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Keywords:

Mpobnema BHe3anHoi ceppeyvHoit cmeptn (BCC) cumtaetcs Haubonee akTyanbHOW B COBPEMEHHOM
KapAuOoNorMK, 1 ecM Npu HaIMYUU OPraHMYeckMx 3aboneBaHWit cepaua TakTMKa neYeHns U npo-
dunaktuka passutus BCC paspabotaHa, T0 y nuL, 6€3 opraHM4eckux U3MeHeHuid 3Ta npobnema He
peleHa. B HacTosilwee BpeMs Bblaenunach rpynna 3aboneBaHuii U KAMHUKO-INeKTpoKapamorpadu-
YeCKUX CUHOAPOMOB, TECHO acCOLIMMPOBAHHbBIX C (OPMUPOBAHMEM (aTanbHbIX A5 XU3HU apUTMUIA.
0Ocobas onacHOCTb TeYEHUS AAHHbBIX NATONOMMUYECKMX COCTOSHUIA 0BycnoBeHa BbICOKMM puckom BCC,
ocobeHHO y nuL, MoNnoaoro Bo3pacta. [laHHble 3aboneBaHNUs He CONPOBOXAAIOTCS CTPYKTYPHbIMU 13-
MEHEHUAMM MMOKapAa U NPOSBASIOTCA NPEMMYLLLECTBEHHO 3N1EKTPODU3NONOTMUECKUMM HAPYLLEHUAMU
B KapauomuoumTe. B ocHoBe 3Tux 3aboneBaHuit nexar MyTaLuum reHoB, KOAMPYHLLMX 6ENKU MOHHbIX
KaHanoB, IKCMPeCccUpYIoLMXCS B MUOKapAe, a TakKe UX MOAYNSTOPOB. 3TO CTaN0 OCHOBAHUEM AN15
obbeauHeHns 3TMX 3aboneBaHUM B rpynny «KaHanoMmaTui». B cTaTbe npenctaBneHbl COBpPeMEHHbIe
KpUTEPUM AMArHOCTUKM LaHHbIX 3abonesaHuit u metonbl nedeHns. B 2011 ropy Bbiwnu PekomeHpa-
umn EBponeiickoro obLiectsa KapAMOIOroB No reHeTUYeCKMM MCCIeA0BaHMAM NPU KaHanonatmsax u
KapAMOMMONaTUSAX, KOTOpble OMpefenuan MoKasaHMa K reHeTUYeCKUM MCCNIef0BaHWAM NpuU AaHHOM
naTtonoruu.

«KaHasonaT1my», NpoGuUIaKTUKa BHE3AMNHOWM CEPAEYHOM CMEPTU, FEHETUUECKME UCCNELOBAHMS.

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 — apuTMoOreHHas IMUCIIIa3usi IPaBoOro KeayAouka CBb — cunapoMm bpyrazga
BCC — BHe3amHas ceppeyHasi CMepTh WKC — yacToTa skelmyIouKOBbIX COKpaleHNn

BTIDK — BbIBOJHOV TPAKT IIPaBOro XXeayAouKa DX — GuUOPWIISIMS KeTyI0UYKOB

KT — JKeJIy404YKOBas TaxuKapaus

VK — MMIUTaHTMPYEMbIi KapanoBepTep-aebubpuuisaTop

KIDKT — karexonaMuHepruyeckas moamMMopdHast Kemymou-
KOBasl TaxUKapaus

JDK  — neBblif Xemygouexk
I — MOTeHILal AeiCTBUS
IDK  — mpaBblit Xenyfouex
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OKC  — 2/71eKTpoKapAMOCTUMYJISITOD

ARVC — Arrhythmogenic right ventricular cardiomyopathy

CPVT — Catecholaminergic polymorphic ventricular
tachycardia

(BrS) Brugada Syndrome LQT — cMHIOPOM yIJIMHEHHOTO
uHTepBaia QT

SQT — cuHppoM KopoTkoro QT-MHTepBana
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OpHMM M3 aKTMBHO pPa3sBMUBAIOLIMXCS HampaBlIeHUIA
COBpPEeMEeHHOJ KapAMOIOoruy, IpUBIEKAIIMM BHUMaHMe
Pa3IMUHBIX CIEIUATUCTOB B 3TOW 06JACTV, CUMTAIOTCS
«KaHaJomaTuu» — 3ab60eBaHms, IIPY KOTOPHIX HEe BO3HU-
KaloT CTPYKTYpPHbIE MU3MEHEHMSI MUOKapAa, a UMeIOT MeCTO
371eKTPOGU3MONIOTMYECKIe HAPYIIEHNS B KADAVMOMMUOLIATE.
B ocHOBe 3TuX 3a60/1eBaHMit TeskaT MyTalluy T€HOB, KO-
pyroyx GeKM MOHHBIX KaHAJIOB, IKCIIPECCUPYIOIUXCS B
muokapze [1-3]. Cronp npucrasbHOe BHMMaHME K 3TUM
HO30JIOTMSIM OOYC/IOBJIEHO TEM, YTO IIPU HUX MMeEeT MeCTO
BBICOKMI PUCK BHe3amnHoi cepaeunor cmeptu (BCC), mo
npmuymHe BO3SHMKHOBEHMS (baTaanmx OJist SKM3HU apuUT-
MMii, 0COGEHHO Y JIML MOJIOJOTO Bo3pacTa [4-6].

B Hacrosilee BpeMsl pasnauyalOT TPU TUIIA KaHAJIO-
MaTuii: a) TeHeTUYECKue — IPU KOTOPBIX QYHKIIMS VOH-
HBIX KaHaJIOB aHOMAaJIbHA WIM OTCYTCTBYET B pe3y/lbTaTe
MyTaluit; 6) ayTOMMMYyHHbIE — TIPU KOTOPBIX aHTUTENA
HapywamwT QYHKIMIO KAHAJIOB; B) TPAHCKPUII[MOHHbIE —
KOTOpbIe SIBJISIIOTCSI pe3yJAbTaTOM M3MeHeHU 3KCIIpeccun
HEMYTaHTHBIX TeHOB MOHHbBIX KaHaJIOB.

BoigensioT crnenyouye KaHaaonaTum:

1. Cungpom ypmuHeHHoro QT-uutepBana (long QT
syndrome — LQTYS).

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

3. Cunpapom Bpyrana (Brugada Syndrome — BrS).

4. ApuUTMOreHHasl OMUCIUIa3usl IPABOTO JKEIyLOuYKa
(Arrhythmogenic Right Ventricular Cardiomyopathy — ARVC
unu Arrhythmogenic Cardiomyopathy ACM).

5. KarexonammHepruyeckas mnonumopdHas xeny-
moukoBasi Taxukapaus (Catecholaminergic polymorphic
ventricular tachycardia — CPVT).

