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Mpobnema BHe3anHoi ceppeyvHoit cmeptn (BCC) cumtaetcs Hamubonee akTyanbHOW B COBPEMEHHOM
KapaMOnormu, U ecnn npu Hanuuum opraHM4yeckux 3aboneBaHuit cepaua TakTMKa NedeHns U npo-
dunaktuka passutus BCC paspabortaHa, T0 y nuL, 6€3 opraHM4eckux U3MeHeHuit 3Ta npobnema He
pelleHa. B HacTosiwee BpeMs Bblaenunack rpynna 3aboneBaHuit U KAMHUKO-3neKTpokapanorpadu-
YeCcKMX CUHAPOMOB, TECHO aCcCOLMMPOBAHHBIX C POPMUPOBAHMEM (aTaNbHbIX AN XKU3HWU apUTMMIA.
Ocobas onacHOCTb TeYEHUS AAHHbBIX NATONOMMUYECKMX COCTOSHUIA 06ycoBneHa BbICOKMM puckoM BCC,
0co6eHHO y 1L, Monoforo Bo3pacta. [laHHble 3a60neBaHUs He COMPOBOXAAKTCS CTPYKTYPHBIMU U3-
MEHeHWAMM MUOKaPAA M MPOSBASIOTCA NPEUMYLLECTBEHHO 3N1eKTPODU3NONOTUYECKMMU HAPYLIEHUSMU
B KapauomuoumTe. B ocHoBe 3Tux 3aboneBaHuit nexar MyTaLuum reHoB, KOAMPYHOLLMX 6ENKU MOHHbIX
KaHanoB, 3KCNPECCUPYIOLLMXCA B MUMOKApPAE, a TakKe UX MOAYNATOPOB. TO CTANO OCHOBAHMEM AN
0b6besMHEHMS 3TUX 33aboNeBaHUKM B rPYNMy «KaHanonatuii». B ctatbe npeacTtaBneHbl COBPEMEHHbIE
KpUTEPUM LMArHOCTUKM AaHHbIX 3a6oneBaHuit U MeToabl neyenus. B 2011 rogy Bbiwam PekoMeHaa-
umn EBponeiickoro obLectBa KapaMonoroB No reHeTUYecknM UCCIeAoBaHMAM NpU KaHaNonaTusx u
KapAMOMMONATUAX, KOTOPblE OMPeAenan NoKasaHWs K reHeTUYeCKUM UCCNefoBaHUAM NpU AaHHOM
naTonorunu.

«KaHanonatum», NnpoduiakTMKa BHE3aMHOM CepAEYHON CMEPTH, reHETUYECKME UCCIENOBaHMS.

The problem of sudden cardiac death (SCD) is the most relevant in the modern cardiology , and if
organic heart diseases exist, treatment strategy and prevention of SCD is developed , this problem
is not solved in the patients without organic changes. Currently, a group of diseases, clinical and
electrocardiographic syndromes, has emerged, that are closely associated with the formation of fatal
arrhythmias. Special hazard of the course of these pathological conditions is due to the high risk of
SCD, especially in young people. These diseases are not accompanied by structural changes in the
myocardium and manifest themselves mainly by electrophysiological abnormalities in cardiomyo-
cytes. Mutations in genes encoding ion channel proteins expressed in the myocardium, and their
modulators, is the basis of these diseases. This fact is accounted for the unification of these diseases
in the group of «channelopathies». The article presents the current diagnostic criteria for these dis-
eases and treatments. In 2011 Guidelines of the European Society of Cardiology for genetic research
in channelopathies and cardiomyopathies that have defined the indications for genetic research in
this pathology, were issued.

«channelopathies», prevention of sudden cardiac death, genetic research.

AJIIDK — apuTMoreHHasi IMUCIIa3usl IPaBoOro KeayAodka Cb — cuHapoM bpyrazga
BCC  — BHe3arHas cepiedHasi CMepTh WKC — yacroTa >kelyL0uKOBBIX COKpaleHNU

BTIDDK — BBIBOHOV TPaKT IIPaBOro XXeayAouKa DX  — GuUOPpWIISIMS KeTyI0UYKOB

KT — KeJIy404YKOBas TaxuKapaus

VK — MMIUTaHTMPYeMbIi KapanoBepTep-aebubpuuisaTop

KIDKT — kaTexonamuHepriyeckast moauMopdHast kemrymod-
KOBasi TaXMKapAus

JDK  — neBblif Xerygouek
I, — MOTeHIMas JeiiCTBUS
IDK  — mpaBblit Xenymouek
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OKC  — 2/1eKTpoKapAMOCTUMYISITOD

ARVC — Arrhythmogenic right ventricular cardiomyopathy

CPVT — Catecholaminergic polymorphic ventricular
tachycardia

(BrS) Brugada Syndrome LQT — cMHIOpPOM YAJIMHEHHOTO
uHTepBana QT

SQT — cuHppoM KopoTkoro QT-uHTepBana
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OnHMM M3 aKTMBHO pa3BMBAIOUIMXCS HaIlpaBiieHUit
COBPEMEHHOI KapAuoIoTuy, MPUBIEKAIMM BHUMaHue
Pa3JIMUYHBIX CHEIUATMCTOB B 3TOW 06JACTV, CUMTAIOTCS
«KaHaJIoMmaTu» — 3a60IeBaHms, TPY KOTOPHIX HEe BO3HU-
KaloT CTPYKTYPHbIE M3MeHeHMs] MMOKap/ia, 8 UMEeIT MeCTo
371eKTPOGU3MONIOTMUECKIEe HAPYILIEHNS B KADAVMOMMUOLIATE.
B ocHOBe 9TuX 3a601eBaHMit TeskaT MyTally T€HOB, KO-
pyroumyx 6eIKM MOHHBIX KaHAJIOB, IKCIIPECCUPYIOIIUXCS B
muokapze [1-3]. Cronp npucraabHOe BHMMaHME K 3TUM
HO30JIOTUSIM OGYCIOBJIEHO TEM, YTO IIPU HUX MMEeT MeCTO
BBICOKMI PUCK BHe3aIlHol ceppeuyHoyt cmeptu (BCC), o
MpUYVHEe BO3HUKHOBEHMS GaTaTbHBIX IJIST KM3HU apUT-
MMii, 0COGEHHO Y JIUI MOJIOIOTO Bo3pacTa [4-6].

B Hacrosimee BpeMsI pasauMyaloT TPU TUIIA KaHAIO-
raTuit: a) reHeTU4Yeckre — IMPU KOTOPBIX YHKIMS VOH-
HbIX KaHAJOB aHOMAaJIbHA WJIM OTCYTCTBYET B pe3y/bTaTe
MyTaiuit; 6) ayTOMMMYyHHbIE — TIPY KOTOPBIX aHTUTENIA
HapymaT QyHKIMIO KaHAJIO0B; B) TPAHCKPUIILIMOHHbIE —
KOTODBIE SIB/ISIIOTCS] Pe3y/bTaTOM M3MEeHeHMI SKCIIpeccum
HEeMYTaHTHBIX TeHOB MOHHBIX KAaHAJIOB.

BoigensioT cienyoume KaHaaonaTUn:

1. Cungpom ymmuHeHHoro QT-unHtepBana (long QT
syndrome — LQTYS).

2. Cungpom ykopoueHHoro QT-unrtepBana (short QT
syndrome — SQTYS).

3. Cunppom Bpyrana (Brugada Syndrome — BrS).

4. ApuTMoOreHHas IOUCIUIa3UsI IMPABOTO JKeJIyJ0uYKa
(Arrhythmogenic Right Ventricular Cardiomyopathy — ARVC
umu Arrhythmogenic Cardiomyopathy ACM).

5. KarexonamuHeprudeckass moaMMopdHas Key-
nmoukoBast Taxukapausi (Catecholaminergic polymorphic
ventricular tachycardia — CPVT).

IMaToreHeruueckast Kiaaccudurauus KaHaIOIaTuIi
BKJ/IIOYAET:

1. HapyuieHue moTeHIMaa-yIpaBiseMbIX KaHAIOB

1. HapyuieHne GyHKIMM KalMeBbIX KAHAJIOB:

— HapylleHMe MezjieHHOro kKoMmmoHeHTa (Ks/K-slow)
TOKa 3aJiepskaHHOTO BBINpsIMIeHMs. [[pUBOAUT K YKOPO-
YeHMI0 aKTMBHOIO TOTeHLMana OeiCTBUS, YCKOPEHMUIO
pernonsgpusaluuyu U BbI3bIBAeT OAVH U3 BapMaHTOB CUH]-
poma SQT (SQT2);

— HapyueHnue 6bicTporo komroHeHTa (Kr/K-rapid)
TOKA 3aJIep)KaHHOTO BbIMPSIMJIeHMS. JIEKUT B OCHOBE CUH-
npoma LQT (LQT2), ogHa u3 myTtauuii reHa HERG BbI3bI-
BaeT IepBbiit BapuaHT cuHapoma SQT (SQT1), maTonorus
B-cy6benuuuiibl KaHama Kr mpuBOAUT K pasBUTUIO CUH/I-
poma LQT6;

— HapylleHMe TOKA BXOASILEro BbIIPSIMIeHNS] IIPUBO-
IUT K pa3BUTUIO CMHApPOoMa AHJlepcoHa (cuHapom LQT7).

2. HapyuteHust GyHKIIMY HATPUEBBIX KAHAIOB:

— HapyIleHue OBICTPOTO HATPMEBOTO TOKA MPUBOIUT
K pasButuio cuHapomoB LQT3, Bpyraga, JleHerpa am60
K CMeILIaHHBIM KIMHUKO-TeHeTMYEeCKMM BapuaHTaM JaH-
HBIX 3a00JIeBaHMIA.

I1. Hapy1ieHust IKOPHbBIX GEIKOB

— SIKOPHbINi 6€JI0K aHKUPUH BXOOUT B IPYIIITYy MHO-
roGyHKIVOHAIbHBIX aJalnTepHbIX MeMOpaHHBIX 6GeKOB
U YYaCTBYeT B PEry/siiuy paboThl HATPUEBBIX KAHAJIOB.
MyTaiuu B reHe, KOAUPYIOLIEM SIKOPHbBI 6eJI0K aHKUPUH
B, HapymiaeT KJIeTOYHYI0 OpraHM3aLyio HaTpMeBbIX KaHa-
JIOB, 06MeHHOro MexaHu3Ma mexxay Na*Ca*™ ¥ mpuBOIUT K
pasBuTuio cuHapoma LQT4.
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I1I. HapyureHue 6eKOB, YUaCTBYIOIIMX B TOMEOCTa3e
MIOHOB KaJIbLMSI.

