaHa mauu-
eHtam ¢ T'KMII, nepexuBiunm octaHoBKY cepatia Beieactsue KT i OXK
JIM0O0 MMEIOIIMUM CITOHTaHHBbIe ycToituuBbie 2KT, conmpoBoxnaroluecs: pas-
BUTHEM CHUHKONAJIbHBIX COCTOSIHUI WM YXYAILICHUEM TeMOAMHAMUKU, TIPU
YCIOBUHU OXUAAEMON MPOJOJIKUTEIBHOCTH XX13HU >1 roga (kiacc I).

NlunataunoHHas kapauommonartus

Hunaranumonnas kapauomuonatus (JIKMII) paccmarpuBaeTcss B HacTo-
siee BpeMsl Kak reTeporeHHast Tpyrina 3a001eBaHui, XapaKTepu3yIoascs
TSDKEJTBIM TIOPaKEHMEM MBI CEPIlia, TTPOTPecCUupyloNieil auiaTtamueit
U CHWXEHWEM CHUCTOJMYECKON (PYHKIIMU OJHOTO (TTPEMMYIIEeCTBEHHO Jie-
Boro) wim oboux xkenymoukoB (Hosenpud J.D., Greenberg B.H., 2007).
g JKMIT xapakTepHO pa3BUTHE MPOTPECCUPYIOLIEN CepAeYHON Heao-
CTAaTOYHOCTHU, HApPYyIIEHU CEpPAEeYHOT0 PUTMA WU TPOBOIUMOCTU, TPOMOO-
ambomuit 1 BCC. Kputepuem 3aboeBaHUsI CYUUTAIOTCS CHUXKEeHWE (hpaKIInu
BbIOpOca yieBoro xenygouka (PBJIXK) nuke 45% u yBenuueHue pasmepa
nosioctul JIZK B muactony 6osee 6 cMm. Jons BCC B cTpyKType CMEPTHOCTH
601bHBIX JIKMII cocraBisier 35—40%, oHa MOXET HACTYIIUTh Y MAllMEHTOB
¢ JaJieKo 3alleAIneii Wiv, HaodopoT, JIeTKou ¢opMoii 0oe3Hn. Hamboree
yacToit mpuunHoit BCC sBnsioTcst 3710KauecTBeHHBIe KA MiIn mojiHast mo-
nepeyHas 6iokana cepaua. B monynsuuu JIKMIT BcTpeuaeTcs ¢ yactoTtoit
okojio 1:2500—1:2700 nacenenus. B nequarpudeckoii momynsiuuu JKMIT
JIMaTHOCTUPYeETCS exxeromaHo ¢ yactoroit 0,57 Ha 100 ThIc. neTeit u xapakTe-
pU3yeTCsT OBICTPHIM TTPOTPECCUPOBAHNEM M BBICOKOM JIETATbHOCTHIO.

Buinensitor HaciencTBeHHYIO (TIEPBUYHYIO) U TIPUOOPETEHHYIO (BTOPUY-
Hyt0) ¢dopmbl JKMII. TMpuumHamMu BTOPUYHOTO (HETEHETUYECKOTO) II0-
paXkeHUsI CepIeYHON MBIIIIIBI MOTYT CIIY>KUTh MeTa0OJMYeCKre pacCTpoii-
CTBa BCJIENICTBUE SK30TEHHBIX MPUYMH (CEepleUHbIE TOKCUHBI, aJIKOTOJIN3M,
SHTEPOBUPYCHI), BocTajieHue (MUOKApAWT), DHAOKPUHHBIE HapYIIEHMUS,
aJMMeHTapHble (aKTOphl (IeUIMT celeHa, KapHUTWHA), TaxXMapUTMUU,
HapyleHus (YHKINM KOPOHAPHEIX apTepuit, ctpecc (fakotsubo), HEKOTO-
pble CUCTeMHBIE 3a00JIeBaHMsI.

HacnencrBennsie (nmepsuuHbie) hopmbl JIKMIT pazBuBatoTcst o Biavsi-
HUEM MYTallMii 1IEJI0TO psiia TEHOB, TPUBOASIINX K CUHTE3Y (DYHKIIMOHATBLHO
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HETIOJIHOLICHHBIX OEJIKOB KapIMOMMUOLMTOB. ['eHeTHYeCKue MCCIIeA0BaHUS
JAKMII Havyanuch OTHOCUTEBHO TO3AHO, TaK KakK IOHayajly He Tpearno-
Jlarajiach reHeTudeckas IpuuyuHa 5Toi marosioruu. C uaeHTHhMKaUen
IIePBOro reHa — OUCTPOGUHA, SBISIOIIErocs MPUINHOM KapaMOMUOIIATUH,
CBSI3aHHOM ¢ X-XpPOMOCOMOI1, CTaj0 U3BECTHO, uTO B ocHoBe JIKMII Moryt
JIeXKaTh U3MEHEHMS LIMTOCKEJIETa U CBSI3M MEXIY CapKOJEMMOM U capKoMe-
poM. B HacTos1iee Bpemst yctaHOBJIeHO Oosiee 50 reHOB, 1J1s1 KOTOPBIX Oblia
rnokasaHa poJjib B pa3Butuu nepsudHoit JJKMII (ta6na. 2.17). BoisiBieHHbIe
Ha MPOTSIKEHUU TOCIICAHEr0 NeCATUICTUS TeHbl KOAUPYIOT OYEHb IIUPOKUIA
CIIEKTP Pa3JIMYHBIX OCJIKOB.

1. Tenwt, kodupyrouue cmpyxkmypHole 6eaKu:

1) capkomepHbie 6enku: aktuH (ACTCI), 3-uzodopma TSKEIbIX Lenei
muosuHa (MYH7), tporionud T (TNNT?2), tponionus I (TNNI3), Tpo-
noHuH C (TNNCI), muosuH-cBsa3biBatouit C-6enok (MYBPC3);
a-TtporioMuo3uH (TPM1), tutun (TTN);

2) 6enku capkojeMMbl/LIUTOCKeAeTa: auctpoduH (DMD), BUHKYIUH
(VCL) u ero uzodopma MeTaBUHKYJIUH, necMUH (DES), 1aMUHUH
[anbda-uenouku (LAMAI-5), 6eta-uenouku (LAMBI—4) u ram-
Ma-1enouku (LAMCI1-3)], neoynert (NEBL), LIM-6enok (LDB3),
o-capkoriukaH (SGCD), tenetoHuH (TCAP), GyKyTUH-CBSI3aHHBIN
oenok (FKRP);

3) 6enku simepHoil MeMOpaHhbl: JaMuHbl A 1 C (LMNA) — BbI3bIBalO-
1Me HamOoJjiee YacThlii ayTOCOMHO-IOMUHAHTHBINA BapuUaHT, 3Me-
puH (EMD), TUMOIIOTUH, TIpeCeHUIUH | u 2.

11. Ienst, kodupyrowue mpanckpunyuontsie pakmopsi: CREB, EYA4, PRDM 16,

ZBTBI7 u m.0. Mnoeue OonoanumenbHvle haKmopvl MPAHCKPUNUUU

6 nocaednue 200vl maxwuce oviau ceazanvt ¢ JKMII, Takue kak GATAS,

TBX20, TBX5, GATA6, GATA4 u NKX2—5. Hexomopuie uz smux eenos

YemKo C8A3aHbL ¢ PEHOMUNAMU 8PONCOCHHBIX NOPOKOE cepoud.

I11. Tenvti-moougpuxkamopet, kodupyrouwjue Oeaku, HNpUHUMArOWUe Yyyacmue

8 cueHanvroil mpaucdykyuu, penapayuu IHK, peeyaayuu memaboauzma

U UOHHO020 eomMeocma3sa:. reMoxpomaTto3accoimupoBaHHblii reH (HFE),

PeryJIsITOphI conepKaHus Kajablius U MOHHBIX KaHalioB (PLN, SCN5A),

Oenok-1anepoH TerioBoro 1moka (BAG3) u ap.

Cuwuraercs, uro npumepHo 40% cemeiinbix ciydaeB JIKMII umeror rep-
BUYHYIO MOHOTeHHYI0 ocHOBY (Hershberger R.E., 2013). Yale Bcero MoHOreH-
Hble (popMbI 3a00J1€BaHMsI HACIEAYIOTCS MO0 ayTOCOMHO-TOMUHAHTHOMY THUITY
(74—80%) ¢ HemoJHOI TIEHETPAaHTHOCTBIO, 3aBUCSILEH OT Bo3pacTa. Ha mosio
ayTOCOMHO-PELECCUBHBIX (hOpM MPUXOAUTCS OKojJo 16% Bcex ciydyaeB
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Taomuna 2.17. ['eHbI, OTBETCTBEHHBIE 32 MOHOTEHHYIO TUIATALMOHHYIO KapaHMOMHO-
MaTUIO U MX KJICTOYHBII KOMITOHEHT

Mpennonaraemblit BKﬂ?n
y nauuentos ¢ AKMI
Ten Benok ®yHKuMA 1 theHoTUNKYECKNE
KOMMEHTapuu
Capkomep
MYH7* Mwno3sun-7 (Taxenas CokpatugeHue MblLL Heyce4eHHble BapUaHTbI:
uenb b-mnosmHa) 5%
TNNTZ* TponoxuH T, cepaeyHas CoKpaLLgHue MbiLli HeyceyeHHble BapnaHTbl:
MbILLILA (TPONOHUH T2) 3%
TTN** TUTHH MonekynspHas npyxuHa/ YceyeHHble BapUaHTl:
nojzepxxka CTpyKTypbl 15-25%
cakpomepa (coeanHser
CBO6O/HbIE KOHLbI MU031-
HOBbIX HUTEN C Z-NINHWEN)
TPMT* o-1-Llens TponomuosuHa | CokpatleHne Mol <2%
MYBPC3 Mn03NHCBA3bIBAKOLLNIA CoKpaLLeHue MbiLwL, 'nasHbIi red TKMIT;
C-6enok, cepfie4HbIn Tin npegnonaraemas cBssb
¢ [IKMT Tenepb MeHee
BEPOSITHA B CBETE aHHbIX
06 U3MEHEHUSIX YNCTIEH-
HOCTM HaceneHus
TNNCT TponoHuH G, MeaneHHble CoKpalLieH1e MbliLuL MyTauum, Takxe cBA3aH-
CKEJIeTHbIE 1 CepeyHble Hble ¢ TKMI
MbILLILLbI
TNNI3 TponoHuH |, ceppeyHas CoKpaLLeHue MbiLL, MyTauun, Takxe cBA3aH-
MblLLILIA Hble ¢ TKMI
myL2* PerynatopHas nerkas Perynauns akTuBHOCTH MyTaumm, Takxe CBA3aH-
Lienb MUO3MNHA 2, Xe- MU03UH-ATDasbl Hble ¢ TKMI
nyaoykoBas/cepaeyHas
MblLUeYHas n3odopma
FHOD3* FH1/FH2-coaepxatumit OpraHu3aums capkomepa
6enok 3
Lintockenet
DES Necmun CBs3bIBAET COCEHMNE <1%
MUOUOPUNNLI, COEANHSAN
Z-ANCKU/MOAaepX1BaeT
CTPYKTYPHYIO 1 MeXaHuYe-
CKYHO LIeMOCTHOCTb KNETKMN
BO BPEMsi COKpaLLieHunst
DMD JucTpochuH Mpeo6pa3oBaHue COKpaT- | Y NaLmeHToB ¢ Auc-
TESIbHOIA CUbl TpodhmHonaTUsIMu.
X-CLennieHHbInA
VCL BuHkynuH KnetoyHo-marpuyHas
11 MEXKNETOYHas afreauns

3neco u ganee: JJKMIT — quiararimoHHast KapaHOMUOTATHSI
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IIpodoaxncenue madauywr 2.17

Mpeanonaraemblit BKNag
y nauuentos ¢ AKMI
e benok OyHkums 1 heHoTUNHYECKHE
KOMMEHTapum
SAnepHas 06onoqka
LMNA* Mpenamuu — A/C CTpykTypa sifepHoil Mem- | 4%
6paHbl
MurtoxoHgpwansHas
WWTR1 Tahasann (WW-gomeH- AccounnpoBsaH ¢ CUHAPO-
(TAZ) COZePXaLLMiA TpaHCKpUN- mansHorn OKMIT (Hanpu-
LIMOHHBIN PErynsTOpHbIN mep, cuHapom bapra).
6enok 1) X-CLenneHHbIi
CnnaiicomHas
RBM20 PHK-cBs3biBaroLLmit Perynupyet cnnaicuHr 2%
6enok 20 CEpPAEYHbIX FeHOB
Capkonnaamarnyeckuii peTukyaym
PLN CepaeyHblit dhoco- Kanbuuesblit perynatop <1%
nam6aH capKonnazmaTnyeckoro CBSI3aH C apUTMOTreHHbIM
PETUKYNyMa; UHrnéupyet | peHoTnom
Hacoc SERCA2a
JlecmocomHas
DSP* [ecmonnakux [1eCMOCOMHbI COeMHM- | YCeYeHHble BapuaHTbl: 3%.
TeSIbHbINA 6e510K CBf3aH C apUTMOreHHON Kap-
auomuonartueit MK n JDK
DSC-2* [lecmoKonnH-2 [1eCMOCOMHBI COeANHM- CBf3aH C apUTMOreHHON Kap-
TeNbHbINA 610K nuomuonaruein MK un JHK
DSG2* [ecmorneunt 2 [1eCMOCOMHbI COeANHM- (CBfi3aH C apuUTMOreHHON Kap-
TenbHbIA 6€N0K avomuonaruen MK n JHK
PKP2* lnakocunuH-2 [lecMOCOMHBIii coeanHn- | GBSI3aH C apUTMOreHHOM Kap-
TeNbHbI 6e10K anomuonaruein MK n JHK.
HepaBHue nccneaoBaHns
CTaBAT N0J COMHEHE y4a-
ctue B KM
JUP [nakorno6uH [1eCMOCOMHbI COEANHM- (CBfi3aH C apuUTMOreHHON Kap-
TeNbHbIN 6€10K avomuonaruen MK n JHK
VoHHbIe KaHasbl
SCN5A o-CyobeauHuLa Hatpue- | O6ecneynBaeT BXoaawmn | <2%.
BOr0 KaHana 5 HaTpUeBblil TOK CBSi3aH ¢ npeAcepaHbIMY
APUTMUAMI 1 HApYLLIEHUAMN
nposogumocTun. Accounauus
¢ OKMIT npu oTcyTcTeum
cerperauun MeHee cuilbHa
B CBETE [JAHHbIX O Bapuauun-
SX B NOMyNALMM
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IIpodonxcenue madauywr 2.17