IMaToreHeTuyeckast Kiaaccudukauyus KaHaJomaTuit
BKJ/IIOYAET:

1. HapyuieHue noTeH1Maa-ypaBisieMbIX KaHalIO0B

1. HapymeHne GYHKIMY KaayeBbIX KAHAIOB:

— HapylleHue MeAJIeHHOTO KomIioHeHTa (Ks/K-slow)
TOKa 3a7iep)KaHHOro BaINpsimieHus1. [IpMBOgUT K yKOpO-
YEeHMI0 aKTMBHOIO IIOTeHLMasna [OeVCTBUS, YCKOPEHUIO
penonsIpu3anyy M BbI3bIBaeT OOVH U3 BapMaHTOB CUH]I-
poma SQT (SQT2);

— HapymeHue 6bpicTporo kommoHeHTa (Kr/K-rapid)
TOKA 3aJlep’KaHHOTO BBIMPSIMIeHUSI. JIeKUT B OCHOBE CUH-
npoma LQT (LQT2), ogHa u3 myTtaiuii reHa HERG BbI3bI-
BaeT nepBblii BapuaHT cuHapoma SQT (SQT1), matonorus
B-cyobenyuuibl KaHama Kr MpuMBOOUT K Pa3BUTUIO CUHT-
poma LQT6;

— HapylieHue TOKa BXOAAMIIEero BbIIIPAMJIEHUA IIPUBO-
IUT K pa3BUTUIO CMHApOMa AHaepcoHa (cuaapom LQT7).

2. HapymieHust GyHKIIMY HATPUEBBIX KAHAIOB:

— HapylleHue GBICTPOTO HATPUEBOTO TOKA MPUBOANUT
K pasBuTHio cuHApoMoB LQT3, Bpyraga, JleHerpa 60
K CMELIaHHbIM KIMHUKO-TeHEeTUUYEeCKMM BapuaHTaM JaH-
HBIX 3a060JIeBaHMIA.

I1. HapyiieHus IKOPHbIX GETKOB

— SIKODHBIIT GEIOK aHKUPUH BXOAMUT B IPYIITY MHO-
rodyHKIVOHAMBHBIX aJalTepHbIX MeMOpaHHBIX 6esIKOB
M y4acTByeT B Pery/siuu paboTbl HATPUEBBIX KaHAJIOB.
MyTaluuu B reHe, KOAMPYIOIIeM SIKOPHbI 6eJI0K aHKUPUH
B, HapyliaeT KI€TOYHYI0 OpraHu3al M0 HaTPUeBbIX KaHa-
JIOB, 00MeHHOro MexaHu3Ma Mexxay Na*Ca*™ u mpuBOaUT K
pasBuTuio cuHapoma LQT4.
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III. HapyieHue 6eJKOB, YYaCTBYIOUIMX B TOMEOCTa3e
VMIOHOB KaJIbLMSI.

— Hapy1ieHre pyaHOAMHOBBIX pelennTopoB RyR2 npu-
BOJIMT K YCMJIEHHOMY BbICBOOOXKIEHMIO MOHOB Ca*™ U3 cap-
KOIUIa3MaTMUUYeCKOTO PEeTUKYTyMa, BbI3bIBASI MEPerpysKy
KJIETOK MOHaMM KaJblivs. BbI3bIBaeT OOVH U3 BapMaHTOB
momMMOpPGHOI KaTexoJaMUHePTUUeCKoii KeTya0uyKOBOM
taxukapguu (CVPT1).

— Hapymenne 6enka kanbcekBuctpuna CASQ2. benok
KanbceKBUCTPUH CASQ2 — OCHOBHOI KaJbIMii-CBSI3bI-
BaOUIMit 60K B CapKOIUIA3MaTUUYECKOM PEeTUKYITyMe.
@YHKUMOHAIBHO COMPSDKEH C PUAHOLMHOBBIM DELeITOo-
pom RyR2. Taxke BbI3bIBAET IePerpy3Ky KI€TOK MOHAMM
Kanpuys. KnmHuyecku ompepnesnsieT pa3BUTHE BTOPOIO
BapMaHTa MOMMMOPGHOI KaTexolmaMHePTUIeCcKoii JKey-
IoukoBoit Taxurapauu (CVPT2).

CUHOPOM YONUHEHHOIO UHTEPBAJIA QT (LQT)

HOnutenpHOcTh QT uHTepBana Ha JKI' (smekTpuuec-
Kasi CUCTO/A CepAlla) CyMMapHO OTOOpakaeT IMPOIecCh
JIemonsIpu3ay U penoiasipusaluu B KapAMOMUOLIUTAX,
BO3HMKAWIIMEe BCIEACTBME OBWXKEHUSI JIeKTPOIUTOB B
KJIETKY M3 BHEKJIETOYHOTO IMPOCTPAHCTBA ¥ 00paTHO, KOH-
Tponupyemoro K'— Na*— u Ca**— kaHajiamu capKoJieMMBbl,
JHepreTMyeckoe obecrevyeHyre KOTOPBIX OCYIIECTBIISIETCS
Mg**— 3aBucumoit AT®-a30ii. [IpyunHbl HapyHIeHUS ITUX
MPOLLECCOB, Beaylye K yoauHeHnto MHTepBana QT, MoryT
ObITh pasfefeHbl Ha BPOXKIEHHbIE ¥ MpUOGpeTeHHbIe
[7-9].

daktnveckn ygiauHeHue QT-MHTepBajla TECHO acco-
LIMMPOBAHO C Pa3BUTMUEM LIEJOTO Psifa MaTOMOTMYeCKUX
COCTOSIHMI, K CaMbIM TPO3HBIM U3 KOTOPBIX OTHOCSITCS
PUCK pa3BuUTHUS GaTaabHbIX ApUTMUIL ¥ BHE3AITHOI CMep-
™ [10, 11].

B HacTos111€€ BpeMsi MHOTOUMC/IeHHbIe UCCAeN0BaHMS
MOATBEPXKAAIOT, YTO BPOXKIEHHBIV cMHAPOM LQT-uHTEp-
BaJia MpeACTaBiseT cO60i TeHeTUYeCKU TeTepoTreHHOe
3abojieBaHMe, B JIMTepaType OmucaHbl oKoyso 180 myTa-
1M1, KOTOPbIE JIOKAJTU3YIOTCS B 6 TeHax, pacloIOKeHHbIX
MpeMMyLIeCTBEHHO Ha Tpex XxpoMocoMax 7, 11 u 3 [12-16].
OpuH TeH KomyupyeT HaTpueBoit KaHan (SCN5A), mBa reHa
KOOMPYIOT KanueBble KaHanbl (HERG mu KvLQT1) u nBa
OTHOCSITCS K MOAYISTOpaM pPa6GoThl KajueBOro KaHaia
minK (KCNE1, KCNE2) [17-20].