— Hapy1ieHre pyaHOAMHOBBIX pelenTopoB RyR2 npu-
BOJIMT K YCMJIEHHOMY BbICBOOOXKIEHMIO MOHOB Ca'™ U3 cap-
KOIUIa3MaTMUUYeCKOTO PEeTUKYIyMa, BbI3bIBASI IMePerpysKy
KJIETOK MOHaMM Kajbliys. BoI3bIBaeT OOVH U3 BapMaHTOB
momMMOpGHOI KaTexoJaMUHePTUUeCKoii KeTya0uKOBOM
taxukapguu (CVPT1).

— Hapymenne 6enka kanbcekBuctpuHa CASQ2. Benok
KanbceKBUCTpUH CASQ2 — OCHOBHOI KaJbIMii-CBSI3bI-
BaOUIMii 6GEeIOK B CapKOIUIA3MAaTUYECKOM pETUKYITyMe.
OYHKUMOHAIBHO CONPSIKEH C PUMAHOIMHOBBIM DeLeITO-
pom RyR2. Takke BbI3bIBAET IePErpy3Ky KIETOK MOHAMM
Kanpuys. KnmHuyecku ompenesnseT pa3BUTHE BTOPOTO
BapuaHTa MomMMopdHON KaTexoraMyHePruuecKoit Kemy-
IoukoBoit Taxukapauu (CVPT2).

CUHOPOM YONUHEHHOIO UHTEPBAJIA QT (LQT)

HOnutenpHOcTh QT uHTepBana Ha JKI' (smekTpuuec-
Kasli CUCTOJIA CepAlla) CyMMapHO OTOOpaskaeT IPOIeCChI
Jernonsipu3aluy U penonspusalyy B KapAMOMUOLUTAX,
BO3HMKaWOLIMe BCIEICTBYE ABMKEHUS 3NEKTPOIUTOB B
KJIETKY M3 BHEKJIETOYHOI'O IIPOCTPAHCTBA ¥ 06paTHO, KOH-
Tponupyemoro K'—, Na'— u Ca*— KaHajamMu capKoJieMMbl,
JHepreTMyeckoe obecrevyeHyre KOTOPHIX OCYIIECTBIISETCS
Mg 3aBucumoit AT®-a30ii. [IpyMumHbl HapyleHns STUX
MPOLIECCOB, Beaylye K yojauHeHnto MHTepsana QT, Moryt
ObITh pasfeieHbl Ha BPOXKIEHHbIE U IMpUOGpeTeHHbIe
[7-9].

Qaktnveckn ygnauHeHue QT-MHTepBajla TECHO acco-
LIMMPOBAHO C Pa3BUTMEM LIEJIOTO psifa MAaTOMIOTMYeCKUX
COCTOSIHMI, K CaMbIM TPO3HBIM M3 KOTOPBIX OTHOCSITCSI
pucK pa3BuTus dhaTaabHbIX apUTMUIL Y BHE3AITHOI cMep-
™ [10, 11].

B Hacrosiliee BpeMsi MHOTOUMC/IEHHbIE MCCIe0OBaHUs
MOATBEPXKAAIOT, YTO BPOXKIEHHBIVI cMHAPOM LQT-uHTEp-
BaJia MpeACTaBiseT CO60i TeHeTUYEeCKU TeTepOoTreHHOe
3aboyeBaHNe, B JIUTEpAType OMucaHbl oKoao 180 myra-
LU, KOTOPBIE JIOKATU3YIOTCS B 6 TeHaX, PaClOI0KeHHBIX
NIpeyMyLIeCTBeHHO Ha Tpex XpomocoMax 7, 11 u 3 [12-16].
OnuH TeH KomupyeT HaTpueBoil KaHan (SCN5A), nBa reHa
KOAVpyloT KanueBble KaHansl (HERG mu KvLQT1) mn pBa
OTHOCATCSI K MOZY/ISITOpAaM pPaGOThl KaJlMeBOTO KaHaja
minK (KCNE1, KCNE2) [17-20].

Bpoxxknennsie popmbl LQT BK/IIOYAIOT:

1. Cungpom PomaHo-Yopaa BCTpedaeTcsl C 4acTOTOM
1 Ha 10 000; Tum Hac/iemOBaHUSI — ayTOCOMHO-AOMMHAH-
THBIA. [IposiBisieTcs yanuHeHueM uHTepBasia QT Gonee
440 MC ¥ CMHKONAJIbHBIMU COCTOSIHUSIMM (XOTSI BO3MOXK-
HbI U GecCHMHKOMaIbHble (GOPMbI), TAPOKCU3MAMMU SKETY-
JIOYKOBBIX Taxukapiuii (B OCHOBHOM TUIIA <«IIUPYIT»).
[To panHbIM M.A. IlIKOTBHUKOBOM Yy AeTeil B OTCYyTCTBUM
nedenust puck BCC crycts 3-5 yieT mocie mepBoro mnpu-
CTyIla IOTepU CO3HaHUs JocTuraet 31,6% M MakcumaseH
B ITy6epTaTHOM BO3pacTe.

2. Cungpom [Ixepsena-JlaHre—HenbcoHa: ayToOCOM-
HO-DeLleCCUBHBIN TUIT HaCIeLOBaHMSI BCTpeUYaeTCsl OYeHb
penko (mpubau3uUTeNnbHO y 1 M3 6 MITH. YelOBeK), coueTa-
€TCsI C HeliPOCeHCOPHOVi TYTOYXOCThIO.

3. Cungpom LQT ¢ cMHAAKTUIMEN.

4. Cnopaguueckuit LQT.

K npuunnam npuobpetenHoro LQT OTHOCSITCS:

1. [Tpyem MeIVKaMeHTOB:
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— aHTMaHTMHAaJIbHbIE CPEJICTBA;

— aHTMApUTMUYECKMe: HOBOKAWMHAMUA, XUHUIUH,
KOPIApOH, COTAJION, 6PeTUINIi U JIp.;

— aHTUMMAJISIPUITHbIE TIPEapaThl;

— aHTUOMOTUKU: SPUTPOMMUIIMH, OUCENTON, MaKpOJIU-
IibI, GIIOPKBMHAJIOHBI;

— QHTUAEINPECCaHThl TPULIMKINYECKNe (aMUTPUIITU-
JIVH, AE€3UTIPOMMUH);

— aHTUTPUOKOBBIE: HITYKOHA30JT, UHTPAKOHA30J1, KETO-
KOHA307;

— HepOoIeNTUKN: TalIONePUL0I, pecupumoi, GeHo-
TMUa3UHBbI, TaKie KaK TMOPUIA3H,

— aHTUTUCTAMMHHbBIE: aCTeMMU30JI, TepdheHaauH;

— MPpO6GYKOJ (JIUITNI-CHYDKAIOLIMIA ITpernapar);

— TepopabHbIe TUITOIIMKEMUYECKIE TTPerapaThl:
IMGeHKIaMUI, TIUGYPU;

— dochopoprannueckmie MHCEKTULIAIDI;

— Ou3anpupg — Ipernapar, peryMpyoumii MOTOPUKY
KUIIEYHMKA.

2. DNeKTPONUTHBIE HapYIIeHUs :

— OCTpast TUITOKaIMeMusl (CBSI3aHHAsT C BhIPAYKEHHBIM
IUYPE30M MUY TUTIEPBEHTUIISIIINEI);

— XpOHMYEeCKas TUTIOKaTEeMMUSI;

— XpOHMYEeCKast TUTIOKa/IbLIMeMUST;

— XpOHMYeCcKast TUTIOMaTHMeMMUSI.

3. Hapymenuss puTMa cepima: CUHIPOM CJI1aboCTu
CUHYCOBOTO Y3J/a, BbIpaskeHHast Opammkapausi, AB-6110-
Kama.

4. 3aboseBaHusT cepAla: MUOKApOUT, 3aCTOMHAas cep-
JleUHasi HeTOCTaTOYHOCTb, OITyXOJIM CepAIla, aHTPAI[UKIT-
HOBAas1 KapAMOIaTHs.

5. DHmOKpuHHbBIE 3ab6oieBaHMS: TUIIEPIIAPATUPEO3,
TUIIOTUPEO3, HeoXpPOMOIIUTOMA.

6. HeBposornueckue: sHuedaaut, cydapaxHOMOATb-
HOe KPOBOM3JIMSHIE, TPaBMa.

7. HepBHas aHOpeKCHsI, aJIKOTOJIM3M, rojofgaHnue, 6es-
6enKoBas guerTa.

Haub6onee yacTbiM MposiBienreM cuugpoma LQT cTa-
HOBSITCSI O6MOPOKM (ITpeuMYIIeCTBEHHasT MX MaHudec-
Tanusa B Bo3pacte 5-15 jer, yame y mMyskumH). YV 1/3
paHee 3[0POBBIX [IeTeil BHE3aITHAasi CMEPTb MOKET ObITb
nepBpiM U mnociaegHum cumnromom LQT. V 60% mnauu-
eHTOB LQT mposiBasieT cebGsi CMHKOIE, CyoOpOTaMM WU
cepaLie6MeHnsIMI, CBI3aHHBIMY C (GMU3MUECKOI aKTMBHOC-
THIO WJIM 3MOLMOHAJbHBIM HampspkeHueM. Eciiv njaHHbIe
CUMIITOMBI (CMHKOIIE, CY[IOpPOTM) CBSI3aHBI C peakuueit
«MCIyTa», — JO/DKHBI 6bITh Beckue momospenus Ha LQOT.
CHUHKOITa/IbHbIE COCTOSIHUSI MJIM BHe3aIlHasl CMepThb Ipu
OAaHHOM CHMHIAPpOME MOIYT BO3HMKATH IIPpU ILJIaBaHUU (B
15%); peskux akyCcTMUeCKUX CuUrHanax (8%), Takux Kak
3BYK JIBEPHOTO 3BOHKA, OymmibHuKa. B 10% cryyaeB LQT
paciieHMBaeTCss Kak SMMIeIcusi, ¥ 60JbHOTO HabmoaeT
HeBpormnaToJsor. Y 1/3 nmaiueHToB CUMIITOMbI OTCYTCTBYIOT.
IMpyuyHa CUHKOIMAJBHOTO COCTOSTHUSI TIPY JTaHHOM CUH-
IpoMe — JKeTyLOuKOBas MMapoOKCU3MasIbHasI TaxUKaPOUS
BepeTeHoOOpa3Hoii GopMbl TUIa «torsades de points»
(0OoHO- M AByHaNpaB/IeHHAas! [IPU CMHAPOMe AHAEpPCOHA).
MexaHMU3M BO3HMKHOBEHMSI JAaHHOI TaxuKapauu o6yc-
JIoBIeH eHOMEeHOM «Kackajax» (short-long-short). 3armyck
TaxuMKapauyu OTMeYaeTcsl IMocjae IOCTIelL0BaTebHOCTU:
9KCTPacUCTONa (CyNpaBeHTPUKYIISIPHAS MU KeTYIO0UKO-
Bas) — IMOCTIKTOMMYECKas May3a — HKCTPACUCTONA TUTIA
«P Ha T». Yem KoOpoue MpeA3KTONMUUYECKUiII mepuop u
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JIIVIHHEee TIOCTIKTONMYECKUii, TeM 60/bllias BepOSITHOCTh
pasBuTus HaTaabHO apUTMUMN.