Mpeanonaraemblit BKNag

y nauuentoB ¢ JIKMI
Fen Benox DyHxing 1 heHoTUNNYECKue
KOMMEHTapHu
Z-auck
FLNC* ®unamuH-C QO6ecneyeHne CTPYKTYpHOIA
LienoCTHOCTI MUOLNTA;
CBA3bIBAET COCEAHME Cap-
KOMepb! ApYT C [pYroMm,
CLUMBAET aKTUHOBbIE (puna-
MEHTbI 6eJ1K0B
NEBL He6ynett CBA3bIBAETCA C aKTUHOM
11 UrPaeT BXKHY'0 PONb
B cOOpKe Z-Amncka
NEXN HekcunuH KoaupyeT HUTEeBUAHbIN aK-
TUH-CBA3bIBAOLLNIA GENOK
CSRP3 LlncTenH n rnuumH-60ora- YyBCTBUTENBHOCTb K MeXa-
Thiit 6€010K 3 HUYECKOMY PaCTSHKEHNIO
TCAP TeneToHnH YyBCTBUTENBHOCTb K MeXa-
HUYECKOMY PaCTSXKEHNIO
LDB3 LIM-gomeH-cogepxalynit | CTpyKTypHas LieNoCTHOCTb AccounnpoBsaH ¢ PeHoTH-
6enok 3 Z-nucka namn HEKOMMAKTHOr0 MU0~
Kapza neBoro Xenyno4ka
CRYAB Anba-kpuctaniam Benok Tennosoro Lwoka
B-uenb
Hpyrne
BAG3* Perynsrtop cemeicTsa VHrmbupyet anonTo3
MOIEKYNSPHbIX LWanepo-
HOoB BAG 3
ANKRD1 benok, cogepxatynit Koaupyet CARP, KonHru- <2%
[OMEH aHKMPUHOBOTO 61TOP TPAHCKPUMLWN
nostopa 1
RAF1* RAF npoTooHKOreHHas MAP3-KnHasa, 4acTb ~9% B [IKMI ¢ getcTBa
CEPWH/TPEOHUH-NPOTe- CUTHaNbHOro Kackaaa Ras- (omHO nccnefoBaxne)
VHKI1Ha3a MAPK
TPaHCKPUNLNOHHbIE (haKTOPbI
PRDM16* PR-0OMEH LMHKOBbIX TpaHCKPUNLMOHHBIN MyTaLum BbI3bIBAIOT

nanbLes 6enka 16

thaktop

KapaMoMUonaTuio npm
CUHAPOME feneunn

1p36; TaKkxe CBA3aHbI

¢ M30N1MpoBaHHoIA [IKMI
1 CUHAPOMOM HEKOMMAKT-
HOr0 MUOKapAa N1eBoro
Xenyaouka
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Oxonuanue mabauywt 2.17

Mpeanonaraemblit BKNag
y nayuenTos ¢ KM
en benok OyHkums 1 heHoTUNUYECKHE
KOMMEHTapum
TPaHCKPUNLNOHHbIE (haKTOPbI
ZBTB17* LinHkosbIi nanew n BTB- TpaHCKPUNLNOHHBIN
[IOMeH, cofepxxaliuin thaktop
6enok 17
TBX5* T-box TpaHckpunumnoH- TpaHCKPUNLNOHHBIN Accounnpyetcs ¢ BpOX-
Hblin (hakTop TBX5 thaktop JEeHHbIMW NOPOKaMu Cepa-
1a; Takxe cBa3aH ¢ KM
Y B3pOCHbIX
NKX2-5¢ [oMe060KCHbI 6e510K TpaHCKPUNUUOHHDIIA Accoumnpyercs ¢ BpOX-
Nkx-2.5 thaktop [EHHbIMW NOPOKaMu Cepa-
ua; Takxe ceszad ¢ AKMI
Y B3pOCbIX
GATA4* ®akTop TpaHckpun- TpaHCKPUNLMOHHbIN CBsi3aH co cnopagnyeckon
unn GATA-4 (GATA- thakTop 11 CeMeiHOi hopmamu
CBA3bIBAIOLLMI 6ENOoK 4) OKMMN
TBX20* T-box TpaHcKpuNLUMOH- TpaHCKPUNLMOHHbIN Accouumpyetcs ¢ BPOX-
Hblil (hakTop TBX20 thaktop JIEHHbIMW NOPOKamMu Cepa-
1a; Takxe cBa3aH ¢ KM
Yy B3POCIbIX

IIpumeuanue. Conepxkanue Tabnuiibl anantupoBano u3 Hershberger et al. (2013) u Walsh et al.
(2017). BbiaeneHbl reHbl ¢ Haubosiee YOEAUTEIbHBIMU J10Ka3aTeIbCTBAMM, CBSI3bIBAIOILIMMU
ux ¢ JKMII (oTMeueHbI 3Be3104YKOI) MU C CAMBIMU TMOCIEIHUMU MACHTU(MULMPOBAHHBIMU
reHamu ¢ 2011 r. (OTMeUEHbI 3HAKOM Xella).

HacnencreeHHol JIKMII. B Oosnee peakux ciydasx BO3MOXHBI cydyau Ha-
cJIeoBaHusl, CLEIUIEHHOTo ¢ X-xpoMocomoii (2—5%). Takxke coobianoch
0 MUTOXOHIPHUAJIbHOM HaC/IeJOBAaHUHU, OCOOCHHO B IEAUATPUIYECKUX ITOITY-
nsauusax (Mestroni L., 2014).

Myranum capkoMepHbBIX 0eJIKOB 4acTo accouuupoBaHbl ¢ JIKMII, uro
[MO3BOJISIET MPEAIIONIOXUTH OOLIHOCTh MTATOINeHETUYECKUX MEXaHU3MOB, Jie-
xkamwmx B ocHoBe JIKMIT u 'KMII. Ilepseim 'KMII-reHom, accouumupo-
BaHHbIM ¢ JJKMII, Obl1 cepneuHblii aKTUH. AKTUH CBSI3BIBaeT capKomep
C LIUTOCKEJIETHBIM ariapaToM, BOBJIEKAsICh KaK B T€HepalLuio, TaK U B Iepe-
Jady CUJIbl COKpalleHus. BciencTBue 3TOro OH CTaj I'eHOM-KaHIUOAaTOM
711 000ouX 3a00JIeBaHMIl, HECMOTPSI Ha HM3KYI0 YacTOTy MyTalMil aKTUHA
npu JKMII. JpyrumMu yacTbIMU TeHaMU, UASHTU(ULIMPOBAHHBIMU B 3TOM
IpyIIie, BEICTYIAIOT cepaeYHble M30(hOPMbI TPOIIOHMHA.

Bonbiioe pa3zHooOpa3ue reHOB M OTCYTCTBME YaCThIX MyTalldii CTau
NpUYMHAMM TOTrO, YTO reHetuueckasi crpykrypa JKMII mano m3ydanach
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U JOJIM MyTalluii B KaXIOM I'eHe He ObLIM olpeaeieHbl. TONIbKO ¢ pa3BUTHU-
€M METOIOB CEKBECHMPOBAaHUSI «HOBOI'O IOKOJICHUSI» (aHIJI. next-generation
sequencing, NGS) cTajqu MpoBOAUTHCS IMO-HACTOSIILIEMY MaclUTaOHbIC Te-
HETUYECKHE HCCIeAoBaHUs 3Toro 3abojeBaHusi. CoBceM HEOAaBHO TEXHO-
soruu NGS caenanu BO3MOXHBIM U3ydeHUe ruraHTckoro reHa 77N (co-
Jepxaiiero 363 sK30Ha) B OOJIbIIMX KOropTax. DTO IPUBEJIO K OTKPBITHIO,
YyTO yKOpouyeHHbIe BapuaHThl B TTN (TTNtv) oOHapyXUBaIOTCS MPUMEPHO
B 15—25% cnydaeB IKMII (Herman D.S., 2015). /1o BHeApeHUs] METOA0B
NGS ren TTN usyuaics ciabdo B cBsI3U ¢ ero pasmepamu. I'en TTN xonupy-
eT ruranTckuit (2,5—3,7 M/la) capKoMepHbIii TPOTEUHOBBIN (DUIAMEHT —
TUTMH, HEMNpPEepPBIBHO IIPOCTUPAIOIIMICS Ha MoJicapKkoMepa OT Z-auckKa
10 M-JIMHUM U COEIMHSIOIMII CBOOOMIHBIC KOHIIbI MMO3MHOBBIX HUTEMH
¢ Z-nuHueit. Takum oO6pa3oM, TUTUH OTBEYAET 3a PacrojoXeHUe MUO3U-
HOBBIX (DMJIAMEHTOB B LIEHTPE capKoMepa U PeryjupyeT pacTsKeHUe cap-
KoMepa dosiee yeM Ha 4 Mkm (Granzier H., Labeit S., 2002; Gregorio C.C.
et al., 1999).

CyOcTpaToM JJis TUTMHA CIIYXKUT TeJIeTOHMH — HeOOJbIIol 0eJIoK, pac-
roJjiaraloluiics B Z-auckax capkoMepa, riie OH IEUCTBYET KaK YIIpaBUTE/Ib
cOoOpKkM capkoMmepa, obecreuuBasl MPOCTPAHCTBEHHO-OPUEHTUPOBAHHBIC
CaliThl CBSI3bIBAHUS IJIs1 APYTUX capKoMepHbIX OenkoB. Ilocie akTuBaluu
(bochopunupoBaHus U CBSI3bIBAaHUS KaJblMsl/KaIMOIYIMHA) TUTUH (oc-
¢dopunupyer C-KOHLEBOI IOMEH TEJeTOHMHA B CTaauu paHHel auddpe-
PEHLMPOBKU MUOLIMTOB. TeneToHuH Komupyetrcss reHom TCAP, myrauuu
KOTOPOTO IIPEICTABIISIOT COO0I 0YeHb PEAKYIO IPUYMHY IMJIaTalluu U Cep-
JIEYHOI HeTOCTAaTOYHOCTHU (CM. Tab. 2.17).

M3BeCTHO HECKOJIbKO IF€HOB, KOAMPYIOIIMX OEIKM LIMTOCKEIeTa, MyTa-
LIMU KOTOPBIX MOTYT NIpUBOAUTH K pa3Butuio JKMII. Cpenn Hux Haubosee
pacmpocTpaHeHbl IeCMUH U AUCTpOoduUH (cM. Taba. 2.17). JleCMUH sSIBAsIETCS
MBIILIEYHO-CIIeHU(PUUEeCKUM OeJKOM KJjacca MPOMEXKYTOUHBIX (uiaMeH-
TOB LIMTOCKEJIETa U CIAYXUT Uil PUKcauuy M CTaOMJIM3alMu capKoMepa.
OH OKpyXaeT Z-IUCKU U COeIUHSIET MexXAy coboii Muoduobpumibl. Takxke
OH 00pa3yeT CBA3b MEXIY aKTMHOM U OUCTPOGUH-CaAPKOIJIMKAHOBBIM KOM-
rieKcoM. JIucTpoduH sBisieTcs: 00JbIIUM LIUTOCKEIETHBIM 0€JIKOM, YaCThIO
JIUCTPO(DUH-aCCOLMUPOBAHHOIO [IMKOIIPOTEMHOBOIO KOMILIEKCA, KOTOPbIi
BKJIIOYAET B ce0s1 TakKe CUMHTPO(PUH, KaBeONIMH-3, TUCTPOOPEBUH, CapKO-
CIIaH M HECKOJIbKO CYOKOMIUIEKCOB: QUCTPOIJIMKAHOBBIN (Q-AUCTPOLIMKAH
U B-IUCTPOIIMKaH), CapKOMIMKAHOBBINA (a-, -, Y- U O-CcapKOIJIMKaHBbI).
JuctpoduH-acCOUMUPOBAHHBIN TJUKOIPOTEMHOBBIN KOMILIEKC obecre-
YUBaeT TPAHCMEMOPAHHYIO CBSI3b MEXIy aKTMHOM, CapKOJIEMMOIl U BHeE-
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KJIETOUHBIM MATPUKCOM MUOLIMTOB uepe3 JIAMUHUH-02. MMeeTcst psin
SKCIEPUMEHTAIbHBIX MOJE/Ieil Ha MbIIIAX, MOPCKMX CBUHKAX, Ha KOTO-
pbIX, B YaCTHOCTH, IOKAa3aHa BO3MOXHOCTh MyTallMM I'€Ha CapKOIIMKaHa
(TpaHCMeMOpaHHBIN TJIMKONPOTEUH, (PYHKIMOHUPYIOLIMI B KOMILJIEKCE
¢ auctpoduHom). CKpUHUpPYS TeH AeibTa-capkoriukaHa (SGCD) ¢ momo-
mplo SSCP-ananu3a u npsiMoro cekBeHupoBaHus y nmauueHToB ¢ JKMII,
S. Tsubata upeHTHUGULIUPOBAT PsIA MyTalUi: 3-HYKJICOTUIHYIO NeJIeLUIO,
00YCJIOBIMBAIOIILYIO MOTepro Ju3nHa (238-i1 KOIOH), U MUCCEHC-MYTalIUIO
SER-151—-ALA (T-G) (Tsubata S., 2000). A. Sakamoto u V. Nigro paccma-
tpuBator JIKMII, Bbi3BaHHy0 MyTaimusiMu reHa SGCD, kak 3abojieBaHUe
LIMTOCKEJIETa U CAPKOJIEMMBbI.