Bposknennsie dopmbl LQT BKIIOUAIOT:

1. Cunapom PomaHo-Yopza BCTpedaeTcsl ¢ 4YacTOTOM
1 Ha 10 000; Tun HacaenO0BaHMS — ayTOCOMHO-JOMMWHAH-
THbIN. [IposiBisieTcsl ynnuHeHueMm uHTepBana QT 6Gonee
440 MC ¥ CMHKOMAAbHBIMU COCTOSIHUSIMU (XOTSI BO3MOXK-
HbI ¥ O6ecCMHKONalIbHbIe (DOPMBI), TAPOKCU3MAMMU JKETY-
IOYKOBBIX TaxuKapiuii (B OCHOBHOM TUIIA <«IIMPYIT»).
ITo manubiM M.A. IIIKOIBHMUKOBOJI Y AeTell B OTCYTCTBUU
nedenust puck BCC croyctst 3-5 yeT mocsie mepBoro mpw-
CTyma MoTepU CO3HaHMS Jocturaet 31,6% u MakCuMMaleH
B ITy6epTaTHOM BO3pacTe.

2. Cungpom [Ixepsena-Jlanre—HenbcoHa: ayTocom-
HO-pelleCCUBHBIN TUI HAClIeLOBaHUSI BCTpeUaeTCs] OUeHb
penxo (Ipubau3uTenbHO Y 1 M3 6 MJTH. UEJIOBEK), COUeTa-
eTcsl C HelipOCeHCOPHOI TYTOyXOCTbIO.

3. Cungpom LQT ¢ cMHAAKTUIMEN.

4. Ciopagnyeckuii LQT.

K npuunnam npuo6pereHHoro LQT OTHOCSATCS

1. TIpuem MeguKaMeHTOB:

B.B. Pezsan. KNTMHWUKO-3NEKTPOKAPANUOTPA®UYECKME CUHAPOMDI...



JIEKUMSA MO AKTYANIbHOM MPOBJIEME HEOT/IOXXHOW MEOMUMHCKOW MOMOLLM

— AHTMaHTMHAIbHbBIE CPE/ICTBA;

— aHTMApUTMUYECKMe: HOBOKAMHAMUZ, XWUHUIVH,
KOPIapoH, COTAJION, 6PeTmInii U Ip.;

— aQHTUMAJIIPUITHbIE TIPerapaThl;

— aHTUOMOTUKU: SPUTPOMMULIMH, OUCENTON, MaKpOJIA-
IIbl, GIOPKBMHAJIOHBI;

— QHTUAEINPECCAaHThl TPULIMKINYECKNUe (aMUTPUIITU-
JIVH, Ie3UTIPOMMH);

— aHTUTPUOKOBBIE: HITYKOHA30JT, UHTPAKOHA30J1, KETO-
KOHA307;

— HepOJenTUKN: TaJoNepuIoN, pecupuaon, deHo-
THa3MHBI, TAaKMe KaK TMOPUIA3UH;

— AQHTUTYCTAaMMHHbBIE: acTeMu307, TepdheHaInH;

— MPO6GYKOJ (JINITNI-CHYDKAOIIMIA ITpernapar);

— TepopabHbIe TUITOIIMKEMUYECKIE TTPernapaThl:
IM6eHKIaMUI, TIUGYPU;

— dochopoprannueckmie MHCEKTULIAIDI;

— Ou3anpug — Ipenapar, peryMpyoiumii MOTOPUKY
KUIIEYHMKA.

2. DNeKTPOIUTHBIE HapyIIeHUs

— OCTpast TUIOKaIMeMusl (CBSI3aHHAST C BhIPAYKEHHBIM
IUYPE30M MUY TUTIEPBEHTUIISINEI);

— XpOHMYeCcKas TUTIOKaTMeMMUST;

— XpOHMYECKast TUTIOKAIbIIMEMUS;

— XpOHMYEeCKasl TMITIOMarHuemMus.

3. Hapymenuss puTMa cephma: CUHIPOM CJI1aboCTy
CMHYCOBOTO Y3/1a, BbIpaskeHHass Opammkapausi, AB-610-
Kama.

4. 3abojeBaHusI CepALA: MUOKAPOUT, 3aCTOMHAs cep-
JleUHast HeTOCTaTOYHOCTb, OTTYXOJIM CepAIla, aHTPAIIUKIT-
HOBasi KapAMOIaTHsl.

5. DHOOKpuHHbBIE 3ab60/ieBaHMUS: TUIIEPIIapaTUPEO3,
TUIIOTUPEO3, PeOXPOMOILIMTOMA.

6. HeBponornueckue: sHiedanaut, cybapaxHOMAATb-
HOe KPOBOM3JIMSIHIE, TPaBMa.

7. HepBHast aHOpeKCHsI, aJIKOTONN3M, ToJofaHue, 6e3-
6esKOBasI AyeTa.

Hau6osee yacTeiM mposiBieHneM cuugpoma LQT cra-
HOBSITCSI O6MOPOKM (ITpeuMYIIecTBeHHast MX MaHudec-
Tanusa B Bo3pacte 5-15 jer, yame y MyxkumH). YV 1/3
paHee 3[0POBbIX JIeTeil BHE3aITHAasi CMEPTh MOXKET ObITb
nepBpiM U mnocaegHum cumnromom LQT. V 60% mnauu-
eHTOB LQT mposiBisieT cebGsi CMHKOIE, CyoOpOTaMM WU
cepae6MeHUsIMM, CBSI3aHHBIMU € (GU3MUECKOI aKTUBHOC-
ThIO WINM 3MOILMOHAJIbHBIM HampsbkeHueM. Ecnu naHHbIe
CUMIITOMBI (CMHKOIIe, Cy[IOPOTM) CBSI3aHbI C peakiueii
«UCITyTa», — JOJ/DKHBI ObITh BecKue momo3peHus Ha LQOT.
CHHKOIa/IbHbIE COCTOSIHMSI WJIM BHe3aItHasi CMepTh IIpu
JaHHOM CMHJADOME MOTYT BO3HMKATh IIPU IJIaBaHUU (B
15%); peskux akyCcTMUYeckuxX CuUrHamax (8%), Takux Kak
3BYK JIBEPHOTO 3BOHKA, OymuibHuKa. B 10% cryuaes LQT
paciieHMBaeTCss Kak SIMIeICus, ¥ 60JbHOTO HabmIoaeT
HEeBPOIaToJIOr. Y 1/3 nmauueHTOB CUMIITOMbBI OTCYTCTBYIOT.
IIpyumMHa CUHKOIMAJIBHOTO COCTOSSHMUSI TIpU JaHHOM CUH-
IpOMe — >Kely[Oo4YKOBasi NMapOKCU3Ma/IbHasl TaxMKapaus
BepeTeHooOpa3Hoit GopMbl TUIa «torsades de points»
(0oHO- M AByHamIpaB/ieHHAas! IPU CMHAPOMe AHAEpPCOHA).
MexaHu3M BO3HMKHOBEHMSI NaHHOI TaxuKapauu o6yc-
JIoBJIeH (peHOMEHOM «Kackaza» (short-long-short). 3armyck
TaxuKapauyu OTMeuaeTcs Iocae TMOoCcaeL0BaTelTbHOCTH:
9KCTPACUCTONa (CYIIPaBEeHTPUKY/ISIPHAS MU JKeTyI0YKO-
Basl) — IIOCTIKTOMNMYEeCKas Iay3a — 3KCTPACUCTOa TUIla
«P Ha T». UeM Kopoue IIpeAsKTOIMUECKUilI Mmepuond u

B.B. PezsaH. KNMHUKO-3NEKTPOKAPAMOTPA®UYECKME CUHAPOMbI...