IIpu LQT BbIfge/NeHbl [Be
(P. Schwarts, 1985).

Bosnbiuine kputepumn:

— ymiMHeHne KoppurupoBarHoro QT 6omee 440 mc;

— HaJuuue ceMeiHbIX cnydaeB yainuHenus QT;

— CMHKOIIe, MHIYIMPOBAaHHOE CTPECCOM;

— BPOXJEHHas MIyX0Ta B COYETaHMUM C yIIMHEHHBbIM
QT.

Marible KpUTepUN:

— BPOXJEeHHas ITTyX0Ta;

— IepuonMyecKasi permcrpaunsi BULOM3MeHEHU
3y6ua T (anprepHauys), cermeHTa ST;

— 6paguKapaust TeTCKOTO BO3pacTa.

OlleHKa KPUTEPUEB OCYNIECTBISIETCS MO 6GaIbHOI
cucreme (tabn. 1).

IPYNIBl  KPUTEPUEB

Tabauuya 1
OneHKa KpuTepueB

Kputepun Bannbl

JnekTpokapanorpaduyeckue

QTc>480 mc 3
QTc>460-470 mc 2
QTc>450 mc 1
Taxukapans TMna «nupyasT» 1
AnbtepHauus 3ybua T 1
M3oandazus 3ybua T 1
Bpaaukapams (B cOOTBETCTBMM C BO3PACTOM) 0,5
Knunuyeckune
CHHKOMe MHAYLMPOBAHHOE CTPECCOM 2
CuHkone 6e3 cTpecca 1
LQT B cembe 1
Cnyyau BHe3anHow cMepTu B ceMbe Y inL, Monoxe 30 net 0,5
BpoxaeHHas rnyxota 0,5

Cymma 6ayuioB 4 u 6Gonee — BBICOKAsh BEPOSITHOCTD
Hanmnuus LQT.

Cymma 6aioB 2-3— CpemHsis BEpPOSITHOCTD.

[Ipy HaaMuMM CyMMbl GaioB 1 M MeHee OUAarHo3
MaJIOBEepOSITEH.

BaskHO MOMHUTD, YTO HE3AaBUCUMO OT IMPUYMH YIJI-
HeHus1 QT uHTEpBasa BO BCEX CIy4asix COXPaHSIEeTCs BbICO-
Kuit pUCK pa3sBUTUS GaTalbHOM apUTMMUM U BHE3AITHOI
CMepTH.

CUHOPOM KOPOTKOIO QT-MHTEPBAJIA (SQT)

TepMyH «uaMOMIaTUUECKUIT KOPOTKMiT MHTepBan QT»
(idiopatic short QT interval) npennoxken B 2000 1. I. Gussak
et al. B HacTos11Iee BpeMs TPy 0606IIEeHMM 06IIEMUPOBBIX
MUCCIIeNOBAHNI TIPUHATO CUMUTATh YKOPOUYEHHBIM 3Haye-
Hue KoppurupoBaHHoro QT uHrepBana 300 Mc 1 MeHee
Yy B3pOCibIX (pacueT koppuruposanHoro QT mHTepBana
ocymectsieH no ¢opmyne QT=QT/VRR). V gnerteii yxo-
pPOYEHHBIM cuuTaeTcsl 3HaueHMe QT-MHTepBaga MeHee
290 MC npy HaIM4YMM B aHAMHe3€ CUHKOIIe, JKelTyI0YKO-
BBIX TaXMAPUTMUI U/VIK CEMEHBIX CTy4aeB YKOPOUEHMST
QT. Knuanuyeckoe 3HaueHue ykopoueHHOro QT-mHTepBa-
Jla Yy aCMMIITOMATUYHBIX MAIMeHTOB 6e3 OTSITOIEeHHOTO
CceMeifHOTO aHaMHe3a OCTAaeTCs HeBbISICHEHHBIM.

CHMHIpPOM BCTpedaeTcsl B paBHOM CTEMEHU Y JIUIL MYXKC-
KOTO M 3KeHCKOTO Iosia. HaciemyeTcs 1o ayToCOMHO-IOMM--
HaHTHOMY IIPU3HAKy. B HacTosiiee BpeMsl UIeHTUDUIN-
pOBaHO [ABa BUAA MyTalMM, BbI3bIBAIOIINX M3MEHEHUS
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aMMHOKMCIOTHOTO COCTaBa B KaHajle, DeryaMpyolem
TPacIoOpTUPOBKY MOHOB Kanusi (Ikr kaHan HERG): myTa-
umMmM Mo Tumy gain-of-function HERG (KCNH2), MucceHC
myrauyyu KvLQT1 (KSNQ1) [21, 22].

XapakTepHbl CyObEKTMBHBIE OLIYIIEHUS CepAledue-
HWUi1, TepeboeB B paboTe cepiiia, TOIOBOKPYKEeHMIA, 00MO-
POKOB. MIMeeT MeCTO OTATOLIeHHbIN CeMeHbI aHaMHe3 B
IJIaHe BHEe3aITHOM CMepTU.

Pasnuuator aBe ¢popmbr SQT:

1. YacToTHe3aBMUCUMOE NIOCTOSIHHOE MAMOMaTUIecKoe
ykopoueHue QT;

2. BpagusaBucumoe ykopoueHne QT.

ITpu mepBoM BapuaHTe (YACTOTHE3aBUCHMMOM) MMeEET
MEeCTO HapyllleHVe MOHHOTO TOKa Kaiusl IKr, 4TO MPUBO-
IUT K TeTePOTeHHOCTU MPOAO/DKUTENbHOCTHM TIOTeHI[ana
IeCTBUS U TIPOIO/DKUTENBHOCTU pedpaKkTepHbIX Tepu-
omoB. IIpu BTOpoM BapuaHTe (6pagn3aBUCMMOM) YKOPO-
yeHne QT cBSI3aHO C MPSIMbIM BO3[€ICTBMEM MeINATOPOB
rapacuMIIaTUYEeCKOil HEPBHOI CUCTEMbI, MUHTUOUPYIOMIVX
KanpLyeBblii TOK (Ica) M aKTUBUPYOIIMX KaJIMEBBI U
aleTUIXOMHOBbBIE TOKM (R. Shimf et al.). B o6oux cimyua-
SIX TIPOVUCXOAUT YKOpOUeHMe TOTeHIMaNa eCTBUS, UTO
MPUBOOUT K TPAHCMYPATbHOM OUCIIEPCUM PeronsIpu3a-
LM U K JIEKTPUUECKOI HeCTabMIbHOCTY MIOKapaa (CHM-
SKeHMe Topora GUOPUMIUISIIINA KeTyI0UKOB). [eHeTUUeCKu
06yC/IOBJIEHHbBIE M3MEHEHMSI MOTYT JIOKA/JIM30BaThCS Kak B
SKEJTyIOUKaX, TaK U B Mpeacepausix (3TMM 00yc/IaBIMBaeT-
cs1 BapuabeIbHOCTh TOMMKY HapYIIEHUIT pUTMa).

HOuarnoctuyeckue kpurepum SQT:

— muTtenbHOCTh QT-MHTepBasia — MeHee 300 Mc;

— ceMeliHble (Iyvyay BHE3aIMHOM cMepTy (IpeuMyIec-
TBEHHO B MOJIOZIOM BO3pacTe);

— Ha/mume ykopoueHHoro QT-MHTepBana y WIEHOB
CeMbU;

— yKopoueHMe pedpaKkTePHbIX IIEPUOIOB MPeICePaANit
U SKeTyOYKOB, BBISIB/ISIEMbIX C IIOMOIIIbIO BHYTpUCepHey-
HOVi CTUMYJISIIIAK;

— CHIDKeHMe mopora GubpwuIsiuu Tmpencepauii u
SKeJTYIOUKOB TPU IPOrpaMMUPYyeMOi 371eKTPOCTUMYJISI-
1197078

Bo Bcex ciyvyasix OMarHOCTMKM yKOpouyeHHoOro QT-
MHTepBaja HeOOXOAMMO WCK/IIOUUTh €ro BTOPUYHBIN
reHe3 1o MpUYNHE:

— I'UIIO- U TUTIEPTEPMUMN;

— TrUnepKajJueMium U TurepKaabLeMnn;

— auuzaos3a;

— IUCTOHUM aBTOHOMHOJ HEPBHOI CUCTEMBI;

— IIpyeMa aHTMapUTMUUECKUX IperapaToB (TOKau-
HUI U Op.).