C paszButueM aecMuH-o0yciaoBiaeHHbIX JKMII Takke cBS3bIBAIOT MY-
TalluM reHa a-, PB-kpuctauinHa (CRYAB). a-, B-KpuUCTa/UIMHbBI 00pa3yioT
PacTBOPUMBIE MYJIBTUMEPHI, KOTOPbIe (DYHKIIMOHUPYIOT KaK IIaIepoH, 00e-
crnieuynBast GOJAMHT U TPAHCIOKALUIO OSJIKOB.

Myranuu rena NEBL, xogupyioiiero HeOyJaeTT, ObUId UASHTUDUIIUPO-
BaHbl y nauveHToB JJKMII coBcem HenaBHO. CeMeCTBO aKTUH-CBSI3bIBa-
JOLIMX LIMTOCKEJETHBIX OEJIKOB HEOyJMHA BKJIIOYAIOT HEOYJIMH, HEOYJeTT,
N-RAP (cBsi3aHHbII ¢ HEOYyJIMHOM sIKOpHBIit 6e10K), LASP-1 (Lim u Src ro-
moJjioruu 3 (SH3) 6enka-1) u LASP-2 (Lim u Sh3 6enka-2/LIM-Nebulette),
BapMaHT cIulaiiciHra HeOyseTThl. OCHOBHOII IIpeICTaBUTE]b CEMEMCTBA,
JJUHHBIA HEPACTSKUMbBIN O0€eI0OK HEOYJMH, CBSI3aH ¢ Z-IUCKOM U UIET Na-
pajUleibHO aKTMHOBBIM (uiiaMeHTaM. Okosio 90% mepBUYHON CTPYKTYpPbI
HeOyJMHA COCTOUT M3 TPUMEPHO 35 OCTAaTKOB Q-CIUPATbHBIX JTOMEHOB,
KOTOpBIE 00pa3yIoT CyneproBTOpbl. Kaxkblii TOBTOp HEOY/IMHA CBSI3bIBACTCS
C aKTUHOM C BBICOKMM CPOJICTBOM, IIPHY 3TOM CYIIEPIIOBTOPHI HEOYIMHA COOT-
BETCTBYIOT apXUTEKTYPe TOHKOI HUTU C OMHUM KOMILIEKCOM TPOIIOMUO3UH/
TPOIOHUH Ha KaxIple 7 CyObeAMHUL] aKTUHA U B3aMMOJEHCTBYIOT C TPOIIO-
HUHOM T M TPONMOMMO3MHOM IO JJIMHE TOHKOM HuTH. [IpM pasHoro pona
MYTalLlMsIX B TeHe HeOyJnHa oOpa3oBaBIIMIICS OeJIOK JIMOO He CBSI3bIBACTCS
C aKTUHOM U TPOIIOMMO3MHOM, JIMOO CBS3bIBACTCS, HO HE BBINIOJHSIET CBOMX
(GyHKIUH B TTOJIHOM Mepe. B cBSI3U ¢ 3TUM BO3MOXKHBI Ae(heKThl MBILLIEYHOTO
cokpauleHust. YyieHbl ceMeiicTBa aKTUH-CBSI3bIBAIOIIMX IIUTOCKEICTHBIX
0OeJIKOB HEeOy/IMHaA colaepxKaT pa3IMYHOe KOJIMUYECTBO MOBTOPOB HEOYIMHA
U CBSI3BIBAIOTCS C aKTMHOM, HO B OCTaJIbHOM I'€T€POr¢HHbI B OTHOILIECHUU
pa3Mepa, nmaTrepHa aKkcrnpeccuu u ¢GyHKiuu. HeGyaeTT moxox rmo cTpoeHUIo
Ha obsactb C-KOHIIEBOU Z-JTMHUU HEOyIrMHA (COAEPXXUT 10 23 MOBTOPOB)
U cienrUIecK BoIpaxXeH B cepiie. YeTblpe reTepo3uroTHbIX MUCCEHC-MY-
tauuu (K60N, Q128R, G202R, A592E) ¢ pa3inyHbIMU MECTOIOJIOXECHUSIMU
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B npenenax reHa NEBL oblnu uaeHtuguuupoBaHbl y nauueHToB ¢ JKMIT
u otcyTcTBoBaiu y 300 aTHUYECKU MTOAOOPAHHBIX KOHTPOJIBHBIX CYOBEKTOB
(Purevjav E., 2010).

[Iarb GenkoB snepHoit MeMOpaHbl: JaMuH A/C, aMeprH, TUMOIIOATHH,
npeceHWIUH | u npeceHUanH 2 — accouunuponBaHbl ¢ JKMIT (puc. 2.11).
Myrtanuu reHa LMNA, xkogupytoiiero jaMuH A u C, 00yC/IOBIUBAIOT CaMblit
YacThlil ayTOCOMHO-AOMUHAHTHBIN BapuaHT JIKMII, cBs3aHHOiI1 ¢ MyTaiu-
SIMU TE€HOB O€JIKOB s1iepHOI MeMOpaHbl. C ITOMOIIbI0 OCHOBHOTO JOMEHA Ja-
MMHBI (DOPMUPYIOT AUMEP U B3aUMOACICTBYIOT C XPOMAaTUHOM U C APYTUMU
KJIIOUeBBIMU OeIKaMU BHYTpEHHEN sinepHoil MeMOpaHbl. I'en LMNA Takke
CBSI3aH C MBILLIEUHOM nuctpodueint Dmepu—/Ipeiidyca.

—_—

—_——

—

Meiuesbie =

BOJIOKHa - —
NecMunH

Puc. 2.11. Cxema 6eKOB JJaMMHa W leCMUHA, Konupyemblx reHamu LMNA n DES
COOTBETCTBEHHO

JKMII moxkeT Takxke pa3BMBATbCsl BCIEICTBUE MYyTallMil T€HOB, KOAW-
pyIoLIUX O€JIKY MIOTHBIX LIEJeBbIX KOHTAKTOB, KOTOPbIE SIBJISIOTCS KOMITO-
HEHTaMM MaKpOMOJIEKYJISIPHOTO KOMILJIEKCa, COSAMHSIOEro LUUTOCKEeT
COCEeIHMX KJIEeTOK. MeTaBUHKYJIUH SIBJISIETCSl pe3yJIbTATOM MUOKapA-CIIelM-
¢umuHOTO crutaiicmHra reHa BuHKyJWHaA (VCL). OH B3aMMOICUCTBYET
C O-aKTUHMHOM JJIsl COeIMHEHUs LIMTOCKEJIeTa C CapKOJEMMOM Ha ypOBHE
IUIOTHBIX 1LI€JIEBBIX KOHTAKTOB, YYaCTBYsI, TAKMM 00pa3oM, B IPOLIECCE MEX-
KJIETOYHOM anre3uu. Y manyeHToB ¢ MyTauusiMu VCL HaGmonaeTcs Hapy-
LIEHME MPOLIECCOB B3aMMOAEHCTBUSI METaBUHKYJIMHA U aKTHUHA.
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bty uaeHTUhULIMPOBaHbI TAKXKE HEKOTOPBIC TeHbI, KOAUPYIOLINUE pa3-
HOOOpa3HbIe MO CTPYKTYpe U (PYHKLIMU OCJIKU, HE OTHOCSIIMECS HU K Oe-
KaM IIMTOCKeJieTa, HA K CApKOMEPHBIM OeJIKkaM, MyTalluu B KOTOPBIX MPU-
BoIAT K pa3Butuio penkux dopm AKMII. Dtu reHeTHyeckue BapUaHThI
BKJIIOUAIOT B c€0sl HE TOJBKO CTPYKTYPhI, BOBJICUCHHbIC B KOHTPOJIb Iepe-
nayu cuiibl cokpaiueHus (DSP), 6enku-manepoHsl (CRYAB), HO TakKe pe-
IYJIATOPBI CKOpOCTH roTpediaenns Ca’* cepaeyHbIM capKOILIa3MaTUYECKUM
peTuxyiymoM (bochoaaMbaH) U CyObeIMHUILIBI TPAHCMEMOPaHHBIX MOHHBIX
kaHanoB (ABCCY9, SCN5A). TlocnenHee HaOm0neHUE HENTABHO OBLIO TOJ-
TBEPKICHO ABYMsI HE3aBUCUMbIMU UCCICIOBAHUSIMU, B KOTOPBIX B 6 CEMbSIX
¢ IKMII, cepmeuHoit HenocTaToOuHOCTHIO U PIT OB OOHApPYKEHBI MyTa-
1y reHa SCNSA, KOOUPYIOLIEro o-CyobeIMHUILY CepIeUuHOro HaTPUeBOro
kaHana. BeisiBieH psin apyrux dopm JIKMII, Takux kak aHOMaauu MUTO-
XOHJIpUAJIbHON (PYHKILIMU, BCAESACTBME MyTallMii MuToxoHapuanbHoit JJHK,
MyTallMU B MeTa0OIMYeCKUX OEJKOBBIX FeHaX, B OCOOEHHOCTH TeX, KOTOPbIe
CBsI3aHbI C MEXaHU3MOM OKUCJICHUS XKUPHBIX KUCJIOT, KaK, HallpuMep, TeHbI
anetunaerunaporeHassl (MCAD, LCAD, VLCAD), sBasiioniydecsl BaKHOM
MPUYMHON KapaMOMUOMNATHM.

Onucanbl Takxke popmbl JIKMII, cuernyeHHble ¢ mojaoM. OnHa U3 HUX —
cuHapoM bapra — pa3BuBaeTcsl B 1ETCTBE, MPOSIBISIETCS TaKKe HEUTPOIIEHU -
eli, MUoIaTueit, 3aMeIJIEHHBIM POCTOM, alluaypureii. bobHbIE yMUPAIOT paHo,
Hepenko ot cencuca. [Ipu cunapome bapra 3auHTepecoBaHHbIl reH (TAZ)
HaxXOAUTCs Ha IUIMHHOM IL1edye X-xpomocoMmbl — Xq28 (Gedeon A.K., 1995).
DTOT TeH coCTOUT U3 11 3K30HOB U 3KCIPECCUPYETCST HA BLICOKOM YPOBHE
B CEpACYHON U cKeJleTHOI MycKynaTtype. ['eH TAZ nocpeacTBoM MexaHU3Ma
aJbTePHATUBHOIO CIUIaliCMHra KoaupyeT 0e10K Tada33uH, BXOASIIIUIA B CO-
CTaB CTPYKTYPHBbIX 0ei1kKoB MemOpaH. I'eH Tacdasuna (reH TAZ) Bmocien-
cTtBuM HazBaH reHoM G4.5 (D’Adamo P., 1997).

Hpyrass ¢opma JKMII, cuemnjeHHass ¢ mojoM, BO3HUKAaeT B Ooiee
3pesioM Bo3pacTe (MHOTAA Y MOJOIBIX MYXXKUMH) M OBICTPO IPOrpeccupyer,
OOBIYHO C MOBBILLIEHUEM KpeaTUuH(OC(HOKMHA3BI U HETSIKEI0 MUONaTUEI.
VYcraHoBieHa cBs3b 2ToM (opMbl ¢ Xq21 B Jokyce auctpoduHa. B mo-
MOJIHEHUE K 3TOMY OBLIO BBISIBJIEHO OTCYTCTBME WJIM HU3KOE COAEpKaHHUe
Oenka gucTpodrHa B MUOKapAe y TeX XXe OOJbHBIX, a TaKKe CHUXEHHOE
comepxaHue 156 kD rimkornpoTenHa, acCOLMUPOBAHHOIO ¢ AUCTPOMUHOM
(o-aUCTpOranKaH).

OtaenbHyto rpyniy cpean HacaeactBeHHbIX JIKMIT cocraBsior 3aboie-
BaHMsI, 00yCJIOBJIEHHBIE MyTallusIMK B MuToxoHapuanbHbiXx JIHK (7,7—10%
cayyaeB). CooOllieHre 0 MyTalluu B reHe TAZ B ceMbe CO 3710KaueCTBEHHOM
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(opMoii MMOMaTHM, KOCETPerMpoOBaBILeiicss ¢ X-CLEIUICHHBIM TUIIOM Ha-
clienoBaHusl, CTajlo MOATBEPXKIASHUEM TOro, 4To JaHHbINA BapuanT JKMII
SIBJISIETCS aJUIeJIbHBIM 3a00JieBaHMEM I10 OTHOILEHUIO K cuHapoMy bapra.
Eme oauH ajuleNbHbI BapuaHT 3a00JieBaHUSI, acCOLMUPOBAHHBIA C Te-
HoM TAZ, — HeKOMITaKTHbII Muokapy JIZK.