J/IHHee TIOCTIKTOINYECKNi, TeM 60/bIIasi BePOSITHOCTD
pa3BuTus daTaabHO apUTMUMN.

Ilpy LQT BbijeneHbl [Be
(P. Schwarts, 1985).

Bonbuive Kputepun:

— yoMHeHue KoppurupoBaHHoro QT 6onee 440 mc;

— Hajauuue ceMenHbIX cnydaeB yaiuHeHus QT;

— CMHKOIlE, MUHAYLIMPOBAaHHOE CTPECCOM;

— BPOXXIOEHHAad IM1yxXxoTa B COUeTaHUM C YOJIMHEHHbIM
QT.

Masbie KpuTepun:

— BPOXKIEHHas ITIyX0Ta;

— nepuojuyecKasi perucrpauusi BULOM3MeHeHUi
3ybua T (anpTepHauus), cermenTa ST,

— GpanMKapaus JeTCKOro Bo3pacTa.

OlLleHKa KpUTEPUEB OCYIIECTBISETCS MO Oa/UIbHOM
cucreme (Tabm. 1).

TPYIINBI  KPUTEPUEB

Ta6bnuuya 1
OneHKa KpUTepueB

Kputepun Bannbl

SnekTpokapanorpagpuyeckue
QTc>480 mc 3
QTc>460-470 mc
QTc>450 mc
Taxmap,qwﬂ TUMNA «KNUPYIT»

AnbTepHaums 3ybua T

- = N

M3oandazus 3ybua T

Bpaaukapams (B cOOTBETCTBMM C BO3PACTOM) 0,5
Knunuyeckune

CuHKoNe MHAYLMPOBaHHOE CTPECCOM 2

CuHkone 6e3 cTpecca 1

LQT B cembe 1

Cnyyau BHe3anHow cMepTu B ceMbe Y L, Monoxe 30 net 0,5

BpoxaeHHas rnyxota 0,5

Cymma 6ayioB 4 u 6osmee — BbICOKAasi BEPOSITHOCTD
Hanmnuus LQT.

CyMmMa 6aioB 2-3— cpeiHsIst BEpOSITHOCTb.

Ilpy HamuMuuyu CyMMbl 6a/sloB 1 M MeHee OMarHo3s
MaJIOBEDOSITEH.

Ba)xHO MOMHUTB, YTO HE3aBUCUMO OT IPUYMH yIJIN-
HeHus QT MHTepBasa BO BCeX CIIyYasix COXPaHsSIeTCs BbICO-
KUit pUCK pa3sBUTUS GaTalbHOI apUTMUKU U BHE3AITHON
CMepTH.

CMHAPOM KOPOTKOIO QT-MHTEPBAJIA (SQT)

TepMyH «uaMOMaTUUYECKMIT KOPOTKMit MHTepBan QT»
(idiopatic short QT interval) npennosxken B 2000 1. I. Gussak
et al. B HacTos1Iee BpeMs ITpy 0606IIeHM 06IIEMUPOBBIX
MUCCIIeNOBAHNUI TIPUHATO CUMUTATh YKOPOUYEHHBIM 3Haye-
Hue xoppuruposaHHoro QT mHTepBana 300 Mc 1 MeHee
Yy B3poCibIX (pacueT koppurupoBanHoro QT wmHTepBana
ocymectsien no ¢opmynre QT=QT/VRR). V geteit yko-
pOYEHHbIM cuuTaeTcsl 3HaueHue QT-MHTepBajia MeHee
290 MC pu HAIMYMM B aHAMHe3€e CMHKOIIe, JKeTyLO4YKO-
BBIX TAXMAPUTMMUI U/UIU CEMEMHBIX CTydyaeB YKOPOUEHMSI
QT. Knuanuyeckoe 3HaueHue ykopoueHHOro QT-mHTepBa-
Jla Y aCMMITOMAaTUYHBIX TAl[MeHTOB 6e3 OTSITOIEeHHOTO
ceMejfHOTO aHaMHe3a OCTaeTCsl HEBbISICHEHHBIM.

CUMHIPOM BCTPEYAeTCs B paBHOM CTEIIeHU Y JIULL, MYKC-
KOTO U 3KeHCKOTO Iosia. HaciemyeTcst 1o ayToCOMHO-I0MM -
HAHTHOMY IPU3HAKY. B HacTosIee BpeMst UAEHTUDULIV -
pPOBAaHO [ABa BUAA MyTalMM, BBI3BIBAIOIINX M3MEHEHMUS
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aMMHOKMCIOTHOTO COCTaBa B KaHajle, DeryaMpyollem
TPacloOpTUPOBKY MOHOB Kanus (Ikr kaHan HERG): MmyTa-
UMM 1Mo Tuiy gain-of-function HERG (KCNH2), MucceHC
myrauuu KvLQT1 (KSNQ1) [21, 22].

XapakTepHbl CyObeKTMBHbIE OIIyLIeHUs cepriebue-
HMUi1, TepeboeB B paboTe cepiiia, TOJIOBOKPYKEHMIA, 0OMO-
DOKOB. lIMeeT MeCTO OTSTOLIeHHbIN CeMeliHbI/i aHaMHe3 B
IJIaHe BHEe3aITHOM CMePTU.