CUHOPOM BPYTALA (BrS)

Cungpom Bpyraga (CB) mpezncrasisier co60i KIMHA-
KO-37IeKTpoKkapauorpabuyeckuii CMHIPOM, XapaKTepu-
3YIOLIUICS CUHKONMAAbHBIMM COCTOSHMUSMM M 3MMU304a-
MM BHe3aIllHOi CMepTH y MaIMeHTOB 6e3 OpraHuyecKmux
U3MeHeHuii B ceppue, npossiasowuiics Ha IKI' mogsb-
emoM cermeHTa ST B IpaBbIX I'PyOHBIX OoTBeAeHusx (V1-
V3) u usmenenmnem Komiuiekca QRS, CXOOHBIM C TAKOBBIM
mpy 6;710Kajie MpaBoi HOKKM Mydka I'ca (KOTopble MOTYT
TPaH3UTOPHO MCYe3aTb) C BO3HMKHOBEHMEM Ha 3TOM
(oHe 3m130/10B MOMMMOPGHO KEITYJOUKOBOW TaxmKap-
oy M GUOPWIIAINA SKeTyTOYKOB, O0YCTOBIMBAIOIINX
KIMHUYECKYI0 KapTuHy. [IpeumyliecTBeHHYI0 MaHMdec-
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TallMI0 CMHIPOMA PETMCTPUPYIOT B Bo3pacre 35-45 ner.
Camoe paHHee HAOMOIEHME OTMEYEHO Y 2-AHEBHOTO
pebeHKa, MaKCMMaJTbHBI OMMCAHHbBI BO3PACT Mal[MeHTa
¢ Cb— 84roma. BosuukHOBeHMe (aTaJbHBIX apUTMMUIA
OTMeuaeTcsl MPEMMYIIECTBEHHO B HOYHOE BpeMS U B
BeuepHUe yachl (BepoSITHAsl MapacuMIiaTMyeckas oOGyc-
JIOBIIEHHOCTb). B ciryyae cmepTy Mo pe3yibTaTam ayToOIl-
CUM TIpU3HAKM OpPraHMUYeCcKOTO TMOopaskeHus] MuoKapaa u
KOPOHapHBIX COCYOB OTCYTCTBYIOT [23-26].

PacrpocTpaHeHHOCTb JaHHOT'O CMHApOMa Cpely Hace-
JIleHMsl, B T.Y. MPOLIEHTHOE paclipefie/ieHye B pa3INUHbIX
9THUYECKUX TpYIrax HeusBecTHa. B psime nurepatyp-
HBIX MCTOYHMKOB YKa3aHO, YTO OCHOBHOE KOJMYEeCTBO
Habmomennit Cb oTMmeueHo y BbixoaieB IOro-BocTouHoii
u BocTouHOI1 A3un, a Takke y JIul U3 cTpaH BocTouHoit
EBpomnbl. B gpyrux cTpaHax [iefaiT MOMbITKY OIPefeIuThb
pacrpoCcTpaHeHHOCTb 3TOTO CMHAPOMA B Momyasiuyuu. Taxk,
B ogHol 13 6onpHul, CeBepHoit Kapomuusbr (CIIA) 661710
npoa”anusuposaHo 12 000 IKT maimeHTOB 6e3 3abose-
BaHMi1 ceppua. IIpy 3TOM M3MeHeHMs, XapaKTepHbIe IJis
CB, 66111 06HapYKeHbI ¥ 52 13 Hux (0,43%). imeHTUUHOE
MCCIemoBaHMe GbIIO0 TPOBENEHO B HECKOIBKUX GOTbHUIIAX
Adnouuu y 8612 manmeHTOB, Cpeiy KOTOPbIX MOJOGHBIE
nsMeHeHust KT 6butM o6HApYKeHbI Y 12 06C/IeI0BaHHBIX
(0,14%). Eme ogHa ocobeHHocTh CB 3akmovaeTcs B TOM,
YTO JaHHOe 3aboseBaHMe He peructpupyetcs y adpo-
amMepuKaHlleB. B inTepaTypHbIX UCTOYHUKAX YKa3bIBaeT-
cs1, uto CB 6bUT IPUUMHON BHe3arHoit cmepTu y 4-12%
BCeX BHEe3alHO MOTMOIIMX O0JbHBIX U OO0 20% BHesall-
HO TMOrMOIIMX OONbHBIX 6€3 OPraHMUYeCcKOro MOpakKeHMsI
MMoKapaa. YCTaHOBJIEHO, UYTO TeHeTu4yeckol ocHoBoi Chb
SIBJISIETCSI MyTaIus B reHe SCN5A Ha KOPOTKOM Tiieve 3-it
XPOMOCOMBI 3p21-24. DTOT reH KOmMUPYET CTPYKTYPY Gesika
0-CyObeMHUIIBI HATPUEBBIX KaHAIOB, 06€CIIeunBaIONNX
HaTpUEBbIl TOK MOTeHUMana neicreus. Cb HacemyeTcst
10 ayTOCOMHO-IOMMHAaHTHOMY TUITy [27, 28].

HoHHbIM MexaHn3MoM CB ipu mytauyyu SCN5A sBisi-
eTCsl yMeHbllleHMe KOMMUeCTBa UM YCKOpeHHAasl MHAKTU-
Bal[Msl HAaTPMEBBIX KAHAJIOB B KJIETKaX 3MMKapAa MpaBoro
KeNyIouKa, YTO MPUBOAUT K YMEHBUIEHUIO TUIOTHOCTU
IOTOKA HaTpUsl U TpeXAeBPeMEeHHOI pernonsipusanmnm
snuKapzaa. Kpome Toro, mpu 3TOM CMHApOMe 6bIIO 0OHA-
PY)KeHO TlepeMelleHe HaTPMEBBIX KAHAJIOB C TOBEPXHOC-
TU KJIETOK B S9HIOTUIA3MAaTUUECKUI PETUKYTYM, UTO TAKXKe
HapymaeT ux ¢GyHkuuo. IToTeps BepimHbl I1]] Ha HEKO-
TOPBIX y4yacTKax 3MMKapAa Py ero HOPMalbHON Belu-
YMHE B 3HJOKapfe CO3JaeT AVUCIEPCUI0 pernoisipusauumn
CTEHKM XXely[ouKa, MPUBOISIIYI0 K TPaHCMYpalbHOMY
IrpaAVieHTy HalpsDKeHMs], KOTOPbIi nposiBisercs Ha OKI
nogbeMoM cermMeHTa ST. BeposiTHO, BCieICTBME YKa3aH-
HBIX BBIIIE MTPOIIECCOB 06pa3yeTcs «ysS3BUMOe OKHO», BO
BpeMsI KOTOPOTO MOXEeT BO3HMKHYTh MeXaHU3M re-entry,
3aIMyCKaIOMIMNIii KemymouKoByio Taxukapanio (KT) u ¢ub-
PUWLISALINIO KemynoukoB (OXK). Takum o6pa3om, MyTalust
B reHe MPUBOIUT K MoTepe GYHKIMY KaHAIOB, UTO CO3/1a-
eT TeTeporeHHOCTh pedpaKkTepHbIX EPUOLOB — UAeallb-
HbI}t cyOGCTpaT Ijis MexaHU3Ma re-entry U SKeTygouKOBBIX
apUTMUINA.

[penmonaraeTcs, YTO IOMMUMO TeHETUUECKMUX Hapylle-
HUIT BaXKHYIO pOJb B pasBuTum rnomumopdHoit KT u ®XK
npu Cb urpaeT akTMBHOCTh aBTOHOMHOJ HEPBHOI CUCTe-
Mbl. B McciemoBanuy GbLIM TIOMYYEHbI TaHHbIE, TOKA3bI-
BaloIMe CTUMYJIMpYIOlee BAMSIHME Baryca Ha pa3BuUTHeE
@®X. B atom uccnemoBanuu y 6 mauyueHToB Ha doHe Cb

B.B. Pessan. KJIMHWUKO-3TEKTPOKAPANOIPA®UYECKME CMHOAPOMDI...
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snusogbl ®K uMenu MecTo BO BpeMs CHAa, OTAbIXa WMIN
MOYEMCITyCKaHWsSI M He BO3HUKaIM BO BpeMs Gusmyec-
koi1 Harpysku. Ha 3KI' mpmusnaku Cb nosiBasinucs mocie
BBeJleHMs TPOMPAHOIONA, TUIIEPBEHTWIAIIUY ¥, HA060-
poT, ucyesann mocie GhuU3nYecKoi Harpysku u uMHby3Un
msonpoTepeHosna. TakumM o6pasoM, GbIIO TTOKa3aHO, UTO
aKTMUBaLMS MapacUMMIIATUUECKON MM TOPMOXeHUEe CUM-
MaTMUueckoit HepBHOI CUCTeMbl UrpaeT BeIYIIYI0 POJb
B aputmoreHe3e npu CB. O6 3ToOM ke CBUAETENbCTBYET
yBeluueHue nogbeMa cerMeHTa ST IpuU BBeeHUU XOJIN-
HOMMMETHUKOB.

AnekTporapauorpaduyuecKme posBIeHMS:

— N3mMmeHeHUs XelTygoO4YKOBOTO KOMILIEKCa, MIEeH-
TUYHBbIE GIIOKaZe MpaBOil HOXKM Iydyka ['Mca He MeHee
YyeM B [BYX NpaBbIX MNPEKOPAMAIbHBIX OTBeIEeHUSIX.
InutenbHocTh QRS-MHTepBaNa IIPM 3TOM MOXKET ObITh B
npeneiax HOpMaJIbHbIX 3HAUEHUIA.

— Tlapokcu3Mbl XeylOYKOBBIX HapyllleHUii puTMa, B
T.4. paTanbHble Tapokcu3mbl XKT.

— Ilepuognueckoe ynnuHeHue uHTepBaia P-R.

— B 3aBUCHMMOCTM OT BBICOTHI 3jeBauu cermeHTa ST
" ero KOHGOUTYpalyy B MPABbIX MPEKOPAUATBHBIX OTBE/Ie-
HMSX pa3nnuaioT Tpu tuia Ch:

Tun 1 — cBomguaThiii (coved). XapakTepusyercs
ayeBaumeit cermeHTta ST>2 MM U CBOAYATOM KOHGUTY-
paumeii. IIpOTHOCTMYECKM CaMblii He6IaronpusITHbIM’
BapuaHT (puc. 1).

Puc. 1. CBomuaTsiit (coved)

Tun 2 - cennoBunHbiit (saddle-back). Xapak-
TepusyeTcsl aneBauueli cermenra ST>1 MM u cenjo-
BUIHO KOHbUTYpauuei (puc. 2).

Puc. 2. CepyoBuanslii (saddle-back)

Tun 3. XapaxkTepusyeTcsl SjeBalyeil cerMeHra
ST<1 MM, KOTOpbIit MOKET MMeTh 006e KOoHUrypauun,
HO yallie CeIJIOBUIHYIO.