Hecmotpst Ha OGonblioe pa3HooOpasue reHoB, cBs3aHHbIX ¢ JIKMIT,
HauboJjIee JOCTOBEPHBIMM SIBJISIIOTCS JOKA3aTeIbCTBA YYaCTUSI CAPKOMEPHBIX
reHoB: MYH7 (KOTOpblii KOAMpPYET TSDKEIylo 1Lienb (B-muosuHa), TNNT2
(koTopblii KonupyeT TponoHUH T2) u TTN (kKonupyloluii TUTAUH) U TeHa
LMNA, xonupytoiiero 6enok siaepHoii obosiouku. HenaBHuil KpynmHoMmac-
IITAOHBII aHAIM3 PEIKUX TeHETUYECKUX Bapualvid B clydasix KapaAuOMUO-
IaTUM II0 CPABHEHUIO C HOPMAaJIbHBIMU BapvalUsIMU B ITOIYJISILIUUA TaKXKe
MO3BOJIMJI MONY4YUTh TpenactaBiecHue o reHetuke JKMII. B ucciaemona-
HUU IPOBEPSUIOCH U30LITOYHOE KOJIMUYECTBO PEAKMX BApUAHTOB B 46 reHax,
cekBeHUpoBaHHBIX B 1315 cnywyaeB JIKMII nmo cpaBHeHUIO ¢ Oosee uem
60 000 sTtamoHHBIX 0oOpa3suoB Katajora EXAC (anrn. Exome Aggregation
Consortium — MPOEKT MO CEKBEHUPOBAHUIO SK30MOB). YceueHHbIe BapuaH-
Tbl B TTN Obl11 Hauboiee pacnpocTpaHEeHHBIM peakuM BapuaHToMm JJKMII
(14,6%) (Walsh R., 2017). Hab6atonanoch yMepeHHOE CTATUCTUYECKU 3HAYM -
Moe oborailleHue Tojbko B 1iectu npyrux reHax (MYH7, LMNA, TNNT2,
TPM1, DSPu TCAP) (cM. Tab6a. 2.17). OcHOBBIBasICh HA UMEIOIIMXCS TaH-
HbIX, TeH RBM20 Taxxxe, BepOsITHO, OKaXeTCsl 3HAYMMbIM TeHETUYECKUM
nedexkrtoM. 'en RBM20 xoaupyeT 0eJIOK CIUIalicOCOMbI, KOTOPBIN peryiu-
pyet crnaiicudr npe-MPHK mnst MHorux reHos, Bkmouass TTN, mosTomy
BapMaHThl B 3TOM IreHe MOTYT UMeTh ocoboe 3HayeHue ajst JJKMIT kak uzo-
JIMPOBAHHO, TaK Y B KOMIUIEKCHOI retepo3urotHoctu ¢ TTN.

BonvmmucerBo JIKMIT-accounmpoBaHHBIX TeHOB UTPAIOT BaXKHY10 (PU3NO-
JIOTUYECKYI0 pOJIb B IMOMIACPXKAHUU (POPMBI, MEXaHUUYECKOM YCTOMYMBOCTU
1 MOP(MOJOTUYECKON LETOCTHOCTU KJIETKU. byayuu CBSI3aHHBIM C JI€CMOCO-
MaMU U (QUKCUPYST BHYTPUKJIETOUHbIE CTPYKTYPBI, LIMTOCKEJICT B 3HAYUTEJIb-
HOM CTEIIEHM OIIpeAe/sieT CTaOMIBHOCTD KJIETKU, TAKMM 00pa3oM y4acTBYsI
B obecrieueHUN (PYHKIUM MEXKIETOYHbIX KOHTAKTOB. IlaTtoyorust capko-
MEPHbIX OEJIKOB U, BO3MOXHO, MUTOXOHApuanbHoit JIHK MoxeT npuBoauTh
Kk JIKMIT nyrem HapylleHUsI CITOCOOHOCTHY e HEPHUPOBATh CUJTY COKpPAIEHUS.
VYuureiBasg BaxkHy10 pusznoaornyeckyro poab JJKMII-acconmmpoBaHHBIX Te-
HOB, HEYIUBUTEIBHO, YTO UX MYTallUX YaCTO IPUBOIIT K OYCHD TKEJIOMY
(beHOTUITY C MYJIBTUOPTAHHBIM ITOPAKEHUEM.

MonorenHble ¢opmbl JIKMIT xapakTepusyloTcss paHHUM Je0I0TOM,
OOBIYHO B 2—3-i1 IeKaae XKU3HU, U TSKEJbIM TeUeHUEM, YacTO 3aKaHYMBalO-
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LIMMCSI BHE3aIHbIM JieTaJbHbIM McxonoM. Haubosee TsoKenbIMu SIBISIIOTCS
BpoOXIeHHBIe U aeTckue opmbl 6onesHu. JIKMII ¢ ayrocoMHO-g7OMUHAHT-
HBIM HacJienoBaHMEeM BO3HMKaeT yalle B Bo3pacTe 30—40 neT u nposBisieTcs
MPOrpecCUpyoLIeii cepaeuHoi HeAOCTaTOUHOCThIO U apuTMUsIMU. Pa3zButue
CUMMNTOMATMKM Yallle MOCTeleHHoe. MHorue malueHThl He TIPeabsBIIsI-
0T HUMKaKUX Xajo0 B TEUCHME MIMTEJbHBIX MEPUOAOB BpeMEHU (MeCsLIEeB
u naxe jet). Y takux goaeit JIKMII MoxeT BbISIBASTLCS JIMIIb Ha TTO3IHUX
aTanax, Npyu pa3BUTUN KIMHUYECKUX MPOSIBICHUI CEPICUYHON HET0CTaTOu-
HocTH. Y yactu 60abHbIX JIKMIT BbISBASIOT cydyaiitHO, HAITPUMEDP Kapauo-
METaJIMIO BBISIBJISIIOT MPU MPOBEACHUM PYTUHHOTO PEHTTEHOrpaduyecKoro
HCCeIOBaHMSI OPTaHOB IPyAHON KiIeTKU. B mocnenyromem aunaramus JIZK
U YMEPEHHbIE KJIMHUYECKUE TTPOSIBICHUS CepACUHONM HETOCTaTOYHOCTU MO-
TYT IIPOTPECCUPOBATb.

ITpuunHO 3HAYUTETBLHOI JOAM ayTOCOMHO-TOMUHAHTHBIX (hopm JIKMIT
SIBJISIIOTCSL MYTallMMd B Te€HaX, KOAMPYIOLIMX CTPYKTYpHbIE O€JIKH, KOTO-
pble obecreynBaloT MPaBUIbHYIO JOKAJIM3ALMIO Pa3IUYHBIX BHYTPUKICTOY-
HBIX KOMIIOHEHTOB JIPYT OTHOCUTEJIbHO ApPYyra U OTHOCUTEIBHO KJIETOYHOW
u anepHoii MemopaH. JIKMII, cBsizaHHast ¢ MyTalLlMsSIMU B TeHAX CTPYKTYPHBIX
0€eJKOB, KIMHUYECKU MPOSIBISICTCS CUMIITOMAaMM XPOHUYECKON CepAcUHOM
HenoctatroyHocTu (XCH), TsKecTh M OBICTpOTa pa3BUTHUSI KOTOPOI MOXET
OBITh CBSI3aHA C TUIIOM HAaCJIEAOBaHUSI, a TAKXKE C XKM3HEYTPOXKAMOIIUMU Ha-
PYLIEHUSIMU PUTMa U TTPOBOAMMOCTH.

®opmer IKMII, accoumupoBaHHBIE ¢ MyTalMsIMUA OEJIKOB SIIEPHOMR
000JI0YKH, OTJIMYAIOTCSI HEOJAronpUsITHBIM MPOTHO30M, OOYCIOBIEHHBIM
BbIcOKMM puckoM BCC u3-3a HapyluieHuid TpOBOAUMOCTU (SKM3HEYTpoOXKa-
fo1Me 6J10Kaabl) WK XKeJlynoukoBoii TaxuaputMuu (daranbhbie 2KT/DXK).
Mytauuu B reHax jgamuHa (LMNA) u amepuHa (EMD) neTepMHHMPYIOT
pa3BUTHUE HEYKJIIOHHO nporpeccupytouieii JKMII ¢ HapyieHussMu cepaed-
HOTO pUTMa MPU OTHOCUTEIBHO COXPAaHHOW COKPATUTEIbHOU CIIOCOOHOCTHU
muokapaa. IlpencraBisieTcsd 1efecooOpa3HbIM paccMaTpuBaTh OOJIBHBIX
¢ BepuGULIMPOBAHHBIMU MyTallUSIMU B TUX FeHaX KaK KaHAUWAATOB Ha UM-
mnanTtauuio MK/,

Heo6xoa1Mo OTMETUTD, YTO TOJILKO AJist MyTauuii BreHax SCN5SAu LMNA
OblJ1a MoKa3aHa HeOoJblIasi, HO CTaOMJbHO BBISIBIAsSIEMAasl OOJST MyTalMid
B ciydyae ocoboro kiuHudeckoro Bapuanta JJKMII, conpoBoxnaroiierocs
HapyueHueM AB-tniposenenus (5—10%). IlepBbiMu npusHakamu JKMII,
aCCOLIMMPOBAHHON ¢ HAPYLIEHUSIMU pUTMa U MPOBOAUMOCTH, KaK MPaBUIIO,
SIBJISIIOTCSI HApyLIEHUsI MPOBOAMMOCTHU, KOTOPBIE IMOCTEIIEHHO Iporpec-
CUPYIOT U 4epe3 HECKOJIbKO JIET MOTYT MPUBECTU K MoaHoil AB-Onokane.
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B ocHoBHOM 3a0oJieBaHME COIPOBOXIACTCS HAIXKEIyIOUYKOBBIMU W/WIIN
JKEJTIYIOYKOBBIMM HapyILIEHUSIMU puTMa. Jluiataiust Kamep cepiia OObIYHO
BBISIBJISIETCSI HECKOJIBKO I103Xe, CTeIIEHb €€ BRIPAXKEHHOCTU HE BCErna Ipo-
MOPLMOHAJIbHA HAPYIIEHUSIM ITPOBOIUMOCTH.

B nanbHeitiem nis nauueHToB ¢ JJKMIT ¢ myranueit reHa samuHa A/C
ObLIO JOKa3aHO OIIpeleisiollee 3HAaYeHUE MOJIEKYISIPHO-TeHETUYEeCKMX
MmeTonoB B cTtpatudukauuu pucka BCC (Barsheshet A., 2012; Moss A.J.,
Zareba W., 2002; van Rijsingen 1.A., 2012). Bt0 ObL10 CBI3aHO ¢ HaKOILIE-
HMEM HauOOJIbIIEro o0beMa JaHHBIX OTHOCHUTEJIbHO 3TOl T€HETUYECKOI
(hopmbr IKMIT no cpaBHEHUIO ¢ APYTUMU HACAEACTBEHHBIMU KapIUOMUO-
natusmu (Haas J., 2015). YuurtsiBas 3HauuMocth reHa LMNA B 310Kaye-
crBeHHOM TeueHuun [JKMII ¢ HapyleHUsIMU TPOBOAMMOCTHU, ITOCTEAHIE pe-
KOMEHIALUY BKJIIOYMJIY TTOATBEPKIACHHYIO ITaTOJIOTMYEeCKYI0 MyTall1Io reHa
LMNA B xauectBe nokasaHusi K uMmriantauuu MKJ y 6oasHoro JKMII
MpY HAIMYUKM KIMHUYEeCKUX (pakTopoB pucka. K dakropam pucka y maiu-
€HTOB ¢ MoATBepxXAeHHON MyTauueit LMNA otHocsT HeycToiunByio KT
BO BpeMsl amOyJaTopHoro MoHutopupoBaHus DKI', ncxoaHoe CHUXeHUE
DBJIK meHee 45%, MyKCKOi1 1101 1 HE MHCCEHC-MyTaluu (BCTaBKa, Jie-
JIeLMsI, YKOPOUeHMEe WM MyTalluM, BAMSIOIIME Ha MEXaHU3M CIUIaliCUHTra).

IIpungro cuurtarb, uro cemeiiHasg ['KMII sBasieTcs reHeTuuyeckoi 60-
JIe3HbI0 capkomepa, B To Bpems Kak JKMII — sTo 3aboneBaHue OeIKOB
nuTockeaeTa. OMHAKO ¢ TeUEHMEM BPEMEHM HaKallIMBaeTCs Bce OOJIblee
KOJIMYECTBO JAHHBIX, CBUIETEIbCTBYIOIIMX 00 OTCYTCTBUM KECTKUX TPAHUIL
B IIAaTOr€HE3¢ Pa3IMYHbIX TUIIOB KapAMOMUOIIATUI. YCTAHOBICHO, YTO MY-
TallMy B TeHaX, KOAUPYIOIINX HEKOTOPbIe CApKOMEpPHBIC OSJIKM MUOKapja,
MOTyYT NpuBOAUTH K pa3Butuio Kak 'KMII, tak u JIKMII. Bto oTHOCUTCS,
B 4aCTHOCTHU, K Tsikenoi ¢opme JJKMII, yacto conmpoBoxaarolieiics: cep-
JIEYHOM HEIOCTaTOYHOCTHIO C TPOMOO30M KOPOHAPHBIX apTepuil U BHe3all-
HOIT CMEpThI0, 00YCIOBACHHOM crienuUIeCKUMU MyTallusMu B reHe MYH7
(cm. Tabu. 2.16, 2.17). Y HekoTopbix nauueHToB ¢ JJKMII HaiineHbl MyTaluu
B Ir€He CepAeYyHOro MMO3MH-CBs3bIBatollero oeiaka C, 1eTepMUHUPYIOLIETO
I'KMII. MyTauuu B reHe TUTUHA Yallle MPUBOAIT K KJIMHUYECKON KapTUHe
He runeprpodudeckoii, a JIKMII, xapakrepusyroleiicss paHHUM Ae0I0TOM,
pacipeHureM nojoctu JIZK B moapocTKOBOM BO3pacTe U OCTAHOBKOIA cepii-
11a B TPETheii AeKae KU3HU. B KaXXmoM 13 TeHOB TPOIIOHMHOB HalICHbBI MY-
taiuu y 60apHbIX JIKMII ¢ cuHApoMOM BHE3aITHOI CMEPTU U PECTPUKTUB-
HOW (hOpMOIi ¢ AMACTONMYECKON NUuCc(hYHKIMEN, pacIIMpEeHUEeM TIpeacepaunii
0e3 nuaaTalum KeJayaoukoB. Y 00abHbIX n3oaupoBaHHoi [JKMIT HaiigeHb
MYTallM1 B TeHe a-aKTuHa. B 1esoM pazHooOpa3ue reHeTUYeCKuX BapruaH-
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ToB JIKMII Gonee Benuko nmo cpaBHeHuto ¢ 'KMII. lo cux mop ocraercs
HESICHBIM, I10 KaKOil IIPUYMHE pa3IMYHble MyTallul B OJHOM U TOM e TeHe
MOTYT TIPUBOAUTH K ABYM pasziudHbiM (eHotunam (JAKMIT u T'KMIT).
WUntepecHo, 4yTo B MoJeisax HokayTHbIX Mbliiieit ¢ JKMII-myrauusmu
reHa TsDKeJIbIX lieleid MMO3MHA OTMEYaeTCsl CHUKEHUE CHUJIbI COKpallleHus,
B To BpeMs kKak ' KMII-accouurpoBaHHbIE MyTallM1 YacTO BBI3bIBAIOT YCHU-
JICHME CUJIbl COKpalleHUsl. B KIIMHMYeCKOi MpakTUKe HEe TaK PEIKO MOXHO
Haomonath 6oabHbIX [ KMIT, KoTOphle mporpeccupyiot ¢ ucxogom B I KMIT.
Takum obpazom, HekoTopbie ciaydyau HKMIIT moryt mpeactaBisiTb coOOii
¢uHanbHyto craguio 'KMII. B pe3yabTaTe MOXHO TPEAIOI0XKUTh BEPOST-
HOCTb Pa3BUTUS Pa3INYHbIX KIMHUYECKMX ITPOSIBICHUIA, aCCOLIMUPOBAHHbBIX
C MyTallUsIMU CapKOMEPHBIX OEJIKOB MO TUIY «yTpaThl QYHKIIUW» U «IIPUOO-
peTeHust GyHKLIUU».