Pasnuuator ase ¢popmser SQT:

1. YacToTHe3aBMUCUMMOE MIOCTOSIHHOE MAMOMaThIecKoe
ykopoueHne QT;

2. BpagusaBucumoe ykopoueHne QT.

ITpu mepBoM BapuaHTe (YaCTOTHE3aBUCUMMOM) MMeeT
MeCTO HapyllleHVe MOHHOTO TOKa Kaius IKr, 4TO MPUBO-
AT K TeTepPOTeHHOCTM MPOOJIKUTEIbHOCTM TTOTEHIIMAIA
IeCTBUSI U TIPOAODKUTENbHOCTY pedpaKkTepHBIX Mepu-
oznos. [Ipu BTOpOoM BapuaHTe (6pagu3aBUCUMOM) YKOPO-
yeHne QT CBSI3aHO C NIPSIMBbIM BO3[I€/iCTBMEM MeINaTOPOB
MapacuMIIaTUYeCcKoii HePBHOI CUCTEMbI, MHIMOUPYIOLUINX
KanpLyeBblii TOK (Ica) M aKTUBUPYOIIUX KaJIUEBBI U
aleTUIXOIMHOBbIe TOKU (R. Shimf et al.). B o6oux ciay4a-
SIX TIPOMCXOIUT YKOpOUeHMe TMOTeHIuasna OeiiCTBUS, YTO
TIPUBOOUT K TPaHCMYpPaTbHOM IOUCIIepCUM perosspusa-
MU U K 3JIEKTPUIECKOI HeCTaOMIbHOCTY MIOKapaa (CHU-
skeHue rmopora GuepPUIIAIMA KeTyIouKoB). [eHeTYecku
06YCIOB/IeHHbIE M3MEHEHMST MOTYT JIOKa/IM30BaThCS KaK B
SKeJTyIovKaX, Tak U B Mpefcepanusx (3TUM o6yciaBIMBaeT-
cs1 BapuabembHOCTh TOMUKYM HAPYIIEHUIT PUTMA).

Iuarnoctuuyeckue kputepum SQT:

— nnutenbHOCTh QT-uHTepBana — meHee 300 mc;

— ceMeliHble cJlyyau BHE3aIlHOoi cMepTy (IpeuMyec-
TBEHHO B MOJIOZIOM BO3pacTe);

— Hanuuue ykopodyeHHoOro QT-mHTepBana y 4ieHOB
ceMbH;

— yKRopoueHue pedpaKkTepHbIX IEPUOIOB MTPpencepanii
U SKeJTyJI0UKOB, BBISIBJIIEMBIX C TTIOMOIIBIO BHYTpUCEPIEY-
HOW CTUMYJISILIN;

— CHIDKeHMe ropora GuepWwIISIMK Tpencepanii u
SKEJTYJIOUKOB TIPU ITPOTrPaMMMUPYEMOI 3JIEKTPOCTUMYJIS-
1107078

Bo Bcex ciydasix OMarHocTMKM yKopoueHHoro QT-
MHTEepBaja HEOOXOAMMO WCKIIOUUTh €ro BTOPUYHBIN
reHe3 1o NpUYMHE:

— I'UII0- U TUIIePTePMUM;

— I'UInepKajJueMmuy U ruriepkaabliieMun;

— anuuao3a;

— IVUCTOHUM aBTOHOMHOV HEPBHO CUCTEMBI;

— TIpueMa aHTMapPUTMMUYECKUX IpernaparoB (TOKau-
HUJI U ODp.).

CUHAOPOM BPYTALA (BrS)

Cungpom Bpyraga (CB) mpezcrasisieT co60i KIMHA-
KO-37IeKTpoKapauorpadmuyeckuii CMHIPOM, XapaKTepu-
3YIOMIUICS CUMHKOINAAbHBIMM COCTOSSHUSMM M 3MMU30[a-
MM BHe3aIllHOl CMepTM y MAIMeHTOB 6e3 opraHuyecKux
U3MeHeHuIt B ceppue, npossiaswowuiics Ha IKI' mogsb-
emoM cermeHTa ST B IIpaBbIX I'PYyOHBIX OTBeAeHusax (V1-
V3) u usmenenmnem Komiuiekca QRS, CXOOHBIM C TAKOBBIM
mpy 6;710Kajie MpaBoil HOKKM Mydka I'ica (KOTopble MOTYT
TPaH3UTOPHO MCYe3aTb) C BO3HMKHOBEHMEM Ha 3TOM
(dboHe 3mM300B MOMUMMOPMHOIT KeTYIOUKOBOM TaxmMKap-
v v GUOPWUISIINY KeTyIOUYKOB, O6GYCIOBIMBAIONINX
KIMHUYECKYI0 KapTuHy. I[IpenMyliecTBeHHYI0 MaHudbec-
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TalMI0 CUHAPOMAa PErMCTPUPYIOT B Bo3pacTe 35-45 Jer.
CaMoe paHHee HaOMOIeHME OTMEUEHO y 2-ITHEBHOTO
pebeHKa, MaKCUMMaJIbHbIIi OIIMCAHHbIN BO3PacCT MalMeHTa
¢ Cb— 84roma. BosuukHOBeHMe QaTaabHbIX apUTMUIA
OTMeYaeTcs] MPeuMYLIeCTBeHHO B HOYHOe BpeMsl U B
BeuepHMe vachl (BeposiTHas IapacuMIiaTuyeckas o6yc-
JIOBJIEGHHOCTB). B ciyyae cmepTu mo pesynabTataM ayToOIl-
CUM TIpU3HAKM OPraHMUYecKOTO TMOpaskeHus] MUoKapaa "
KOPOHApHBIX COCY0B OTCYTCTBYIOT [23-26].

PacrpocTpaHeHHOCTb JaHHOTO CMHApOMa Cpefy Hace-
JIeHMsl, B T.U. IPOLIEHTHOE paclipefieieHue B pasINM4HbIX
9THUYECKMX TpyIrax HeusBecTHa. B psime nurepaTyp-
HBIX MCTOYHMKOB YKa3aHO, UTO OCHOBHOE KOJINYECTBO
Habmomennit Cb ormeueHo y BbixoateB IOro-BocTouHoii
u BocTtouHo A3um, a Takke y JIUIL U3 CTpaH BocTouHOI
EBpomnsl. B gpyrux cTpaHax JenaT MOMbITKY OIPeNenuThb
pacrnpoCcTpaHeHHOCTh TOTO CMHAPOMA B NOMysinyuu. Tak,
B onmHoM 13 6onbuui CeBepHoit Kapomuusl (CIIA) 65110
npoaHanusupoBaHo 12 000 KT maumeHToB 6Ge3 3abose-
BaHMit cepaua. Ilpu 3ToM M3MeHeHUs, XapaKTepHble IJIsI
CB, 66111 06HapyskeHbl y 52 U3 Hux (0,43%). imeHTUUYHOE
MccenoBaHMe GbIIO0 TPOBEEeHO B HECKOMBbKUX 6OMbHULIAX
SInonuu y 8612 mauMeHTOB, Cpeiy KOTOPbIX MOLOGHBIE
usmeHeHust IKI' 6butM 06HApYKeHbI y 12 06CIeI0BaHHBIX
(0,14%). Eme omHa oco6eHHocTh CB 3aKk/iouaeTcs B TOM,
YTO JaHHOe 3abojieBaHMe He perucTpupyercs y adpo-
aMepuKaHLEeB. B mnTepaTypHbIX MCTOYHMKAX yKa3blBaeT-
cs1, uto CB 6bUT IpUUMHON BHE3aIrHO cMepTu y 4-12%
BCeX BHE3aITHO MOrMOmMX OO0MbHBIX M A0 20% BHesar-
HO TOTMOIIMX GONbHBIX 63 OPraHUYECKOTO MOPasKeHUs
MMOKapAa. YCTaHOBJIEHO, YTO TeHeTu4eckoi ocHoBoil Chb
sBisieTcs myTtauusi B reHe SCN5A Ha KOPOTKOM Tuieye 3-it
XPOMOCOMBI 3p21-24. ITOT reH KOAUPYET CTPYKTYPY 6eka
o.-CyObeIMHUIIBI HAaTPUEBBIX KAHAIOB, 00eCIeunBalomx
HaTpUEBBINl TOK MoTeHUMana nerictBusi. Cb Hacnemyercs
110 ayTOCOMHO-IOMMHAHTHOMY Tuty [27, 28].