B 3aBucumoctu ot kaMHudeckux u IKI-nposBreHumii
pas3nuuaoT cienywoinye BapuaHTbl Cb:

1. TTo KIMHMYECKUM IPOSIBJIEHUSIM :

— 6eCCMMITOMHbIN — PETUCTPUPYETCS TOTBKO JJIEKT-
poxapayuorpaduueckmii maTTepH,

— KJIaCCUYeCKUil — perucTpupyorcs TunudHbsie JKI-
M3MeHEeHMSI, OTMEUarTCs SMU30bl CMHKOIE, GUKCUPYIOT-
Cs1 CIIOHTaHHbBIE JXeyI0YKOBble HapYyILIeHUsI pUTMa.

2. TTo anekTpokapaMorpa@uuecKum MpOSIBICHUSIM |

— TUIIMYHBI — TIOCTOSIHHASI perucTpaiusi rnaTTepHa
CB Ha 3KT,

— JIATEHTHBIN — TUIMYHbIe n3MeHeHuss Ha JKI' BO3-
HMKAIOT TOJBKO ITOCJIe CTUMY/ISIIMM (B T.4. MeIMKaMeH-
TO3HOIA),

— MHTEPMUTTUPYIOUIUIT — 3JIeKTpoKapauorpabmuyec-
K¥e IPOSIBJIEHUSI PETUCTPUPYIOTCS SMU300UUECKU U UCYe-
3a10T CIIOHTAHHO.

B.B. PezsaH. KNTMHUKO-3NEKTPOKAPAMOIPA®UYECKME CUHAPOMbI...

APUTMOTEHHAS OUCNNA3UA NPABOIO XENYAOYKA
(ARVC)

ApuTMmoreHHass [AucIuia3us IIPaBOro KeJyAouka
(AOIDK) — nepBuyHOe nopaxeHue MMUOKapAa, umemwllee
YacTO CeMelHbIM XapakTep, XapaKTepusyloleecs CTPyK-
TYPHBIMM ¥ (DYHKIMOHAIBHBIMM aHOMAIVMSIMMU IIPaBO-
ro sxenypouka (IDK), cBsizaHHOe ¢ mporpeccuMpOBaHHBIM
3aMellleHeM MMUOKapaa KMPOBOit 1 PrOPO3HOI TKaHbIO.
WcTMHHAsT pacnpoCTpaHeHHOCTb CMHIpPOMa HeM3BeCcTHa
(omHaKo mpeJonaraeTcs JOCTATOYHO BbICOKAsI BCTpevae-
MOCTb B nony/siuun: 1 cayuait Ha 5000 yenoBek). meroT
MECTO IaHHbIe 0 GOJIbILEH TPEAPACTIONOKEHHOCTH K 3a60-
JIeBaHMIO MYXXUVMH, YeM JXeHLIVH [29-31].

[penmonaraeTcss HECKOABKO 3TUONIOTMYECKUX TPUYNH
Bo3HMKHOBeHUsT AIITDK: gereHepaTuBHas, BOCHAIUTENb-
Has, TeHeTMUuecKasl, OAHAKO JOKYMEHTAJIbHO IOIATBEpX-
JleHa JMIIb Hac/leAcTBeHHas Teopus. [IpenmosnaraeTcs
Takke BapuabenbHoe HaciaemoBanue AIIIDK: ayTOCOMHO-
JOMMHAHTHBI/ TUI (IIPEUMYILECTBEHHO) ¥ ayTOCOMHO-
pellecCUBHBIIA.

Ha done HacnenosaHus oKyca MopaskeHHOM XpOMOCO-
MbI HAPYIIAeTCsI CUHTE3 COKPATUTEIHHOTO Ge/ika o.-aKTUHA.
BrnocnencTBuy 3armyckaeTcsl 1ellb FeHeTMYecKMX Hapy-
IIEHU, YTO TPUBOAUT K CUHTE3y medeKTHOro 6Geyka
capkoMepa U TOSIBJIEHUIO JlereHepaTUBHBIX KOMILJIEKCOB
B MMOLMTaxX. B pesynbrare nyuTonmsa KIeTOK MUOKapna
HOpMaJlbHasi MMOKapAMaabHasl TKaHb 3aMellaeTcs KUpPo-
BbIMM ¥ (GUOPO3HBIMM KieTKaMMu. I10 ZaHHBIM MHOTUMX
aBTOPOB, OCHOBHO} IPUYMHOM T'MOeNN KIETOK SIBJISETCS
artornrto3. IIpu 6one3uu Naxos (MyTallys B TeHe TUIaKOT-
J00MHA) KIMHUYECKU HAGTIONAIOT SKTOAEPMATbHYIO ANC-
17183110 ([1aJIbMOIIaHTAPHBIN KepaTo3, U3MEHeHMSI BOJIOC
¥ HOTTeil).

[TaToreHeTHYeCckuii MeXaHU3M BOCIIQJIUTENbHON Teo-
pun tnipmobpereHus: ANIDK sakimodaercs, 10 MHEHMUIO
HEKOTOPBIX aBTOPOB, B TOM, UTO IIpY BO3LECTBUU BUDY-
coB (Kokcaku B3) HabGmomanyu pasBUTHE M30JIMPOBAH-
HOTO IIPaBOKeTYyIOYKOBOIO MMOKapAMUTa C AeCTpyKuueii
MMOLIMTOB, OCTPOi MHGUAbTpaLMeli MOHOHYKIeapHbIMMU
KJIeTKaMy, YTO B IOC/AenyolieM MPUBOLMUIO K IOsIBIIe-
Huio aneBpusM IDK. CyluecTBYIOT U Apyrue MHeHMs, IpU
KOTOPBIX CUMTAETCS], YTO BOCHAIUTEIbHbIe MUHOUIBTPATHI
SIBJISIIOTCSI peakijyeil Ha TIepBOHAaYaIbHO MOBPEXAEHHBIN
MMOKapZ,

Hesnb3s MCK/IIOUATh COYETAHHBIN BapMaHT MpuodbpeTe-
Husg AJIIDK, KoTopblii peamnonaraeT Haau4yue reHeTuyec-
KM OOYCIOB/IEHHOJ YYyBCTBMUTEJIBHOCTY K arpecCMBHBIM
areHTam (BUPYCHOJI U 6aKTepUATbHOI TPUPOAbBI) U U3Me-
HEHMIO MMMYHOJIOTMYeCKOJ peaKTUBHOCTH [32—-34].

Pa3inualoT YeThipe Tiepuoaa pa3BUTHs 3a60/1eBaHMS:

1. CKpBITBHIN HIepuoA, — MMHMMAJbHbIE CTPYKTYPHbIE
nsmenenus: IDK mpu OoTCyTCTBMM WM Hanu4yuy MUHU-
MaJbHBIX JKeIy[OYKOBBIX HapyueHuyi putma. BCC mpu
9TOM MOXET OBbITb MEPBBIM U €IMHCTBEHHBIM ITPOSIBIIE-
HHUEM.

2. SIBHbBIE 3MeKTpUUeCcKMe HapylIeHUsT — OTMeYarTCs
CUMIITOMHbIE TTPABOKENTyIOYKOBbIE apUTMUM, BOZMOXKHA
@OX Ha ¢doHe oueBUIHOI GYHKUMOHAIBHON U CTPYKTYpP-
HoM aHomasnui [DK.

3. HemocratouHocts IDK — mporpeccupoBaHue pac-
MPOCTPaHEeHMs] MAaTOJIOTMUECKOro Mpolecca B MUOKape,
dbopmupoBanue ob6meit auchyHkiym DK mipu oTHOCHU-
TeJIbHO COXpPaHEeHHOM JIEBOM >xenypouke (JDK).
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Tabnuya 2
CpaBHeHMe auarHocTmyeckux kpurepues AIITDK 1994 r. 1 2010 1.