Xotenoch Obl ellle pa3 OTMETUTb KpaiiHe HeOJaronmpusITHBIA MPOTHO3
JAKMIT kak 3aboneBaHust B LenoM. [locie kimHuYeckoi MaHUdecTaluu
JAKMIT oObIYHO XapaKTepu3yeTcsl HEYKJIOHHBIM TMPOrpecCUpoOBaHUEM Cep-
JedHoil HegoctaTouHocTU. OKoo 25% GonbHbix JJKMII norubaior B Teue-
HME IIePBOro roja Mocje MOSBICHUS MEPBbIX CUMIITOMOB CEPACUYHOM HEI0-
cTaToYyHOCTH, 10 50% morubaioT B TeueHME IepBbIX 5 jeT. JunaTanuoHHas
KapIXOMUOIIATHsI 3aHUMAET IIEPBOE MECTO B UMCJIE IPUYMH TPAHCIUIAHTALIIA
cepaia. CBOeBpeMEHHOE TUAarHOCTUPOBAHKE ITO3BOJIIET KaK MOXKHO paHbIIIe
paccMoTpeTh Bompoc o moucke HLA-coBMecTUMOro noHOpa U, MO BO3-
MOXHOCTH, IIPEABOCXUTUTD CJIOXHYIO OIepalliio IOCTAHOBKOM CepIeYyHOro
PECUHXPOHM3aTOpa, a TakKe JaeT BO3MOXHOCTh IIPECUMIITOMATUYECKOM
U TIpeHATAJIbHOM IMAarHOCTUKU B OTSTOLICHHBIX CEMbsIX. YUMUTHIBAsI CKa3aH-
HOE BBbIIlIe, HEOOXOIUMOCTh PaHHE! AMArHOCTUKHU C IIOMOIIBIO MOJIEKYJISIP-
HO-T€HETUYECKUX METOIOB MCCJICIOBAHMS BPSI JIM BHI3BIBAET COMHEHUE.

HexoMnakTHbIii MHOKAPJ JIEBOTO JKeJIyI0YKa

B mnocienHee BpeMsi B CBSI3U C YIJIYOJIGHHBIM HCCJIEIOBaHUEM Cepila
JIMLL, HY>KIAIOIIMXCSl B TPaHCIUIAHTALIMK, BCE Yallle CTaau AMarHOCTUPOBaTh
HekoMmIakTHbI mMuokapa (HMJIK). HekommakTHbIN, WM «TyO4aThIii»,
muokapa JI2K — penkast KapamoMUOIIaTHsI, KOTOPask XapaKTepU3yeTcsl BblIe-
JISIIOLIMMUCS TpabeKyIaMU ¢ TIIyOOKHMM MEXTPaOeKyJIIpHbIMU JIAKYHAMU,
BBICTJIAHHBIMM 3HI0KApAOM (HEKOMITAKTHbIM CJIOi), C PE3KUM UCTOHYCHU-
eM UCTUHHON cTeHKU JIK (KOMMIaKTHBIN C/10i1) 1 COOTHOIIIEHUEM HEKOM-
MaKTHOI'O U KOMIAKTHOTO cJioeB 6osiee 2. B ocHOBe 3a00/ieBaHUS JICKUT U3-
MEHEHME eCTeCTBEHHOI'O X0/Ia 9HIOMMOKapAraIbHOro MopdoreHesa, Korua
HapylleHo (OPMUPOBAHME HOPMAJIbLHOIO MHOKapaa M3 3MOPUOHAIbLHOIO
ryb4yaToro, KOTOphIii Ha 3TOM 3Tare KpOBOCHA0OXAaeTCs U3 MOJOCTei cepaua.
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ITo naHHBIM pa3HBIX AaBTOPOB, PACIIPOCTPAHEHHOCTDh 3a00J1¢BaHUsI Bapbu-
pyet ot 0,02 no 0,24% B obwieii nonynsuuu. [o nanueiM C. Lilje u coasr.,
B nonyasuuu gereit ot 1 Mec no 17 net npusHaku HMJIK Obiiu oTMeueHbI
y 66 (1,26%) u3 5220 o0Gcaen0BaHHBIX.

HMJIK nmeeT nmperMyleCTBEHHO ayTOCOMHO-IOMWHAHTHBINA TUIT Ha-
clienoBaHusl, KOTOPbIit BriepBbie ObLT onucaH S. Sasse-Klassen v coaBT. nmpu
MyTalu XpoMocoMbl 11pl15. Onucanbl Kak ciopaguyeckue, Tak U ceMeii-
Hble (POPMBI TaHHO ITaTOJIOTUU.

YcraHoBeHa CBSI3b 3a00JIeBaHUsI C MyTALMSIMM B T'eHaX, KOIUPYIOIIUX
psil GEJIKOB MUTOXOHAPUAIBHbBIX, LIUTOCKEIETHBIX, CAPKOMEPHBIX U KJe-
TouyHbIX coenuHeHuii: ACTCI (aktuHa), MYH7 (TS>KenbIX 1iereil MUO31Ha),
MYBPC3 (6enka, cBsasbiBaroliero muosuH), TNNT2 w TNNI3 (tpormo-
HuHoB), TPM1 (tponiomuosuHa), TAZ (tacdazsuna), DTNA (nuctpodpe-
BuHa), CYPHER/ZASP (6enka Z-nucka capkomepa), LMNA (1amuHa),
DMD (nuctpocduHa). Pe3yabraTbl reHeTUUECKUX UCCIeI0BaHUI TTO3BOIMIN
AMepUMKaHCKOIl accouuauuu cepaua (aHria. American Heart Association)
B 2006 r. xiaccudunmponath HMJIDK Kak nepBUYHYIO KapAWOMHUOIIATUIO.
BMmecTe ¢ TeM MyTauuu reHOB, KOAMpPYIOIIUX capkoMepHbie 6enku (ACTC,
MYH7, MYBPC3, TNNT2, TNNI3, TPM1), moryT ObITh IPUYMHON pa3Bu-
s Hapsany ¢ HMJDK TKMIT, IKMIT u pecTpuKTUBHOI KapAXOMUOTIIATUH.
CyllecTByeT MHEHME, YTO pa3IMYHbie KapAMOMHUONATUU (PEHOTUIIMYECKU
MOI'YT IPOSIBJISITbCSI B BapUaHTE «HEKOMIIAKTHOIO MHUOKapaa». B moib3y
BTOr0 MPEICTaBICHUS CBUIACTEIbCTBYET OTCYTCTBUE CIELU(PUISCKIX TeHO-
¢enorunnyeckux accoumnanuii pst HMJK. TToatoMy B peKomeHAaLMsIX
EBporneiickoro obiectBa kapauoaoroB HMJIZK paccmarpuBaeTcst Kak «He-
Ki1accuduLrpyemasi KapauoMUOIATHUST».

B xnuHunueckux npossiaeHusix HMJIK nunupyer cienyloiast Tpuana:
CH, XenynoykoBble HapyLIEHUSI PUTMA U CUCTEMHBIC TPOMOOAIMOOIMUM.
Hannuue rny0oKMX MeXMBIIIEYHBIX TpaOeKysl oOpasyeT OyaronpusiTHbie
YCJIOBUS JJIsl 3aMEIJICHHOTO 1 TYpOYJIEHTHOTO IBUXKEHUSI KPOBU B HUX, YTO
cnoco0cTByeT (hOPMUPOBAHUIO BHYTPUKETYIOYKOBBIX TPOMOOB, 00YCIOB-
JIMBAET BBICOKYIO YaCTOTY TPOMOOIMOOJIMYECKUX OCIOXHEHMUIA U TpeOyeT
COOTBETCTBYIOIIEN MPOMUIAKTUKM B ciydyae UX BbIsIBIeHUS Ha DXoKI'.
ITpuuunoit BCC y 6onbHbix HMJIZK gBASIIOTCS KU3HEYTPOXKAIOLIME Ha-
pywenust putMa — KT n ®XK. I'maBHBIM NpeauKTOPOM BO3HUKHOBEHMUS
xusHeyrpoxatomux KT u pazsutus BCC sgBisieTcsl COCTOSIHME HACOCHOM
dbyukumu cepaua. CHmkenue @B 1o 30% cunTaercss KpUTUYECKUM, a IIPH-
coenuHeHue KimHnueckux npusHakoB CH yBennuuBaet puck BCC. DKI' —
HEIOCTaTOYHO YYBCTBUTEJIbHOE ucciaenoBaHue mis auarHoctuku HMIK
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U olieHKM nporHo3a BCC, Tak KaK OTKJIOHEHUE 3JIEKTPUIECKOI OCU cepLia
BieBo, Tureptpodus Muokapaa JIZK, pasauuHblie OJ0Kaabl JEBOil HOXKHU
nyuka I'uca (BJIHIII) — yacteie npusHaku JIKMIT u TKMII. UHTepecHo,
YTO MEXaHW3M HapyIIeHUs BHYTPUKEIYyIOUYKOBOM ITPOBOIMMOCTH OKOH-
YyaTeJbHO HE ycTaHOBJeH. I[IpUHSATO cYMTATh, YTO MPUYMHON KaK IOJHOM
AB-610kanbl, Tak u BJIHIIT ciykuT mporpeccupoBaHue 3HIOKapAuaib-
Horo ¢ubpo3a, a TaK Kak 3TV U3MEHEHUsT pa3BUBAIOTCS IIOCTEIIEHHO, Hapy-
LIEHUST IPOBOAMMOCTH Yallle HaOJII0JAl0TCsl Y B3pOCbIX nauueHToB. Takoke
4acTO BCTPEYAlOTCs MPU3HAKY MMOKAPAMAIbHON MIIEMUU C U3BMEHECHUSIMU
KOHEYHOI YaCTH XeJIyI0YKOBOI0 KOMILIEKCa.

ITpu BxoKI' 1 MPT MoXHO BU3yaau3upoBaTh IBYXCIONHYIO CTPYKTYPY
YTOJIILIEHHOM CTeHKU IperMyllecTBeHHO JIZK, MHOro4YuciIeHHbIe Ype3Mep-
HO BBIJAIOINIMECS TPAOEKYIbI ¢ TTYOOKUMU MEXTPaOeKyISIPHBIMU MPOCTPaH-
CTBaMU, He CBSI3aHHBIMM C KOPOHapHBIM KpoBoTokoM. B 2005 r. S. Petersen
M COaBT. MpeIJoXWIN Kputepuit mist auarHoctuku HMIK ¢ momolibio
MPT: cooTHolIeHHEe HEKOMITAKTHOTO K KOMITAKTHOMY MMOKAapAy NOJIKHO
ObITh OOJIbIlIe YeM 2,3 B T€YEHME OUACTOJIbI (4YBCTBUTEJIBLHOCTH — 86%,
crneuuduaHocts — 99%). IMo3nHee A. Jacquier ¥ coaBT. omucaayd APYroi
MMAarHOCTUYCCKUIA KPUTEpMil: Macca TpaOeKyJIsIpHOTO MUOKapia IOJIKHA
cocTaBIsaTh 0osiee 20% Bceil Macchl MMOKapaa. DTOT IMPEAUKTOP UMEET YyB-
cTtBUTEIBLHOCTD 91,6% 1 cnietuduaHocThb 86,5%. B 40% ciyuaeB B mipoliecc
MOXeT BoByieKaTbcs u 12K,

Heo6naronpustHeiii mporHo3 u Beicokuii puck BCC onpenensior HeoO-
XOIMMOCTb pacIio3HaBaHUs 3a00JieBaHUSI HA paHHUX CTaausiX, nuddepeH-
LIMPOBAHHOIO IMOAXO0JA K JICYCHUIO B 3aBUCMMOCTHU OT TSDKECTU COCTOSIHMS
0O0JILHOTO M pelleHHUs Bompoca o 1iejaecoodpasHocTu umiuianTauuu MKJI.
EctecTBeHHOE TeueHMe 3a00jieBaHUSI 3aBHUCUT OT OObeMa MOpPaXKeHHBIX
CErMEHTOB, OOIIEil COKpaTUTEIbHON CIMOCOOHOCTM MMOKapaa, BpeMEHU
BO3HMKHOBEHMSI M1 CKOPOCTU HapacTaHMUsI CUMIITOMOB CEpACYHOI HeaoCcTa-
TouHocTu. [Tonarator, uto mporHo3 6oabHbIX HMJIZK MoxeT ObITh cXonaeH
¢ takoBbeIM Tipu JIKMII. E. Oechslin u coaBT. BblaeJIWIN NIpU3HAKK HebJa-
rornpuaTHoro nporxHo3a npu HMJIK: Gonbiioit KoHeYHO-IMACTOJNYECKUIA
pasmep JIK; ITI—IV ¢pyHKUIMOHANIBHBIN KJacC CEpAEYHON HETOCTATOYHOCTH
no NYHA; nocrossaHas ¢dopma ®PII, momnas BJIHIIT. Yacrora nepecagku
cep/la WIM CMepTH npu 6-1eTHeM HabmoneHun 6oabHeIX HMIIK Moxer
npocturath 59%. OcoOGeHHO arpecCUBHOI JOJKHA ObITh CTpATErUsl BeIECHUSI
OOJIBHBIX C KIIMHUYECKMMU ITPHU3HAKAMMU ILIOXOI'0 IIPOrHO3a, HYKIAIOIIUXCS
B OoJiee paHHEM BHECEHUM B JIUCT OXUAAHUS TpaHCIUIaHTaUuu. B TO ke
BpeMsI UCCJIeI0BAaHMSI ITOCICIHUX JIET I0Ka3aau, YTO 3Ta aHOMAJIMSI MOXET
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UMETDh IIUPOKUNA CHEKTP KIMHUYECKUX MPOSIBICHUN, U OTHAJIEHHBIN IIPO-
THO3 Y aCUMNOTOMHBIX JiuIl ¢ mpusHakamu HMJIK MoxeT ObITh pa3HbIM.
C y4eToOM BBICOKOTO PHUCKa CUCTEMHbBIX SMOOJIMI1 BceM OObHBIM C YCTAHOB-
JICHHBIM IMAarHO30M MOKa3aHO PYTMHHOE MPUMEHEHME aHTUKOATYJISTHTHOMN
Tepanuu B NpOOUIAKTUYECKUX M03aX, a MPU HAJTUUYUU BHYTPUKETYIO0UKO-
BbIX TPOMOOB — Ha3HAYEHME aHTUKOATYJISTHTOB B JICUEOHBIX 103aX.