VouubiM MexanusmoMm CB ripu myrtanyum SCN5A aBis-
eTCsl YMeHbIlIeHMe KOIMYeCcTBa MM YCKOPeHHasl MHAKTU-
BallMsI HATPMEBBIX KAaHAJIOB B KJIETKax dMMKapaa MpaBoro
JKeMy[oUYKa, YTO MPUBOAUT K YMEHBIIEHUIO IUIOTHOCTU
IOTOKAa HATpUs U MpeXIEeBPeMeHHOI pemnoyisipusalumnmn
amukapaa. Kpome Toro, mpu 3TOM CMHApOME ObUIO O6HA-
PY’KeHO IepeMellleH/ e HAaTPUEBbIX KAHAIOB C TOBEPXHOC-
TU KJIE€TOK B 9HA0IIa3MaTUUECKUIT PeTUKYITYM, UTO TakKe
HapymaeT ux ¢yHkuuio. [Toteps BepuimHel [1]1 Ha Heko-
TOPBIX yYacTKax 3MMKapAa MpU ero HOpMasbHOWM Besu-
YMHE B 3HJOKapfe CO3JaeT AMCIEPCUI0 pernoisspusauumu
CTEHKM XeNly[ouyKa, MPUBOISIIYID K TPaHCMYpalbHOMY
rpaJueHTy HamnpsDKeHMs, KOTOpblit TposiBisetrcs Ha JKT
nogbeMoM cerMeHTa ST. BeposiTHO, BCieICTBME YKa3aH-
HBIX BBIIIIE MPOIIECCOB 06pa3yeTcs «ysS3BUMOe OKHO», BO
BpeMsI KOTOPOTO MOXXeT BO3HMKHYTb MEXaHU3M re-entry,
3aIMyCKaIOIMINIA JKemymouKoByio Taxukapauio (KT) u ¢ub-
pUWLISAINIO kenmynoukoB (OXK). Takum o6pa3om, MyTalus
B reHe MPUBOIUT K MoTepe GYHKIMUY KaHAIOB, UTO CO3/1a-
€T TeTepOreHHOCTh pepPaKTepHbIX MMEPUOAOB — UAEAIThb-
HBIV CyOCTpaT AJI1 MeXaHU3Ma re-entry M sKeqygouyKOBbIX
apUTMUIN.

[IpenmosnaraeTcsi, YTO MOMMUMO TeHeTMUeCKUX Hapylile-
HMI BaXKHYIO posib B pa3Butuu nomumopdHoit KT u OXK
npu Cb urpaeT akTMBHOCTb aBTOHOMHOJ HEPBHOI CUCTe-
MbI. B mcciemoBanuy GbLIM TIOMYYEHbI TaHHbIE, TOKA3bI-
BalolMe CTUMYAMPYIOIee BIAMSHME Baryca Ha pa3BUTHE
@®X. B atom uccnemoBanmu y 6 mauueHToB Ha ¢oHe Cb
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snu3oabl ®K uMenu mMeCcTo BO BpeMs CHA, OTAbIXa WIN
MOYEMCITYCKaHWSI M He BO3HUKaIM BO BpeMms Gusmyec-
koi1 Harpysku. Ha 3KI' nmpusnaku Cb nosiBasimucs mocie
BBeJIeHMs TPOMPAHOIONA, TUIIEPBEHTWIAIIUY ¥, HA060-
poT, ucyesanu mnocie GhuU3UYecKoi Harpysku u uHby3Un
usonpoTepeHosna. TakumM o6pasoM, OGbIIO TTOKA3aHO, UTO
aKTUBaALMS MapacUMMIIATUUECKON MM TOPMOXeHUEe CUM-
MaTMUueckoil HepBHOI CHUCTEeMbl UrpaeT BeIyILIYI0 POJb
B aputmoreHnese npu CB. O6 3TOM Xe CBUIETENbCTBYET
yBe/inueHue nmogbeMa cermeHnta ST mpu BBeleHUM XONU-
HOMMMETUKOB.

OdnexkTpokapayvorpaduueckme mMposiBJIEHNS :

— H3mMmeHeHUs XelygO4YKOBOTO KOMILIEKCa, MIeH-
TUYHbIE GJIOKa/e TMpaBoii HOXKM Tyuka Iuca He MeHee
yeM B [BYX INPaBbIX MPEKOPAMAIbHBIX OTBeIEeHUSIX.
InutenbHocTh QRS-MHTEpBasa IIpM 3TOM MOXKET ObITh B
npeneiax HOpMaJIbHbBIX 3HAUEHUIA.

— Tlapokcu3Mbl XeTyJOYKOBBIX HapylleHUii puTMa, B
T.4. paTanbHble Tapokcu3mbl XKT.

— IMepuoguueckoe ygiamMHeHue MHTepBaia P-R.

— B 3aBUCKMMOCTH OT BBICOTHI 371eBaliuu cermeHnta ST
¥ ero KOHOUTYpauyy B MPaBbIX IPEKOPAMATbHBIX OTBEIE-
HUSX pa3nnyaroT Tpu tuia Ch:

Tun 1 — cBomuaThiit (coved). XapaKTepusyeTcs
ayeBaumeit cermeHTta ST>2 MM U CBOAYATO KOHPUTY-
pauueii. IIpOTHOCTMYECKM CaMblii He6IarompusITHbI
BapuaHT (puc. 1).

Puc. 1. CBomuaTslit (coved)

Tun 2 - cegnoBunHbiit (saddle-back). Xapaxk-
TepusyeTcsl sneBauueli cermeHra ST>1 MM u cemjo-
BUIIHOI KOHUTYpaumeii (puc. 2).

i
S G

Puc. 2. CepyoBuanslit (saddle-back)

Tun 3. XapakrepusyeTcsl sneBauueii cerMeHTa
ST<1 MM, KOTODbIit MOXKeT UMeTb 00e KOHGUTypaLuH,
HO 4allle CeJIOBUIHYIO.