Kputepun [wnarHoctuyeckue kputepum 1994 r. MepecmoTtpeHHble kputepun 2010 1.
06Lwas unm permoHanbHas AMCHYHKLUA U CTPYKTYPHbIE USMEHEHMS
Bonbuwwe o darHbIM d8yxMepHoii Ixokapouozpapuu
BblpaxeHHas aunataums U yMeHblueHue dpakuum 30HbI 0KaNbHOW aknHe3uu, auckuHesum MX unu aHespumsma MK
Bblibpoca MK 6e3 nopaxeHus JHK
AHeBpu3MbI XK, 30HbI aKUHE3UM UNU AUCKMHESNN C MapacTepHanbHas no3uums, AAMHHAs OCb (B KOHLE Anactonbl) — Anametp BTIMXK 232 MM (c koppekum-
BbINAYUBAHMEM BO BPeEMSs AMaCTONbI eil Ans Nnowaan NoBepxHocTu Tena 219 Mm/m?)
BbipaxeHHas cermentapHas aunataums MK MapacTepHanbHas No3nLKa, KOPOTKas oCb (B KOHUE AnacTonbl) — auametp BTIXK 236 MM (c koppekum-
e/l NS NNowWaam NoBepxHOCTH Tena 221 Mm/m?)
Dpakums usmMeHenus naowaam MXK €33%
o daHHbIM MPT
30Hbl 10KaNbHOM akMHe3uu, AMckuHesun MK unm auccuHxpoHms cokpatuenus MK
OTHOLWEHME KOHEYHO-AMACTONMYeCcKoro obbeMa MX K nnowaau nosepxHoctv Tena 2110 ma/m? y
MY>KUUH 1 2100 Mn/M? y KEeHLMH
MOpakuus Boibpoca MK <40%
Mo darHeIM aHeuozpaguu MK
30HbI 0KaNbHOW aknHe3uu, auckuHesum MX unu aHespumsma MX
Manble o 0aHHbIM 08yXMepHoUi 3xokapouozpagpuu
YMepeHHas Aunataums U yMeHblueHue dpakumum 30HbI IOKaNbHOM akUHE3UM, AUCKUHE3UM THK
Bbibpoca MK 6e3 nopaxeHus JK MapacTepHanbHas no3nLms, AAMHHAs OCb (B KOHLLe AnacTonbl) — anametp BTIK 29-32 mm (c koppek-
uMel ANs Nowaam nosepxHoctu tena 16-19 mm/m?)
YMepeHHas cermeHTapHas aunataums MX MapacTepHanbHas No3uums, KOPoTKas oCb (B KOHLE AnacTonbl) — Auametp BTIMXK 32-36 MM (c koppek-
uMel Ans naowaau nosepxHoctu tena 18-21 mm/m?)
PervoHanbHas runokuHesms MK @Dpakums usmMeHenus naowaam MX 33-40%
Mo daHHeIM MPT
30HbI NOKANbHOM akMHE3UM, AUCKMHE3UM TK nam anccuHxponus cokpatuenmns MK
OTHolLeHKe KoHeuHo-auacTonnyeckoro obbema MX k nnowaan nosepxHoctv Tena 100-110 mn/m? y
MYX4nH 1 90-100 M/M? y SKEHLLMH
DOpakuus Boibpoca MK 40-45%
Mopdonoruueckas kapTuHa MMoKapaa
Bonbwne  DOUBPO3HOE U XMPOBOE 3aMelLeHNe MUOKapAa YMeHbLUeHWe KonnyecTBa MounTos <60% npu MopdoMeTpuyeckom aHanuse, ¢ GUbpo3HbLIM Uan
XMPOBbIM 3aMelLeHWeM Unu 6e3 Hero, B 04HOM U 6onee o6pasLax SHAOMUOKapAUanbHbIX GUONTaToB
cBoboaHOM cTeHkn MK
Manbie YMeHbLueHue konuyectBa MyuountoB Ao 60-70% npy MopdoMeTpuyeckoM aHanmse, ¢ GMBPO3HbIM UK
XMPOBBIM 3aMellieHneM unu 6e3 Hero, B 04HOM U Gonee obpasLax SHAOMUOKapAUanbHbIX GUonTaToB
cBo6oaHoM cTeHkn MK
H
dPy [ 4 P
bonbwwme MHBepcus 3ybua T B otBeaeHuax V1-V3 y nuu ctapwe 14 net (Npu oTCyTCTBUM NONHOM 6n0Kaab!
npaBoii HOXKM nyyka lMca)
Manbie MuBepcus 3ybua T B otBeseHusx V2-V3 y nuuy ctapwe  MHBepcus 3ybua T B otBeaeHusx V1-V2 y nuy ctapwe 14 net (npy oTCyTCTBMM NONMHOW 6nokanbl
12 net (npu oTcyTCTBMM GNI0KaAbI MPAaBOM HOXKM Myyka  MpaBOW HOXKM nyuka lMca) nnu V4, V5 unn V6
nca) MuBepcus 3ybua T B otBeseHusx V1, V2, V3 u V4 y nuy ctapwe 14 net npu Hanuuum nonHow 6aokaapl
npaBoit HOXKM nyuka Mca
Hapywenusa aenonsipusauuu
Bonblme  Sncunon-sonHa (eW) unm komnnexc QRS 6onblue 110 SncunoH-sonHa (eW) B otBeseHuax V1-V3
MC B oTBeaeHuax V1-V3
o darHbiM 3K 8bicok020 paspeweHus
Manble  Hanuuue no3gHMX NoTeHUManoB Hanuuue nosgHmx noteHumanos npu QRS He Gonbuwe 110 Mc Ha ctaHpapTHoi KT
[LnutenbHocTb GunbTpoBaHHoro QRS2114 mc
[n1TenbHOCTL KOHEYHOTO MHTepBana GpunbTpoBaHHoro QRS-koMnnekca ¢ aMnanTyaoi MeHble 40 MkB
238 Mc
Amnautyna nocnegaux 40 mc QRS-komnnekca €20 mMkB
Hanuuune aputmun
Bonbuwme BbifiBNeHMe 3nM300B HEYCTOWUMBOI MW YCTONUUBOW XeENYA0UKOBOM TaXMKapauM C KOMNeKcaMu no
TNy 61OKaAbl NEBO HOXKM Nyyka Mca (C oTpULIATENbHBIM MAKM HeonpeaeneHHbIM koMmniekcoM QRS B
oteenenusix I, 111, AVF u nonoxutenbHbiM B oTBeaeHUn AVL)
Manble BbisiBneH1e an130408 Xenyao4KkoBO TaxmKapaum BbisiBneH1e anM3000B HEYCTONYMBOW UM YCTONYMBOW XeNyA04YKOBO TaXMKapanum C KoMnaekcamu no
(YCTOMYMBOWM MM HEYCTOMYMBOM) C KOMNIEKCAMU NO TNy 6110Kaabl NeBOM HOXKM Myyka Mca (c nonoxuTtenbHbIM komnnekcoM QRS B otBeaenumsix |1, 111, AVF
Tvny 610KaAbl NeBOM HOXKM Myyka Mca (Ha IKI nokos, 1 oTpuuUaTenbHbIM B 0TBeAeHUH AVL)
XonTepoBCKOM MOHUTOPUPOBaHUM, Npobax ¢ Gusnyec-
KO HarpysKkoit)
Xenypoukoas skcTpacuctonuns >1000 B Teuenne cytok  bonee 500 xenynoukoBbIX SKCTPACUCTON B TEYEHWE CYTOK NPU XONTEPOBCKOM MOHUTOPUPOBAHUM
npu XonTepoBCKOM MOHUTOPMPOBaHUU
CeMeiiHbli aHaMHe3
bonbwwme  Ouarvos ALMXK y poacTBEHHWUKOB, NoaTBepxXAeHHbIM No  [AuarHo3 ALMXX y poacTBeHHUKOB NepBOit CTEMEHW POACTBA, YCTaHOBEHHDIN MO COBPEMEHHBIM
[aHHbBIM ayTOMCUM UAW NP OnepaLnu KpUTEpUIM
[unarHos ALIMK, noaTBepXAEHHbIN Yy pOACTBEHHMKOB NEPBOW CTENeHM PoACTBa MO AaHHbLIM ayToNncum
MK Npu onepaummn
BbisiBneHMe natoreHHbIx MyTauumit, xapaktepHbix ans ALMK
Manbie BCC B cemMeiiHOM aHaMHe3e y nuL, Monoxe 35 net Hanuune ALMX y poacTBEHHWKOB NEPBOM CTENEHW POACTBA B aHaMHE3e, HO KOrAa He NpeAcTaBiseTcs

npeanonoXuTenbHO No npuynHe AAMXK

Hanuuue B ceMeiiHOM aHaMHe3e POACTBEHHMKOB, Y KO-
TOPbIX UMENW MEeCTo AuarHocTuyeckue kputepum ALMK

BO3MOXHbIM NOATBEPAUTb EM0 COOTBETCTBME COBPEMEHHDLIM ANArHOCTUYECKUM KpUTEPUAM

BCCy nuu, Monoxe 35 neTy poACTBEHHUKOB NMepBOii CTENEHW POACTBA NMPEANONOXUTENBHO MO MPUYKHE
ALMX

[uarno3 ALMX y poAcTBEHHUKOB BTOPO# CTENEHW POACTBA, MOATBEPXKAEHHbIA TMCTONOMMYECKU Un
COBPEMEHHbIMU AMArHOCTUYECKUMU KPUTEPUAMMU

Mpumeuanus: ALMXK — apuTMoreHHas aucnnasus npasoro xenynoyka; BCC — BHe3anHas cepaevHas cMeptb; BTIK — BbIBOAHOM TpakT npaBoro xenyaouka; MK — npasbiii xeny-
nouek; MPT — MarHuTHo-pe3oHaHcHas Tomorpadus; K — anektpokapamnorpadus

Wctounuk: Frank I. Marcus, William J. McKenna, et al. Diagnosis of Arrhythmogenic Right Ventricular Cardiomyopathy /Dysplasia: Proposed Modification of the Task Force Criteria //
Circulation. - 2010.- Vol. 121. - P.1533-1541.
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4. BUBEHTPUKY/ISIPHAs HEOOCTATOYHOCTb C BOBJIEUEHU-
eM B mnatonorumdeckuii mpoiecc JOK. OTMeuaeTcss KIMHMKA
3aCTOIHOM CepmevHoii HemOCTaTOYHOCTH, pasBuUTHe (H1b-
PWUISILIA TIpeAcepamit TPOMO03IMOOTNUECKX OCTOSKHEHMIA.

B 1994 r. rpynmoii EBporierickoro u MexxayHapogHOTO
KapaMOJIOTUUECKUX OOLIECTB ObUIM TPEAJIOKEHbI Aya-
rHoctuueckue kputepun AIIDK, a B 2010 r. oHu GbLIn
TepecMOTPEeHbI U IOTMOHEeHbI [35, 36]. B Tab1. 2 mpencTas-
JIeHbI CTapblie ¥ HOBble KPUTEPUN.

Ina mocraHoBku AmarHosa AJIIDK, cormacHo Kpu-
TepusM 1994 1., Heo6XOAMMO HaMMuMe OBYX GOJBIINX
KPUTEPUEB WIM ONHOTO GOJBLIOTO M AOBYX MaslbIX, MU
yeTbIpex MaJjbIX KpUTepUeB W3 DpPa3JINYHbIX TIPyII.
AHaJIOTMYHYI0 COBOKYITHOCTb UCIONB3YIOT U B KPUTEPUSIX
2010 r. OTAMuYUTETHbHOM 0COGEHHOCTHIO CUMTAETCS TO, UTO,
COTJIACHO HOBBIM KPUTEPHUSM, AMArHO3 YCTAaHABAMUBAIOT U
MPY HAJIMYUY OTHOTO GOJBIIOTO ¥ OJHOTO MAJoro Kpu-
TepueB, a TakKkKe MPU HaAUUUM TPEX MajblX KpPUTepueB
u3 pasnuuHbix rpynn. duarHos AIIDK BepositeH mpu
HaJIMUMM OJHOTO GOJIBIIOTO U ABYX MaJIbIX KPUTEPUEB U3
DPa3HBIX IPYMII.

Hanb6onee mHGOPMAaTUBHBIM Cpeay HeMHBA3MBHBIX
meTonoB AuarHoctTuku AITDK cuntaeTcsi MarHUTHO-pe30-
HaHCHast ToMorpadusi, TO3BOJISIOIIAS OLEHUTh pa3Mephl U
dbyHKIMIO cepala, XUPOBYI MHBOJIOIMIO B cTeHKe IDK,
YTOUHUTH HApyLIeHUs] peTMOHAPHOM COKPAaTUMOCTU MUO-
Kaphaa, BbISIBUTh HaIMUMe aHeBPU3M, UCTOHUEHUE CTeH-
KU TIpaBoro kenygouka. OmHako AaHHble M3MeHeHUs He
SIBJISTFOTCSI TATOTHOMOHMYHBIMM TOJIBKO AJ1s AJITDK (Heo6-
XOIMMO TTPOBOIUTD MU HepeHIPOBKY C MUOKapAUTAMMU,
MHGAPKTOM MPABOTO KeJNyOoUKa, a TaKKe UAMOoIaTnyec-
KOV AuIaTallMOHHOM KapAuoMMOIiaTuein).