B HacTtosiiiee BpeMsi B MUpPe MOJIEKYJISIPHO-Te€HEeTUYeCKasl JMarHOCTUKa
3aHUMaeT BaxkKHOE€ MECTO Ul IOATBepxKaaroleil u auddepeHInaIbHON
JUArHOCTUKU MEPBUYHBIX HACJEACTBEHHBIX KapAMOMUONATHI C HApYLLIEHU -
SIMU pUTMa U MpoBoAMMOCTU. HampaBieHHOe MOJIEKYIIpHO-TEeHETUYECKOE
HCClIeIOBaHKUE TTPOBOAUTCS IIPU MOMO3PEHUM HA KOHKPETHOE HACAeACTBEH-
HOE apUTMOTeHHOE 3a00JieBaHME Ha OCHOBAaHUM KIMHMYECKUX HaHHBIX.
B cayyae Bepudukauuu y 60JbHOIO MaTOreHETUYECKON MyTallud B OTBET-
CTBEHHBIX F€HaX MOJICKYJSIpHAsl IMAarHOCTUKA JOJIKHA MPOBOAMTHCS BCEM
€ro KpOBHBIM POACTBEHHMKaM, Aaxe MpPU OTCYTCTBUM XapaKTEPHBIX IS
ATOTrO0 3a00/IeBaHUS KIMHUUECKUX MPOSIBIIeHUI U u3MeHeHuit Ha DKIT.

ITpobnaema ycnemHoil AUArHOCTUKU U JieUeHUs] OOJbHBIX MEPBUYHBIMU
KapIMOMMOMATUSIMU — 3TO HE TOJIbKO MpobJieMa BbIOOpa CTpaTeruu JIeYeHuUsl,
npeaycMaTpuBaloiero 3(GeKTUBHYI0 MPOGUIaAKTUKY CUHKOTIE U (paTaIbHbBIX
OCJIOXKHEHUIi, HO U B TIEPBYIO Ouepeab MpodieMa CBOEBPEMEHHOTO BBISIBJIC-
HMSI TIALIMEHTOB C BBICOKUM puckoM pas3Butus BCC, mmeromiasi XU3HEHHO
Ba)kHOE 3HaueHue. J{MarHocTuka NaHHbBIX 3a00JIeBaHUI B HACTOSIILIEE BpeMsI
OCTaeTCsl CJAOXKHOM, TaK KaK BO3MOXHbI pa3JIMYHbIe BapHaHThl TEYCHUS 3a-
0oJieBaHUsI, B TOM YKCJIE MPAKTUYECKU OECCUMIITOMHBIE, C MUHUMAaJIbHBIMU
3JIEKTpOKaparorpapuuecKuMmU 1M 3XoKapauorpachuiyecKuMU IpOsIBICHUSI -
MM, IIPU KOTOPBIX OCTACTCS BHICOKUM PHUCK Pa3BUTHUSI KMU3HEYIPOXKAIOIIUX
aputMmuii. I1py OTCYyTCTBUM CUMHKOMAJIbHBIX COCTOSIHUIA Yy OOJIbHBIX BBHICOKA
BEPOSITHOCTb TMITOAUMATHOCTUKU. YUUTHIBAsl MPEUMYIIECTBEHHO ayTOCOM-
HO-IOMMHAHTHBIM TUIT HacliemoBaHUsSI 3abojieBaHMII, 0cO0Oc BHMMaHUE
JIOJIKHO YAENSITHCS TMarHOCTUKE CPear POICTBEHHUKOB BIIEPBBIC BBISIBICH-
HOro 0OJIbHOTO, TaK KaK TUII HACJEIOBaHMS 3aCTaBJIsSICT OXKUIATh BbICOKOM
YacTOThI CJlyyaeB OOJIe3HM CpeAud KPOBHBIX POIACTBEHHUKOB MpoOaHma.
CoBpeMeHHbIE MOAX0Abl K TMAarHOCTUKE TaKuX 3a00JIeBaHUI, ITPOrHO3 BbI-
XKuBaeMocTu U oueHka pucka BCC y Takux malyeHTOB, BbIOOp TaKTUKU
JICYEHUs B 3HAUUTEIbHOM CTereHu 0a3upyroTcs Ha MHGOpPMALUU O MOJie-
KYJISIpHO-TeHeTUYEeCKOi mpupoje 3adoaeBaHus. OqHaKO BHYTPHUCEMEMHBIN
noauMopdu3M 3abojieBaHUS 3a4acTyl0 HE II03BOJISIET TOYHO BBIICHUTH
CTaTyC YJIECHOB CeMbHU OOJBHOIO, YTO MPUBOAMT K 3aepKKaM B MIOCTAaHOBKE
JIMarHo3a, HayaJie JIeYeHUsI, a IIPU psiie COCTOSIHUM — HaKOIUICHUIO Clyva-
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eB BCC B cembe. B Takux cinyvasx uaeHTU(UKALAS TeHa, OTBETCTBEHHOTO
3a pa3BUTUE M3BECTHOTO 3a00JieBaHUs, OyIeT MpsIMO YKa3bIiBaTh HA TEHETU-
yecKylo TnpeapacrnofiokeHHocTh K BCC. CBoeBpeMeHHOE BbISIBJICHUE TeHEe-
Tuyeckux npeasectTHukoB BCC no3Boaut nposectu npodunaktuky BCC,
4TO OTPA3UTCS HA COXPAHEHUU TPYIOCIIOCOOHOCTHU U COLIMATIbHON aKTUBHO-
CTU TIALIUEHTOB PENPOAYKTUBHOTO U TPYAOCIIOCOOHOIO BO3pacTa U yIy4LIUT
KayeCTBO MX XXU3HMU.

Kak neuedHo-npoduiakTueckue Mepbl 1o mnpeaynpexneHuto BCC
JJIS1 TTAaLIMEHTOB C BBISIBJICHHBIMU MYTallMSIMU MOXHO PEKOMEHIOBaTh UM-
IUIaHTHUpYyeMble ycTpoiicTBa. I[10XKM3HEHHOCTD JIeUEHUST UMILIAHTUPYEMbIMU
YCTPOMCTBAMHU, ITUCKOMMPOPT, CBSA3aHHBII C MEPCHEKTUBOI ITOCTOSIHHOTO
oxunanus cpabarbiBanusi MKJI, oka3biBaloT ompeaeaecHHOEe HeraTMBHOE
BJIMSIHAE Ha TICUXO3MOIMOHANIBHYIO chepy AesITeIbHOCTH MallMeHTOB, OCO-
OEHHO JeTeil U MalreHTOB MOJIOIOr0 BO3pacTa, COCTABJISIOINX OCHOBHOM
KOHTUHIEHT OOJIbHBIX, — BCE 3TO OOYCJIOBIMBACT BaKHOCTb OIPEIACICHMUS
YeTKUX MOKa3aHMi K uMIUIaHTaluMu. OTCYTCTBME Y Bpaya HMH(opMauuu
O TaTOT€HETUYECKOM OCHOBE HapylLIeHUIl pUTMa Ccepilla, BbI3BAaHHBIX
NaHHBIMU 3a00JIEBAaHUSIMU, JeJ1aeT HEBO3MOXHBIMU aAeKBAaTHYIO OLICHKY
creneHu pucka pa3sutusi BCC 1 1oJarocpouHblii MporHo3, a B psiae cly-
yaeB U BbIOOp METOJa JICUEHMUSI, UTO OCOOCHHO aKTyaJlbHO JJIs MMallueHTOB
MOJIOAOI0 BO3pacTa Cpeau dTOi KaTeropuu 00JbHBIX. B ciyyasx 6eccum-
NTOMHOIO TeUYeHUs 3a00JieBaHUSI TOUHO MOCTAaBUTh IMArHo3, BepuUIIM-
pOBaTh MOJICKYJISIPHO-TEHETUYECKUI BApUAHT MOXHO TOJIBKO C ITOMOIIIbIO
JHK-guarHocTuku, KoTopas sBlsieTcss Haubosiee MHPOPMATUBHBIM Me-
TOJOM HCClIeNOBaHMsI, DOPMUPYIOIIMM TIPaBUIbHbBIN MOAXOM U CTAHAAPTHI
B JICUCHUU.

TakuM obpa3oM, IPUMEHEHUE MOJIEKYISIPHO-TEHETUYECKUX U UHCTPY-
MEHTaJbHBIX METOJOB MCCJEAOBaHUS IMOBBIIIAET MPOTHOCTUYECKYIO LICH-
HOCTb onpeaeaeHust pucka pa3zButus BCC, uTo MoOXeT ObITh MCIIOIb30BAHO
B KJIMHMYECKOM MpaKTUKe i1 oTOopa KaHauaaToB Ha npuMmeHeHue MK
¢ uenbto npodunaktuku BCC.

2.5. CUHIPOM BHE3AMHO CMEPTW MJTAQJEHLIEB

Kak 6puto otmMeueHo B raBe 1 (cM. puc. 1.1, A), epBbIil TMK CiTyyaeB
BHE3AIMTHOW CMEPTHU MPUXOAUTCS Ha MJIAJEHUYECKUIA BO3pACT, UTO OOYCIOB-
JICHO CYILIECTBOBAHUMEM TaK Ha3bIBAEMOTO CUHIPOMA BHE3AIMHOW CMEPTHU
miazneHeB (CBCM), mpuauHBI KOTOPOTO B HACTOSIIIIEE BPEeMSI OCTAIOTCS
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JI0 KOHIIa HeSICHBIMU. B KOoHTeKcTe JaHHOI paboThl aBTOPhl CYMTAIOT HEOO-
XOIUMBIM OIPEACIUTD OO BO3MOXHBIX KapAUaIbHbIX IPUYKMH, TTOBUHHBIX
B pa3BUTUU JAHHOI'O CUHIPOMA.

CBCM (sudden infant death syndrome, SIDS) IposiB/ISIETCSI CMEPTbIO IpaK-
TUYECKU 3[I0POBOT0 pebeHKa BO CHE IIPU IOJHOM OTCYTCTBUM IPU3HAKOB
Kakoro-in6o 3aboneBaHus. BriepBbie cuHapom ObL1 onucaH B 1950-x rogax
M Ha3bIBaJICS MOHAYally «CMEPTh B KOJbIOean». CBoe OKOHYATEJIbHOE Ha-
3BaHUe CUHAPOM mojy4ymi B 1969 r., a B 1978 r. — 6bu1 BBeneH B MKbB-10.
Ha nomo CBCM npuxoautcst 6osee 40% cMepTeit cpeay HOBOPOXIESHHBIX
M MJIaJIeHIIEB B DKOHOMMYECKM Pa3BUTBIX CTpaHaX. B cTpykrype oOiieit
JIETCKOM CMEPTHOCTM CHHAPOM 3aHMMaeT TpeTbe Mecto (8,9%) mocie
BpOXIeHHBIX aHoManuii (22,0%), HeoHaTaJIbHOM CMEPTHOCTHU BCJIEACTBUE
IaTOJIOrMU OEPEeMEHHOCTU U IIpexXaeBpeMeHHbIX poaoB (14,0%). HecmoTpst
Ha TLIATeJIbHOE M3yYeHHUE OOCTOSTENIbCTB IMOeIu pedeHKa, ero MCTOpUU
KU3HM M Pa3BUTHUSI, KBAIM(UIIMPOBAHHYIO ayTOICHUIO, B OOJBIINHCTBE
cJlydaeB MPUYMHBI CMEPTU OCTAIOTCSI HEU3BECTHBIMU M HEOOBSICHUMBIMM.
Oxkoo 80% cinyyaes CBCM mnpuxoauTcst Ha rmepuofd oT 1 1o 6 Mec XKu3HU,
IpUYEM 4YaCTOTa CJIydacB HEBeJIMKa Ha MPOTSKEHUU 1-ro Mecsila >KU3HU,
YBEJIMUMBACTCSI KO BTOPOMY, TOCTUIasl CBOETO IMKa MeXIy 2-M U 4-M MecsI-
1IaMHM, C MOCJEAYIOIINM CHIXKEHUEM K KOHILy repBoro roga xu3nu. B CIIIA
B nepuon ¢ 1978 mo 1994 r. yacrotra CBCM cocraBisiia okojo 1,4 ciydast
Ha 1000 muianmeHies, a Kk 1998 r. coctaBuia 0,69:1000. B HacTosiiee BpeMst
mianeHdyeckass cmeptHocTh B CIHIA, otHocsmasicss Kk CBCM, konebaercs
B nipeaenax oT 2500 no 3000 cMepTeii exkeroaHo Mpu Mokasartesie ool1Lei 1eT-
ckoi cmepTHOCcTH 6,6:1000.