B saBucumocty ot kimHudeckux u IKI-TposiBieHnin
pasnuualoT cienywoinye BapuaHTbl Chb:

1. TTo KIMHMYECKUM IPOSIBJIEHUSIM :

— 6eCCMMITOMHBINI — PETUCTPUPYETCS TOTBKO JJIEKT-
poxapayuorpaduueckmii maTTepH,

— KJIaCCUYeCKUIl — perucTpupyrcs: TunudHble JKI-
M3MeHEeHMSsI, OTMEUaroTCs 3MU30bI CMHKOIE, GUKCUPYIOT-
CsI CIIOHTaHHbBIE JXeTyJOYKOBble HapYyIIeHUsI pUTMa.

2. TTo anekTpokapaMorpa@uIecKum MpoOsSIBICHUSIM |

— TUIIMYHBI — TIOCTOSIHHASI perucTpainusi mnaTrepHa
CB Ha 3KT,

— JIaTeHTHbBII — TUnMuyHble M3MeHeHus1 Ha JKI Bo3-
HMKAIOT TOJbKO IOC/Ie CTUMYASUMU (B T.U. MeIUKaMeH-
TO3HOIA),

— MHTEPMUTTUPYIONIINIT — 3MeKTpoKapauorpabmdec-
Kye IIPOSIBJIEHYSI PETUCTPUPYIOTCS SNIU300UUECKU U UcYe-
3a10T CIIOHTAaHHO.

B.B. PezsaH. KNMHUKO-3NEKTPOKAPAMOTPA®UYECKME CUHAPOMbI...

APUTMOTEHHAS AMCMNAA3USA NMPABOTO XXENYAOUKA
(ARVC)

ApuTMmoreHHass JAucIUIa3us IPaBOro KeJyAouka
(AOIDK) — nepBuyHOe nopaxeHue MMUOKapaa, umemnlilee
YacTO CeMelHbIM XapakTep, XxapaKTepusyloleecs CTPyK-
TYPHBIMM ¥ GYHKIMOHAIBHBIMY AHOMAIUSIMM TPABO-
ro sxenypouka (IDK), cBsizaHHOe ¢ mporpeccuMpOBaHHBIM
3aMellleHeM MIUOKapaa KMPOBOi 1 PUOPO3HOI TKaHbIO.
VicTuHHasT pacrpocTpaHeHHOCTh CMHAPOMA HeU3BeCTHA
(omHAKO MpeAIoaaraeTcsl JOCTaTOUHO BbICOKASI BCTpeyae-
MOCTb B nony/siuun: 1 ciayyait Ha 5000 yenosek). VimeroT
MeCTO IaHHbIe 0 GOJIbILIEeN TPeAPACIIONOKEHHOCTH K 3260-
JIeBaHUIO MYXXUVMH, YeM JKeHLIVH [29-31].

IpenmonaraeTcss HECKOABKO 3TUONOTMYECKUX TPUYNH
Bo3HMKHOBeHUs1 AIIDK: nereHepaTuBHAasl, BOCIAANUTENb-
Hasl, reHeTUYeckasl, OfHaKO JOKYMEHTaJbHO MOATBEPX-
JleHa JUUIb HacjaeAcTBeHHas Teopus. IIpenmosnaraercs
Takke BapuabenbHoe HaciemoBaHue AITDK: ayTocoMHO-
JIOMMHAHTHBIJ TUIT (IPEMMYLIeCTBEHHO) U ayTOCOMHO-
pelecCUBHBIIA.

Ha done HacmemoBaHust JI0Kyca MOPaskeHHO XPOMOCO-
MbI HapyIIIaeTcsl CMHTe3 COKPATUTENILHOTO 6efka o-aKTHUHA.
BriocnemcTBum  3armyckaeTcsl 1elb TeHETUYEeCKUX Hapy-
IIeHMIi, UTO TPUBOAUT K CHUHTe3y HdedekTHOro Genka
capKkoMepa U MOSBJIEHUIO lereHepaTUBHBIX KOMILJIEKCOB
B MMoLUMTax. B pesynbraTe 1uTO/NM3a KJIETOK MMOKapaa
HOpMaJIbHasl MMOKapayanbHas TKaHb 3aMellaeTcsl XKUPO-
BbIMM ¥ (GUOPO3HBIMM KIeTKaMy. 10 JaHHBIM MHOTUX
aBTOPOB, OCHOBHO TIPUUYMHOI TMOEM KIETOK SIBISIETCS
ariorrro3. IIpu 6one3uu Naxos (MyTanusi B TeHe TUIaKOT-
J106MHA) KIMHUYECKY Ha6MI0Ial0T SKTOAePMaIbHYIO0 IVC-
/1a3110 (MaJbMOTUIaHTAPHBIN KePaTo3, U3MEeHEeHUS BOJIOC
U HOT'Tein).

[TaToreHeTHYECKMiT MeXaHU3M BOCITAJIUTENbHOM TeOo-
pun tipmobpeterust AJITDK sakmiovaeTcs, MO0 MHEHMUIO
HEKOTOPBIX aBTOPOB, B TOM, UTO IpU BO3[EICTBUM BUDY-
coB (Kokcaku B3) HabmomanuM pasBUTHE M30IUPOBAH-
HOTO MPaBOXeNIyJO0YKOBOTO MMOKapAMUTa C JeCTpPyKLyei
MMOLIMTOB, OCTPOIT MHGMIbBTpaIMeli MOHOHYKIeapHbIMMU
KJIeTKaMy, UYTO B MOWIeAyolleM NPUBOAWIO K TOSIBJe-
Huto aHeBpu3M IDK. CymiecTBYIOT U Opyrue MHeHMsI, TIpU
KOTOPBIX CYMTAETCS, YTO BOCTIATUTETbHbIE MHOUIBTPATHI
SIBJISIFOTCSI peakiiyeil Ha MepBOHAYaIbHO MTOBPEXAEHHbIN
MMOKapH,.

Hemb3s MCKIIOUAaTh COUETAHHBIN BapMaHT IIpuobpeTe-
Hust AIITDK, koTopblit ITpeamionaraeT HalMuMe reHeTuyec-
KM OGYCIOB/IEHHOV YYBCTBUTEJIBHOCTY K arpecCUBHBIM
areHTam (BUPYCHOI 1 6aKTepuaabHOI MPUPOALI) U U3Me-
HEHMIO MMMYHOJIOTMYECKOJ peakKTUBHOCTH [32-34].