TepMMH «KaTexoJaMUHepruyeckas >KelyLouKoBast
TaxuKapausi» BIepBble MpeliokeH A. Leenhardt et al.
B 1995 1., XOoT mMy6GaMKaIlMM, OMMUCHIBAKOIINME TaHHOE
HapylleHye CepIevYHOro PUTMa, ObLIM M3JaHBI paHee.
KaTexonamMuHepruyeckasi nonvMopdHas >KelygouyKoBas
taxukapaust (KIDKT) mpepncraBasieT cob6oit monumopd-
HYIO IByHaIIpaB/IeHHYIO 3/I0Ka4eCTBEHHYIO TaXMKapAUIO C
perucTtpanyuei KoMIiaeKkcoB QRS Kak MMHMMYM JIBYX MOP-
donoruit u uHyLMpyemylo bu3MUeCcKoit Harpy3Koit mimn
aJlpeHepruyeckoil CcTumysasaumeit (IICMX03MOLMOHAIbHOe
HalpsDKeH)e), a Takke PerMCTPUpYeMyI0 IpU BBeAEeHUM
usonpotepeHosna. CONPOBOXKAAETCS CUHKOIMNAJIbHBIMU
COCTOSTHMUSIMU U MMeeT BbIcOKMit puck BCC. BHe mpucTtyna
He y[aeTcsl AMarHoCTMpPOBaTb M3MEHEHUII CO CTOPOHbI
cepaua.

B Hacros1ee BpeMsI reHeTHYeCKasl M3y4eHHOCTb JaH-
HOTO CMMIITOMOKOMIUIeKca Hebombiras. Ha Hacrosiee
BpeMsl INpeAIonaraeTcsl Haauuye CBSI3U MEXOY IaHHbIM
TUIIOM apUTMMM Y MyTalyeli reHa pYaHOAVHOBBIX pelel-
TopoB (hRy R2), pacronoskeHHbIM Ha XpoMocome iq 42—
iq 43.Y 30-40% mpo6aHI0B B ceMbe HaOTIOAAINCDh CTydan
BHE3aIlHOV CMepTH.

BO3HMKHOBeHME apUTMMUM CBSI3AHO C TeHeTUUYeCKU
06YCIOBIEHHO! BHYTPUKIETOUHO Meperpy3Koil MoHaMu
KaJblMsl B Pe3y/IbTaTe ero BBICBOOOXKAEHMS U3 CApKO-
M1a3MaTUYeCcKOro peTukynyma. Bapmauun mopdonorum
SKeTyJOYKOBBIX KOMIUIEKCOB MOTYT OBITH OOYCIOBIIEHBI
MeXaHM3MOM paHHell mocTaenonspusauuy Ha GoHe
MOBBILIEHMST aKTMBHOCTM CHMIIaTOAAPEHANOBO cucTe-
Mbl, @ MOTYT ObITh CJIEICTBMEM KOHKYPUPYIOIIMX OYaroB

B.B. PessaH. KNIMHUKO-3NEKTPOKAPAMOTPA®UYECKME CUHAPOMbI...

TpMI‘I‘epHOVI AKTUBHOCTU UJIN UBMEHEHUU YCHOBV[IZ IIpoBe-
OEeHUA TaXUKaAPOANUTUYECKNUX MMITYJIbCOB.

OTMeualoTcs CIIOHTaHHbIE TOJIOBOKPY>KeHMsI, HeXBaTKa
BO31yxa, 601 B TPyau, CYmLOPOrH, O6MOPOUYHbBIE COCTO-
sIHUSI (TIPeMMYIIeCTBEHHO B JEeTCKOM BO3pacTe, Ipuyem
yeM paHbIlle BO3HMK IepBbIii OOMOPOK, TEM IPOTHO3
He6maronpusaTHee). JJlaHHbIE CUMIITOMbI BO3HMKAIOT Ha
(oHe puM3MUECKOTO MM TICUXOSMOLMOHAIBHOTO HAIpSsi-
skeHus1. [IpekpaiiieHe Harpy3ku, Kak MpaBuiio, MO3BOJsIeT
MIpenymnpeanuThb pa3BuTe 06MOPOKa 13-3a GBICTPOrO CIIOH-
TaHHOTO KyIMPOBaHUSI apUTMuM. [Ipu pa3BUTHUM TSIKEIOTO
MPUCTYIA TaxUKapAuM OTMeUYaeTcsl MOBBILIIEHNEe apTepu-
QJIbHOTO [aBjIeHMsI, HeIPOMU3BOJIbHOE MOYEeMCITyCKaHMe.
O6GMOpPOK IJIUTCSI OT HECKOJIBKUX CEKYH[ 10 HECKOIbKUX
MMHYT. BOMBIIMHCTBO 6GOJbHBIX 0€3 peaHMMAalVIOHHBIX
MepOnpUSITUIl TIPUXOAAT B ceOsl, OMHAKO B HEKOTOPBIX
CJIy4asix BO3MOKEH CMepTeIbHbIN VCXOI.

OKT-KpuUTepuu KaTexoJIaMUHEPTrUUECKON TaXuKapauu
cylenylonie:

— OKT B IOKoe: perucrpauusi OTHOCUTEIbHO Opaan-
Kapauu (B OONMBIIMHCTBE CJTyYaeB);

— mpu mapokcmusmax JKT: peructpanuss MUPOKUX
SKEeTYIOUYKOBBIX KOMIUIEKCOB KaK MUHUMYM JBYX MOPGO-
jioruueckux Gopm;

— HemnpepbiBHOE aJbTEPHUPOBAHME >KeyIOUKOBBIX
KOMIUIEKCOB T10 (popMe M aMIUIUTY[e BO (DPOHTAIbHON
miockoctu (amie 70 mo 120°);

— WKC B 3anne Taxukapauu ot 140 go 200 yo/muH;

— IIpU OPONO/KEHUM Harpy3Ku IPOUCXOOUT TPaHC-
dbopmanusa [ByHANpaBlIeHHON TaxMKapauyu B IOIMMOD-
(HYI0 ¢ HeperyasIpHOI YacTOTOM KeTygoYKOBOrO pUTMa.
Boixon u3 3anma yepes3 IOAUTENbHYIO Tay3y, IOCTe Yero
OTMevaeTcsl 3aMeljamiuii (Kak IpaBuiio, AB-y3710BOii
put™m). Yepe3 HECKOIBKO CeKYHJ, PETUCTPUPYIOT BOCCTa-
HOBJIEH/€ CMHYCOBOTO PUTMA.

B 2011 r. Beinin PekoMeHpaiuu EBporeiickoro o6ie-
CTBa KapJMOJIOTOB 110 TeHeTUUEeCKUM MUCC/IeIOBAaHUSIM TIpU
KaHajJIomaTuAX M Kapayomuonatusx [37]. B mokymeHTe
TOBOPUTCS, UTO:

— TeHeTUYeCKYI0 KOHCYJIbTAallMI0 PEKOMEHIYIOT IJIst
BCeX IalMEeHTOB ¥ PONCTBEHHMKOB C CEMENHBIM aHaM-
HEe30M KapAMOMMOIIaTUI M KaHaJOMaTUi, U OHa AOJDKHA
BKJTIOUATh B Ce0SI OOCYXKIEHME PUCKOB, TOMb3bI U BO3-
MOKHbIEe BapMaHThl KIAMHUYECKUX U/UIU TeHeTUUeCKUX
06C/IefoBaHMIA.

— pelleHye O BbIOOpE MeTOHAA JieueHMs] He AOJKHO
OCHOBBIBATHCS TOJIBKO HA pe3y/lbTaTax FeHeTUYeCKUX Tec-
TOB, @ JIO/DKHO OBITh OCHOBAHO Ha KOMILJIEKCHOW KJIMHU-
4eCcKOoil OLleHKe.

— B (Iy4asiX He6IaronpusTHOrO CEMefHOTO aHaMHe3a
10 KaHAJIOTIATHSIM Y KapAMOMMOIATUSM GYIeT Moe3HbIM
reHeTM4YeCcKoe KOHCYJIbTMPOBaHMe Ha CTaAuy IUIaHUPOBa-
HUSI CEMbU.

Pexomenoayuu no zeHemuueckomy mecmuposaquro npu
cuHdpome LQT:

Kimacc I

[MTanyeHTaM, y KOTOPbIX IO JAHHBIM OO6CIeTOBaHMS
MMEKT MeCTO XapakTepHble mjs cuHapoma LQT naH-
Hble CeMelfHOTO aHaMHe3a, KIMHUYEeCKMe MPOSIBIEHUS U
aJIeKTpoKapauorpaduyeckyie Mpmu3Haky (IOTyYeHHbIE T10
nma"HbIM JKT mokost, TecToB ¢ (GU3MUECKOi1 HATPY3KOi W
TECTOB C BBeJeHMEeM KaTexOJaMMHOB), IMOKa3aHO KOMII-
JIEKCHOE TeHeTMYecKoe 06cIefoBaHme Uiy 06cIesoBaHne
Ha BbISIBJIEHME T€HEeTUUYECKMX MapKepoB CMHAPOMOB LQOT
1-3 (B reHax KCNQ1, KCNH2, SCN5A).
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[TanmeHnTam ¢ yajuHeHueM MHTepBasia QT (KoTOopoe
ycTaHaBAMBaeTcs 1Mo aauteabHocTy QTc>480 mc B mybep-
TaTHOM Bo3pacTte 1 QTc>500 Mc y B3pOC/IbIX), Y KOTOPBIX
HeT KIVMHUYEeCKUX MPOSIBIIEHUII U OTCYTCTBYIOT KIVMHU-
YecKue COCTOSTHUS, KOTOpble MOIM Obl MOBIMSTH Ha
yoivHeHue uHTepBana QT (3/1eKTpO/IMTHBIE HApYyIIEeHMS,
runepTpodust Mmoxkapaa, 610Kabl U Ip.), TOKa3aHO KOM-
TUIEKCHOE TeHEeTHUeckoe 00C/IefoBaHue uin obcaenoBa-
HMe Ha BbISIBJI€HME TeHeTUYeCKUX MapKepoB CMHAPOMOB
LQT 1-3 (B renax KCNQ1, KCNH2, SCN5A).