3HayuTeIbHOE CHUXXEHME MoKa3aTtesiss cMepTHocTu mpu CBCM 3a 1990-¢
TOJbl MPOU3OIILIO OJ1aroaaps Hayally aKTUBHOTO M3yYeHMsI ITPOOJIEMBI, IIPO-
BEICHMIO PA3IMYHbIX MCCICIOBAHUI M CIIELMAJIbHBIX IIPOrpaMM II0 CHH-
JKEHHMIO CMEPTHOCTH cpenu MiaaeHueB. [10CKoIbKy MHOTHE MCCIeI0BaHMS
BBISIBUIN 3HAYUMBII (pakTop prucka CBCM — noioxxeHue MiafaeH1a Ha XK1~
BOTE BO BpeMsI CHAa, OJHMM M3 OCHOBHBIX HampaBJIeHUN IPOGUIAKTUKU
CBCM 0bl1a KaMnaHus M0 UCKIIIOYEHWIO JaHHOTO (pakTopa.

B cootBeTcTBUU ¢ JJupekTuBaMu AMEPUKAHCKOI TeIuaTpUIecKoi aka-
JIEMUU TI0JIOXKEHHE peOeHKa BO CHE HUYKOM SIBJISIETCS IIOTEHIIMAIbHO OIac-
HBIM U 3HAYUTE/IbHO YBEJIMYMBAET PUCK BHe3ammHoi cMmeptu. Kpome Toro,
ObUIM ompeneeHbl Apyrue ¢dakrtopsl pucka CBCM, cBsg3aHHBIE HEIOCpeI-
CTBEHHO C YXOIIOM 3a peOeHKOM (IleperpeBaHue, COH Ha MITKOM ITOBEPXHO-
CTU U Ap.), U JaHbl COOTBETCTBYIOLIME PEKOMEHIALIMH JJIsI X UCKITIOYCHUSI.
JocToBEpHO JI0Ka3aHa CE30HHOCTh CUHAPOMAa — B OCEHHE-3UMHUI TIeproI
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puck Bo3HukHoBeHUss CBCM BospacTaeT 1o cpaBHEHUIO C JJETHUM MEPUO-
noMm. OcHoBHbIe (pakTophl pucka CBCM, nmonrBep:kKaeHHbIE UCCIEI0OBAaHM-
SIMU U TIpU3HaBaeMble OOJIbIIMHCTBOM aBTOPOB, NIpUBeIeHbI B Ta0I. 2.18.

Taommma 2.18. @akTophl pricKa BHE3aITHON CMEPTH MIIaJICHIICB

dakTopb pucka CTeneHb yBENMYEHUA PUCKa
My>xckoi non ~50%
Huakas macca Tena npu poxaeHuu <2500, B 2 pasa

HeaoHolweHHas 6epeMeHHOCTb
MHO)XeCTBEHHbIE POAbI (LBOWHS, TPOWHSA U T.4.)

OcnoXHeHNs Npy poaax n HU3KWIA Nokasatenb no wkane APGAR T
Bospact matepu meHee 18 net T
MeHee 18 mec mexay pogamun T
KypeHue matepu B nepnog 6epemMeHHOCTI B 3 pasa
BabixaHne Tab6a4yHoro AbiMa MiageHLem (naccuBHOE KypeHue) B 2,5 pasa
[TonoxxeHne MnaaeHLa BO CHe HUYKOM B 2-13 pa3

PaznuyHple TMIOTE3bI U TEOPMM IIpeljiarajiuch B KadyeCTBE ITOIBITOK
00BSICHEHUS 3TUOJOTMU U MexaHU3MOB pa3BuTisi CBCM. OgHako HU ogHa
M3 HUX B HACTOSIIIIEE BpeMsI He SIBIISIETCSI TOMUHUpYIollei. bojee Toro,
MHOTHE 13 HUX B IIpollecce HAaKOIUIeHUs MH(MOpMaIy ObLIM OTBEPTHYTHI.
Teopust BHe3ammHoro anHo3 Kak npuuuHbl CBCM, npennoxeHHas B 1972 r.
A. Steinschneider, gosroe Bpemsi Oblla OCHOBHOM, HO UCCJIEAOBAHUS IO MO-
HUTOPUPOBAHUIO NBIXaTeIbHON aKTMBHOCTU Y MJIAZCHIICB HE ITOATBEPIUIN
€€ COCTOSTEIbHOCTh. YCTaHOBJICHO, YTO 3IM30bI alTHOD JaXe He SIBIISIOTCS
npenukTopamu CBCM. OTBeprHyThl TakxkKe TUIIOTE3bI, CBs3biBaBine CBCM
C yaylibeM, pBOTOI 1 acnimpaimeil. He onmpaBnanich HaaeXabl Ha UCIIOIb30-
BaHME TOMAIIHUX CMCTeM MOHMTOPMHTIA JbIXaTeJbHON U CepHeYHON aKTHUB-
HocTu MianmeHueB B mpodwiaktuke CBCM u onpeneneHud ero MpUYMH.
M3yueHue Oosiee yeM 25-JIETHETO OMNbITa MPUMEHEHMSI JOMAIIHMX CHUCTEM
MOHMTOPMHTA ITOKa3aja0 uxX Hea(pPeKTUBHOCTL B npeaynpexaeHun CBCM.

B ocHOBe cOBpeMEHHOI TeOpHH, OOBSICHSIOIIEH MPUYMHBI BO3HMKHO-
BEHUd W MEXAHU3MBl Pa3BUTUSA CUHIPOMA, ITOCIEIHUI IPEACTABICH KakK
MYJIbTH(AKTOPHOE SIBJIEHNUE, Ha BOSHUKHOBEHME KOTOPOTO BIMSIOT: Pa3BUTHE
MJIaJieHIIa, OKpY:Kalollasi cpea U Harmdue (pakTopoB OMOJIOTMIeCKOTO PUCKA.

ITarorene3a CBCM cBsizaH ¢ Tpuanoil (pakTopoB, COYETAaHUE KOTOPBIX
MIPUBOIUT K BHE3AITHOM CMEPTU:

® YSI3BUMBIi1 TIEPUOJ B PA3BUTUN MJIAICHIIA;

® DK30r€HHBIE TPUITePHbBIC (DAKTOPHI;

e TIpeapacriojararlimre GakTopbl, WK GaKTOPbl OMOJOrMYECKOIo prcKa.
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K mocnaegHuM MoOryTt ObITb OTHECEHBI BPOXKIEHHbIE aHATOMO-(PU3N0I0-
TMYECKUEe U TeHETUYECKUE UBMEHEHMS, KOTOPBIC MPU HAJTUYUU TIEPBBIX ABYX
IpymI (GakToOpoOB CTAHOBITCS HEMOCPEACTBEHHBIMM ITPUUYMHAMY BOZHUKHO-
BerHnst CBCM, B TOM 4HCIIe ¥ XXKU3HEYTPOXKAIOIINX apPUTMMUIA.

KuszHeyrpoxamoliye apuTMUU Y HOBOPOXIEHHBIX U MJAACHIIEB MOIYT
OBITH OCJIOKHEHHEM Pa3IMYHBIX 3a00JIeBaHMI Cepala, IMPUBOISIINX K MOP-
domormuecknM 1 (HYHKIMOHAIBHBIM M3MEHEHUSIM TTPOBOASIIEH CUCTEMBI
cepaua U Muokapaa. Takumu 3a00JIeBAHUSIMUA MOTYT OBITh MUOKAPIUTHI,
KapauoMuonatuu, ¢budpossacto3. Ipyroil rpynmnoii NpuyrH HapylIeHUIA
CEepACUYHOIro pUTMa SIBJISIIOTCSI aHOMAJUU MPOBOISIIEH CHUCTEMbI cepiala
U HaJW4YWe IOIOJHUTEIbHBIX ITyTeil IpoBeaeHus. KpomMe Toro, apurMmu
MOTYT Pa3BUThCS BCICACTBME MATOJOTMYECKUX U3MEHEHUI LIEHTPOB CTBOJIA
MO3ra, KOHTPOJUPYIOIINX CepAeYHYIO IesSITeIbHOCTh, U AucOagaHca aBTO-
HOMHOW HEPBHOI CHUCTEMBI.

C xonua 1970-x romoB B KauyecTBE OCHOBHOM KapAuWalbHON MpPUYU-
uel CBCM paccmaTpuBaeTcsi CHHAPOM YIIMHEHHOro uHTepBaiga O—7 (cuH-
npom Q—T). Kak 6bu10 ckazaHo Bbllle, cuHapoM (O—T — 3aboyieBaHue,
00YyCIIOBJICHHOE T€HHBIMU MYTallUSIMKU, KOTOPBIC BBI3BIBAIOT M3MEHEHUS
B CTPYKType NPOTEHMHOB, OTBETCTBEHHBIX 3a pPabOTy WMOHHBIX KaHaJIOB
B MeMOpaHax KapAWOMHUOLMTOB. DTU HapPYILICHUs MPUBOISIT K HETOMO-
TEHHOCTH IIPOILIECCOB PEITOJIIPU3ALINY U DJICKTPUUIECKOM HECTaOMIIBHOCTH
MuoKapa.

OKI-kapTuHa CcHHIpOMa XapaKTepu3yeTcs YIJIMHCHUEM WHTepBa-
na Q—T, namenenuem 7T- u U-BoaH, ymeHblieHHeM YCC g0 BO3HUKHOBE-
HUS May3 B CMHYCOBOM puTMe. JIjIsl MiameHIeB MpeacTaBiIsieT OMacHOCTD
BO3HUKHOBEeHME (DYHKIIMOHAJIBLHON OJIOKAambl TPOBEICHUS WIM TaK Ha-
3pIBaeMble TiceBn0-AB-0/0Kaabl BCACACTBUE YMJIMHEHUS KETYI0YKOBOIO
mmkia (maTepBanga Q—7). B aToM ciydae He Bce TTOTEHIIMAIBI TIPEACEPIHOM
AKTUBHOCTU (P-BOJIHBI) MPOBOMSTCS Ha KENIyNOYKM, TaK KakK MOMagaroT
B pedpaKTepHBII IepUO ITOCASAHNX. B ciryJasix 3HAYNTEIbHOTO YITUHEHUS
uHtepBana Q—T: no 700 Mc u 60jee MoxeT HaOmoaaTbcss AB-610kana 2:1,
YTO, KPOME YIPO3bI Pa3BUTUS TaXUAPUTMUIA, HETATUBHO BJIMSIET HA T€MOIM-
HAMUKY B LIEJIOM.

KenynoukoBbie HapylleHHs] PUTMAa TPEICTaBJCHbl MapoKCU3MaMHU He-
ycroitumBbix KT, MMEOIIMX ABYHAIIPaBICHHBIN BepeTeHOOOpA3HBI IT0-
JuMopdu3M, TTONYYUBILUI Ha3BaHUS: forsades de pointes, «IIAPYIT», «Cep-
neuHblii 0anet». IMpuctyner 2KT moryT mpekpamarbcsi CIIOHTAHHO JIMOO
TIEPEXOINTH B (DO PUIUISIINIO XKeJIYTOUKOB, pexKe B YCTOMINBYIO MOHOMOP(d-
Hyto KT. Bo3HUKHOBeHUE TaxMKapAMW 4Yallle CBSI3aHO C 3MOLMOHAILHOMI



198 ¢ [J1ABA2

Win (pU3NYECKON HArpy3Koil, OgHAKO IJisl MJageHYeCKOro Bo3pacTa CUH-
npom Q—T accolMupyeTcsl ¢ BHE3aITHOM CMEPThIO BO BpeMsl CHa.

B 1982 r. P.J. Schwartz u coaBT. coobiuau o Tpex ciaydasx CBCM cpe-
v 4205 obOclenoBaHHBIX paHee MJAAEHLIEB U OOHAPYKUJIU TOCTOBEPHYIO
CBSI3b ¢ yaauHeHueM uHTepBaja Q—7. OnHako MogoOHasl 3aBUCHUMOCTh
He OblIa MOATBEpXKIeHa APYTUMU UCCIEI0BATENISIMU, YTO CTAJ0 MPUYMHOMN
Hay4YHbIX nucKyccuit. B 1998 r. rpynmna ucciaenoBaTeneil moja pykoBOACTBOM
P.J. Schwartz BHOBb ony01MKOBaja pe3yabTaThl 18-1eTHEro ucciegoBaHus
MO0 M3YYEHMIO 3HAUMMOCTHU YMJIMHEHMSI MHTepBaja Q—7T KaK HPUUYMHBI
CBCM. HccnenoBanue BKIOUYMIO 34 442 HOBOPOXIECHHBIX O0OUX I10-
JIOB, KOTOPbIM B TeUeHME |- HeAeau XXKU3HU BBIMOJHSUIOCH JIEKTPOKap-
auorpaguyeckoe ucciaeaoBaHue ¢ aHaiauzom uHTepBana Q—7T. Ilepuon
HaOoIeHUsT cocTaBUI 12 Mec 3a KaXXIbIM peOEHKOM, 3a BpeMsi KOTOPOTo
OBLJIA 3apPEerUCTPUPOBAaHbI 34 JIETANbHBIX Cydasi, U3 KOTOPbIX 24 ObLIN OT-
HeceHbl K CBCM. CpenHee 3HaueHue KoppurupoBaHHoro Q—Tc cpeau
ymepinux oT CBCM 0b110 10CTOBEPHO OOJIbIIIE, YeM CPEAN KUBBIX MJIaAeH-
ueB (435145 npotus 400120 mc, p <0,01) U ymMepIIux OT APYTUX MPUUYMH
(393£24 mc, p <0,05). Kpome toro, y 12 u3 24 ymepuinx or CBCM 0bl1u oT-
meyeHbl 3HaueHus QTc, mpesbitatoniue 440 mc. PesynbTaThl nccienoBaHus
nokazaiu, uto puck CBCM nipu HopmabHbIX 3HaueHUussXx Q— Tc cocTaBisieT
0,037%, B TO BpeMs Kak 11pu 6oJjiee BbICOKUX 3HaYeHusIx O— Tc puck CBCM
yBeJqmuuBaeTcs 10 1,53%. ['naBHbII BHIBOMI MCCICIOBAHUS: YIJIUHEHUE UH-
tepBajia Q—7T Ha 1-i1 Henene XXU3HU CBSI3aHO ¢ BhICOKMM puckom CBCM,
a OKI B HeoHaTaJbHOM TEPUOIE CAYKUT CKPUHUHTOBBIM METOAOM, TTO3BO-
JISIIOIIUM BBISIBUTH Tpyriny pucka CBCM.