[Ipu BBISIBIIEHMM TalVieHTa C TUIIMYHBIMU IIPOSIBIIE-
HusMu cuHapoma LQT peKoMeHIyeTCsl TeHeTUuecKoe
TeCTMpPOBaHMe WIEHOB ceMeil M POACTBeHHUKOB Ha TIpe/l-
MET BBISIBIEHUS crenubuueckux mjsi cuHgpoma LQT
MyTaluit.

Knacc I1b

[MauyenTtam ¢ yaiuHeHueM uHTepBana QT (KoTopoe
yCcTaHaBAMBAETCs MO JymTenbHocT QTc>460 Mc B mybep-
TaTHOM Bo3pacte u QTc>480 Mc y B3pOC/BIX), BBISIBIEH-
HOM Ha HecKoMbKUX IKI' ¥ y KOTOPBIX HET KIMHUYECKUX
TIPOSIBJIEHU, MOKET ObITh ITOJIE3HBIM KOMITJIEKCHOE TeHe-
THUeckoe o0cC/IenoBaHMe MM 0o6ClIefoBaHMe Ha BbISIB-
JleHue TreHeTHYeCcKux MapkepoB cuHiapoMmoB LOT 1-3 (B
reHax KCNQ1, KCNH2, SCN5A).

PexomeHO0ayuu no zeHemuueckomy mecmuposanuro npu
cuHopome SQT:

Knacc I

[Tpu BbISIBAEHUM MAlLlMEHTa C TUITMUHBIMU MPU3HAKA-
mu cuHgpoma SQT peKOMeHAyeTCS TeHeTU4YeCcKoe Tec-
TUPOBaHME WIEHOB ceMell ¥ POACTBEHHUKOB Ha MpeaMeT
cnenubuueckux A cuaapoma SQT MyTaruii.

Knacc IIb

IMaieHTaM, Y KOTOPBIX IO JaHHbIM O0OC/IeIOBaHMS
MMeIOT MeCTO xapakTepHble s cuHapoMa SQT maHHbIe
CceMelfHOTO aHaMHe3a, KIMHUYeCKMe TIPOSIBI€HUS U JJeK-
TpoKapauorpaduueckme MpMU3HaKM, MOKA3aHO KOMIUIEK-
CHOe reHeTHuecKkoe o6c/IenoBaHye Ui 06cIefoBaHe Ha
BbISIBJIEHY e TeHeTUYeCKUX MapKepoB cMHAPOMOB SQT 1-3
(B renax KCNH2, KCNQ1, KCNJ2).

PexomeHdayuu no zeHemuyueckomy mecmuposanuio npu
Ch:

Knacc 1

[Ipu BBISIBIIEHMM TalieHTa C TUIIMYHBIMU IIPOSIBIIe-
Husimu CB pekoMeHIyeTcsl reHeTUYeCcKoe TeCTMPOBaHMe
YJIeHOB CceMeit U POJICTBEHHMKOB Ha MpeAMeT BbISIBIeHUS
crieunuueckux mjisg Cb myTtarmii.

Kiacc Ila

IManyeHTaM, y KOTOPBIX IO JAHHBIM O6CIETOBaHMS
MMEIOT MeCTO XapakTrepHble Oy Cb maHHbIe ceMeiiHOro
aHaMHe3a, KIMHUYEeCKMe IPOSIBIEHUSI U 3JIeKTPOKapAu-
orpaduyeckue MpuU3HaKM (MOSydyeHHbIe 10 JaHHbIM JKT
TIOKOSI YI/VIY MeOMKaMeHTO3HbIX TeCTOB) TOKa3aHO KOMII-
JIEKCHOEe TeHeTudeckoe 06c/eoBaHye Wi 06cIefoBaHue
Ha BbISIBJIEHME Te€HEeTUYeCKMX MapKepoB cuHApoma BrSi
(B reHe SCN5A).

Knacc III

leHeTHUecKoe TeCTMpOBaHMe He MTOKa3aHO MalMeHTam
6e3 KIMHMUYECKUX MpostBieHnit ¢ DKT BapMaHTOM TUM 2 U
THUIIT 3.

Pexomenoayuu no zeHemuueckomy mecmuposaHuro npu
CPVT:

Knacc I

Bcem manyeHTam, y KOTOPBIX 1O JaHHBIM 006C/Iemo-
BaHMSI MMEIOT MeCTO xapakTepHble mjs cuHapoma CPVT
IaHHbIE CeMefHOTO aHaMHe3a, KIIMH/YECK/e TPOSIBIEHMS
M 3MeKTpokapauorpadmMyeckme MPU3HAKU, TOTyYeHHbIE
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10 JAaHHBIM TECTOB C (U3NYECKOV HATrpy3KOi MM Tec-
TOB C BBeJleHMEeM KaTeX0JIaMMHOB, MTOKa3aHO KOMILIEKC-
HOe TeHeTHueckoe o6caemoBaHMe WiK 06cieqoBaHue Ha
BBISIBJIEHME TeHeTUUeCKMX MapKepoB cuHapoMoB CPVT (B
reHax RYR2 u CASQ2).

[Ipu BbISIBIEHMM TNALMEeHTa C TUIIMYHBIMU IIPOSIBIIE-
HussMu cuHiapoma CPVT peKkOMeHAyeTCsl TeHeTudyeckoe
TeCTMpPOBaHNMe WIEHOB ceMeil M pOACTBEHHUKOB Ha Ipe] -
MeT BBISIBJIEHMSI crieunbuyeckux ajas cuHapoma CPVT
MyTaLuii.

PexomeHOayuu no zeHemuueckomMy mecmuposaquro npu
ARVC:

Knacc I

[Tpu BBISIBIEHUM TIALIMEHTA C TUIMYHBIMU ITPOSIBJIEHU-
simu ARVC peKOMeHIyeTCs TeHeTuYeCcKoe TeCTUpPOBaHMe
YJIeHOB CeMeli ¥ POACTBEHHMKOB Ha MIPeAMET BbISIBI€HUS
cnerudnueckux s cuaapoma ARVC myTanmii.

Ta6bnauya 3
HedekTHbIe reHbl, HAaMOOJIEe YaCTO BCTPEUAIOUIMECsT
IIpY KaHa/JIOIIaTUAIX

CuHapom leH Jokyc YacToTa BCTpeya-
eMoctu, %
LQTS1 KCNQ1 11p15.5 30-35
LQTS2 KCNH2 7g35-g36 25-40
LQTS3 SCN5A 3p21 5-10
SQTS HW 0aMH 13 U3BECTHBIX FEHOB, aCCOLMMPOBAHHbIX C AaHHbIM

CUHAPOMOM, He BCTpeyaeTcs 6onee yeM B 5% cnyyaes

cPVT1 RYR2 1g42.1-g43 60
BrS SCN5A 3p21 20-30
ARVC PKP2 12p11 25-40
DSG2 18¢12.1 5-10

DSP 6p24 2-12

DSC2 18¢12.1 2-7

Wctounuk: Ackerman MJ., Priori S.G., Willems S. et al. HRS/EHRA expert consensus state-
ment on the state of genetic testing for the channelopathies and cardiomyopathies //
Europace. - 2011. - Vol. 13,N 8.- P.1077-1109.

Tabnuya 4
MeankaMeHTO3HbIe ¥ HeMeOMKaMeHTO3HbIe MeTOAbI
JledueHUs KaHAJIONmaTui

[luarHos Bupa Tepanun Tepanus nepsoii AnbTepHaTMBHas
NINHUK Tepanus
LOTS MegnukaMeHTO3Has MponoHrupoBaHHble JNabetanon, Huko-
HeKapaMOCENeKTUBHbIE  paHaun, MeKcUneTuH,
B-anperobnokaTopbl Bepanamun
HemenunkameHTo3Has nKa Cumnatuyeckas
[leHepBaLus 1eBoro
xenypouka, 3KC
SQTS MenukameHTo3Has XWHUAKH, coTanon, MponacdeHoH
amuonapoH
HemeaukaMeHTO3Has nKa
CPVT MenukameHTo3Has Hekapauocenektus- DnekanHug,
Hble 6eTa-anpeHo60-
KaTopbl
HemenunkameHTo3Has - CumnaTuyeckas
[leHepBaLus NeBoro
xenypouka, 3KC
BrS MeavkameHTO3Has XuHuauH -
HemepnmnkameHTo3Has 3KC -
ARVC MenukameHTo3Has He n3yyeHbl MexaHu3- -
Mbl hapMakonoruyec-
KOro BO3eNCTBUS
HemeamnkameHTo3Has 3KC -

Mpumeuanus: UKL, — umnnaHTMpyembiit kapanoseptep-gedubpunnsatop; 3KC —
3N1eKTPOKapAUOCTUMYNSTOP

Uctoununk: Webster G., Beru Cl. An Update on Channelopathies: From Mechanisms to
Management // Circulation. - 2013.-Vol. 127,N 1. - P. 126-140.
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NEKUMSA MO AKTYA/IbHOWM MPOBJNEME HEOTI0XHOM MEIMLIMHCKOW MOMOLLM

Knacc Ila

IMaumeHTaM, KOTOpbIE IOAXOAST MOJ, IMATHOCTUYECKNME
kputepun ARVC, moka3aHO KOMIIJIEKCHOe TeHeTuyeckoe
ob6cnenoBaHMe K 06CIe0BaHKe Ha BbISB/IEHUE TeHETH-
Yyeckux mapkepoB cuHApoma ARVC (B reHax DCS2, DSG2,
DSP, JUP, PKP2, TMEMA43).

Knacc IIb

IMauyeHTaM, KOTOpble MMEIOT OAWH OOJMbLIOK U ABa
MajblX AMAarHocTuyeckux kpurepus (kputepum ARVC
2010 r.), moKa3aHO reHeTMYeCKOe TeCTMPOBaHMe.

Kiacc III

[TanmeHTaM, KOTOpbIE MMEIT TOJBKO OAVH MaJbli
Kputepuit (xpurepunu ARVC 2010 r.), reHeTMUeCKOE TeCTU-
pOBaHMe He MT0Ka3aHo.
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