KomMmOuHMpoBaHHBIe pe3yabTathl uccaeaonanuii P.J. Schwartz u D.P. Sout-
hall BkitouaroT gaHHbie 6osee yem 40 000 miageH1IEeB, KOTOPbIE TOKA3bIBAIOT
uyro y 30—35% nereir, morubiumx or CBCM, Ha 1-i1 Henene XKU3HU Peru-
CTpupoOBaics YIIMHeHHbIH nHTepBal Q— 17T, T.e. MOXXHO FOBOPUTH 00 OTBET-
ctBeHHOCTU cuHapoma O—T B 1/3 ciyuaeB CBCM. BHe3amHas cepaeuyHasi
CMepTb MOXET ObITh IIepBOil MaHM(pecTauueil cunapoma O—7 B 12% ciayda-
eB, 1 B 4% cilydyaeB 3TO MOXET IIPOM30MTH Ha IICPBOM IOy KU3HU.

IMockonbky cuHapoM Q—T cBsiI3aH C BBICOKMM PHUCKOM BHE3amHOM
CMEpPTHU, BCTaeT BOIIPOC O HEOOXOAMMOCTU Ha3HAYeHUs MpoduIakKTUye-
ckoro neyeHus. Ilpemapatamu BbIOOpa SIBISIIOTCS [3-aApeHOOJIOKATOPHI,
9((HEKTUBHOCTh KOTOPBIX B MpPEAyINpekKACHUM pPa3BUTUSI XKU3HEYIpOXKa-
fommx aputMuii gocturaet 80%. Eciam maHHBIA T€HOTUII CUHApPOMA SIB-
JISIETCSI 37I0KAYeCTBEHHBIM M XapaKTepu3yeTcsl BHICOKMM PHCKOM BHe3all-
HOM cMepTH MO0 ecnu mpueMa [3-aapeHo0J0KATOPOB HEJOCTAaTOUHO IS
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npodunakTuku snu3onoB KT, HeoOXomuMa MMILIaHTALMSI KapIuOBep-
Tepa-a1euOpUILISITOpa, a B HEKOTOPBIX CAydyasx MOXET MOTpeOOBaThCS
cuMIIaTUyecKas aeHepBauus cepaua. HyxkmaroTces n Bce HOBOPOXKIECHHbIE
Y MJ1afieHIbI ¢ cuHapoMoM Q— T 6e3 crioHTaHHbIX 3113040B 2KT/DXK B Ha-
3HaYeHUU NpoduaakTuyeckoit tepanuu? OTBET HA 3TOT BOMPOC COACPKUT-
cs B JIupeKkTHBaxX MO MHTEPIPETAIMU 3JIEKTPOKapAMOrpaMM HOBOPOXKICH-
HbIX EBporneiickoro kapauonorndyeckoro oduiectna. [Ipexnae Bcero Haauuue
yIJIMHEHHOTro MHTepBana Q— Tc NOJKHO MOOYKAATh K BBISIBACHUIO TTPUYMH,
cOOpy ceMeliHOro aHamMHe3a M BHUMAaTEJIbHOMY HaOJIIONEHUIO 3a TallueH-
toM. Ecniu nepBast DKI" HOBOpOXIEHHOTO CBUIETEILCTBYET O MIPEBLILLICHUN
BEepXHEW rpaHUlIbl HOpMaIbHBIX 3HaUeHUM uHTepBana O—Tc (440 mc), He-
00XOOUMO HCKIIOUUTH MpexXoAsinue MpUUYMHBI ymiuHeHuss Q—7, HayaTb
cOop ceMeiftHOro aHaMHe3a: Hajauuue cuHapoma Q— T, BHE3aIlHOM CMEpPTH,
OOMOPOKOB, B TOM 4YHCJIe BMUIeNTUYecKuX TMpuraakoB u DKI 6amu3kux
ponctBeHHUKOB. [ToBTopHOe DKI-uccaeqoBaHue npou3BOAUTCS Uyepe3 He-
ckonbko aHei. Ecnu OKI nokaxer ynnunenue Q— Tc ot 440 no 470 mc, npu
HAJIMYUU TTOJOXUTEILHOIO CEMEMHOro aHaMHe3a He0OXOAMMO Ha3HauYeHUe
MpoGUIaKTUYECKON Tepany 1 BbIITOJHEHME TOMOJIHUTEIbHBIX JUATHOCTH -
YEeCKHUX IMpOoLenyp: XOJATepOBCKOe MOHUTOopupoBaHue, DXoKI', reHeTuye-
ckoe ucciaenoBaHue. I1py BbINOJIHEHUN XOJTEPOBCKOTO MOHUTOPUPOBAHMS
HeoOX0oaMMO O0OpaTUTh BHUMAaHUE Ha albTepHaLMI0 T-BOJIHbBI, XeIya0uKO-
BYIO BKTOIMYECKYIO0 aKTUBHOCTh 1 U3MeHeHMs nokasateis Q7c. B ciayyasx
koraa Bropass DKI' nemonctpupyer Q—7c >470 u <500 Mc, BBINOJHSIIOTCS
BCE NIOIMOJIHUTEIbHbIE MUArHOCTUYECKHWE TECThl M paccMaTpUBaeTCsl BO3-
MOXHOCTb Ha3HAU€HHUsl TepalyiM BHE 3aBUCHUMOCTHU OT pe3yJbTaToOB cOOpa
cemeitHoro aHaMmHe3a. Ecnu 3Hauenuss Q—Tc Ha BTopoit DKI npeBbilaior
500 Mc, BEpOSITHOCTb MOSIBIICHMSI CUMITOMOB 3HAYMTEJIbHO BO3pacCTacT.
B aTOoM ciyyae Ha3HavyalOT JeYeHUE U ITPOBOAST BCIO JOMIOJIHUTENIbHYIO qra-
rHocTUKY. K rpyrime camoro BbICOKOro prcKa BHE3aITHOI CMEPTU OTHOCSITCS
nauueHTsl ¢ Q—Tc 600 Mc 1 Oosee, U/UiK albTepHALIMEl 7 BOJIHbBI, U/WUIU
2:1 dyHkumoHanbHOM AB-010Kan0i1, 1/WIK OTCYTCTBMEM cilyxa. B mocien-
HEM cJlyyae HeOOXOAUMMOCTD TIIATeIbHOIO KOHTPOJISI U Ha3HAUYEHUSI Teparuu
HE BbI3bIBAET COMHEHMUIA.

Cungpom WPW, 00yclOBIEHHBII HaJTU4YUEM JOIMOJHUTEIbHBIX TyTel
MPOBEACHUS UMITYJIbCa MEXIY MPEACEPAUSIMU U XKeJIyTouKaMu, OObIYHO SIB-
JISIeTCs BJIeKTpoKaparorpaduueckoil HaxonKoi. 3a4acTyro ero AMarHocTuKa
y HOBOPOXKIEHHBIX 3aTpyAHEHA, TaK KaK MPeqBO30YyXIEHUE HOCUT UHTEP-
MUTTUPYIOLIUI XapakTep, KPOME TOro, €ro MpUM3HAKU MOTYT IOSIBJSIThCS
TOJIBKO B HeKoTophbiXx oTBeneHussx DKI'. PacnpocTpaHeHHOCTbh CHHApOMA
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WPW B neauarpuueckoii npaktuke cocrasisiet 0,15—0,3% npu exxeronHoi
BoIsiBasieMocT 4:100 000 B ron. BHe3anmHast cMepTh cpenu AeTeil ¢ CUHAPO-
MOM IpeaBo30yxkneHust Bcrpevaercs B 0,5% ciydaeB, mpu4eM 4acTo 3TO
MOXKET OBITh MEPBLIM U €IMHCTBEHHBIM IPOSIBIICHUEM cuHIpoMa. B ogHoM
HCCIIeIOBAaHUM BeJIoCh HabmoneHue 3a 90 HOBOPOXKIEHHBIMU C CUHIPOMOM
WPW, u3 kotophbix aBoe (2,2%) B MOC/eAyIOIIEM BHE3aIIHO yMEPJIU, OIHA-
KO, K cOXaJleH’I0, o0a MJaleHIIa MMoJyJYald TUTOKCHH. Kak ceKIlmoHHbIe
HAXOJIKU IOIOJHUTEIbHbIE IMPOBOISIIME IYTU Y MJIAAEHLEB, MOTUOLINX
ot CBCM, Bcrpeyarored B 28,6; 12,7 u 21,7% ciydaes.

Bpoxnennass monHas AB-01o0Kama Takke acCOIMMPYETCSI C BBICO-
KUM DPUCKOM BHE3aITHOM CEepACYHOM CMEPTU CpeAu HOBOPOXICHHBIX.
PacnipocTpaHeHHOCTh M30JUPOBAHHON TTOTHON AB-0yi0Kambl cocTaBisieT
1 cygait Ha 15 000—20 000 HOBOpOXKIeHHBIX. Kpome Toro, maHHast maToJio-
I'Msl JOCTATOYHO YacTo (0KoJio 35%) BCTpevaeTcsl B COUETAHUU C BPOXKIEH-
HBIMM TTOPOKAMU CEP/IIIA, YTO B 3HAYNUTEIHHOM CTETIEHU OTIPEeIsieT TIPOrHO3
JUIS1 JAaHHBIX TaleHToB. OnpeneieHue MoI0KeHUs aTOJIOMMHU IIPOBOASIIEIH
cuctembl cepaiia B ctpyktype CBCM mipeskiie Bcero cBsI3aHO C CEKIITMOHHBI-
MM HaXogKaMU, KOTOpbIE, B CBOIO ouepellb, B OOJIbIIOI CTEIEHU 3aBUCSIT
OT METOAMKHU U TEXHUKH TMCTOJIOTMYECKOTO UCCIIeIOBaHMSI.

B 3akiioueHue cieayer OTMETUTb, YTO, XOTS TEOPMSI apUTMOTEHHOIO
redHeza CBCM Obuia 1 ocraercsl Haubosiee MpUBIEKATEIbHOM, 10 CUX TOP
OKOHYaTeJIbHO He orpenesieHa ee noss B ctpyktype CBCM. 3HauuTenbHbIe
YCUJIUSI B HACTOSsILLEE BpeMsl HalpaBJIeHbl HA MTOMCK TeHETUYECKUX MapKepOB
CBCM, pe3yabTaThl KOTOPBIX MO3BOJIST MPEMYNPEXAaTh BHE3AMHYIO CMEPTh
y MiageHIeB. B nemom ananm3 coppeMeHHo# auTepatypsl 1o CBCM ocrabis-
eT CJIeMyIole BrieyaTieHus. Bo-TiepBhIX, TaHHBIN CUHIPOM B 3HAUUTEILHOM
CTEeTICHU — SIBJIEHNE HE TOJIbKO MEAWITMHCKOE, HO M COLIMATbHOE, TaK KaK ero
pachpoCTpaHEHHOCTh CPEeIU COLIMAIbHO HeOJIaromnojIydyHbIX CJIOEB Hacese-
HUS BbIle. Bo-BTOPBIX, CHHAPOM Majio M3y4eH, U CYIIECTBYIOIINE TUTTOTE3bI
TOJIBKO Ceiiuac IoJIy4aloT CBOE€ HayYHOE MOATBEPKACHNE WIK OIIPOBEPXKEHUE,
a TaKKe IOSIBJSTIOTCSI HOBBIE TMIIOTE3bI, BBISIBJISIIOTCS HOBBIE (DAaKTOPBI PH-
cKa ¥ HozoJjorudeckue (akropbl. B-tpetbux, nmockonsky CBCM Haxomutcst
Ha CThIK€ MHOTMX OTpacjieii MEAUIIMHCKOIM HayKy, OTHOIICHUE Bpadeil pas-
JIMYHBIX CIIEIMATbHOCTEN K 3TOW IMpoOsieMe HEOTHO3HAYHOEe, a 3ayacTyio
SIBHO IIPOTHBOPEYMBOE, OCOOEHHO OTHOCUTEIbHO 3THOJOIrMUECKUX (DaKTOPOB
CHHIpOMa M CTETIEHW MX 3HauYMMOCTH. Kpome CyIlecTBYIOIIEro orpoMHOIO
HMHTEpeca K 3TOii mpobjieMe U ee aKTUBHOIO U3y4YeHus, TPeOyeTcsl TECHOE CO-
TPYIHMUYECTBO CIECIIUAINCTOB Pa3IMUYHBIX HAIPABJICHUI, YTO ITO3BOJIUT B OJIH-
Kaitem OyyiieM I1aTh OTBETHI Ha Psil BOTIPOCOB, TocTaBieHHbIXx CBCM.
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