Pa3immMualoT 4eThIpe Iepuoaa pa3sBuUTHs 3a60/1eBaHMS

1. CKpBITHIN mepuoj, — MUHMMAaJIbHbIE CTPYKTYpPHbIE
usmeHenus: IDK mpu OTCyTCTBUMM WM HaAUYUM MUHU-
MaJbHBIX JKeIyJOYKOBBIX HapyumeHuyi putma. BCC mpu
9TOM MOXET OBbITb MEPBBIM U €IMHCTBEHHBIM ITPOSIBIIE-
HMEM.

2. SIBHBIE 37EKTpUUECKIE HAPYIIEHUS — OTMEYaITCs
CUMIITOMHbIE TTPaBOKeNIYIOYKOBbIE apUTMUM, BO3MOXKHA
@®X Ha ¢doHe oueBUAHON (QYHKIMOHATBHON U CTPYKTYpP-
HoM aHomaui [DK.

3. HemocratouHocts IDK — mporpeccupoBaHue pac-
MIPOCTPaHEeHMs MaTOJIOrMYEeCcKOro Ipolecca B MUOKapAe,
dbopmupoanme obmeit guchynkuum IDK mpu oTHOCH-
TEeJIbHO COXpaHEHHOM JIeBOM Xenyaouke (JDK).
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Ta6nauya 2
CpaBHeHMe auarHocTmyeckux Kpurepues AIITIDK 1994 r. 1 2010 1.

Kputepun [wnarHoctuyeckue kputepum 1994 r. MNepecmoTpeHHble kputepun 2010 1.
061was unu peruoHanbHan AMCHYHKLUA U CTPYKTYPHbIE USMEHEHUS
Bonbuwwe o darHbIM d8yxMepHoii 3xokapduozpaguu
BbipaxeHHas Aunataums U yMeHblueHne GpakLumm 30Hbl NOKaNbHOM akMHe3uu, auckuHesun MK nan anespusma MK
Bblbpoca MK 6e3 nopaxenus JK
AHeBpu3MbI XK, 30HbI aKUHE3UM UK AUCKMHESNN C MapacTepHanbHas no3uums, AAMHHAs OCb (B KOHLe Auactonbl) — Anametp BTIMXK 232 MM (c koppekuu-
BbINAYMBAHWMEM BO BPEMSA AUACTOSbI el ANs Nnowaam noBepxHocTu Tena 219 mm/m?)
BbipaxeHHas cermenTapHas aunataums MK MapacTepHanbHas No3nLKA, KOPOTKas oCb (B KOHUe AnacTonbl) — anametp BTIXK 236 MM (c koppekum-
el NS NNowWaau NoBepxHOCTH Tena 221 Mm/m?)
Dpakums usmMeHenus naowaam MX <33%
Mo daHHbIM MPT
30HbI IOKaNbHOW akMHE3UM, AUCKMHE3UM TK nnm anccuHxponms cokpalueHmns MK
OTHOLWEHWE KOHEYHO-AMACToNMYeckoro obbema MXK K nnowaam nosepxHoctv Tena 2110 ma/m? y
MY>UUH 1 2100 MA/M? y KEHLMH
Mdpakums Boibpoca MK <40%
o 0arHbIM aHeuoepaguu MK
30Hbl I0KaNbHOW aknHe3uu, auckuHesum MX unu aHespumsma MK
Manbie o 0aHHbIM 08yXMepHoUi 3xokapduozpagpuu
YMepeHHas aunataums u yMeHblueHne dpakumm 30Hbl N0KaNbHOM akMHe3Mu, AMcKuHesun MK
Bblbpoca XK 6e3 nopaxenus /K MapacTepHanbHas No3unLMs, AAMHHAs OCb (B KOHLLe AnacTonbl) — anametp BTIK 29-32 mm (c koppek-
L1el Ans naowaam nosepxHoctu tena 16-19 mm/m?)
YMepeHHas cermeHTapHas aunataums MX MapacTepHanbHas No3uLMsA, KOPOTKas ocb (B KOHUE AMacTonbl) — AnameTp BTIMXK 32-36 MM (c Koppek-
LMel Ans naowanm noeepxHoctu tena 18-21 mm/m?)
PervoHanbHas runokuHesms MK Dpakums usmMeHenus nnowaam MX 33-40%
Mo daHHbeIM MPT
30HbI NOKANbHOW aKMHE3UM, AUCKMHE3UM TK nam anccuHxponus cokpatuenmns MK
OTHOLEHME KOHEYHO-AMACTONMYeckoro obbema MXK k nnowaau nosepxHoctv Tena 100-110 ma/m? y
MyUmH 1 90-100 M/M? Y SKEHLLMH
®dpakums Boibpoca MK 40-45%
Mopdonoruueckas kapTuHa MuoKkapaa
Bonbwue  DOUBPO3HOE U XMPOBOE 3aMeLLeHNEe MUOKApAa YMeHbLUeHMe KonuyecTBa MmounTos <60% npu MopdOMeTpUUeckoM aHanuse, ¢ GUbpo3HbIM Uan
>KMPOBbIM 3aMelLeHneM uUnu 6e3 Hero, B 04HOM U 6onee 06pasLax S3HAOMUOKApAUanbHbIX GUoNTaToB
cBoboaHom crerkm MK
Manble YMeHbLueHWe KonnyecTea Muountos A0 60-70% npu MopdoMeTpUyeckom aHanuse, ¢ PUBPO3HbLIM UK
>XMPOBBIM 3aMelleHneM Unu 6e3 Hero, B 04HOM U Gonee o6pasLax SHAOMUOKapAUanbHbIX GUonTaToB
cBoboaHou cterkm MK
HapyweHus penonsipusaumm
bonbme MuBepcus 3ybua T B otBeaeHusax V1-V3 y nuu ctapwe 14 net (Npu oTcyTCTBUM NONHOM 6noKaab!
npaBoit HOXKM nyyka Mca)
Manbie MuBepcus 3ybua T B otBeseHusx V2-V3 y nuu ctapwe  MHBepcus 3ybua T B otBeaenusx V1-V2 y nuy ctapwe 14 net (Mpy oTCyTCTBMM NOMHOM 6nokanbl
12 net (Npu oTCyTCTBMM GNIOKaAbI MPAaBOM HOXKM Myyka  MpaBOW HOXKM nyuka lMca) wnu V4, V5 unn V6
nca) MuBepcus 3ybua T B otBeseHusx V1, V2, V3 u V4 y nuy ctapwe 14 net npu Hanuuum nonHow 6aokagpl
npaBoit HOXKM nyyka mca
Hapywenus aenonspusauum
Bonblwme  Sncunon-sonHa (eW) unm komnnexc QRS 6onblue 110 SncunoH-BonHa (eW) B oteepeHuax V1-V3
MC B oTBeaeHuax V1-V3
o darHbiM 3K 8bicoko20 paspewieHus
Manbie Hanuune nos3gHuMx noteHuManos Hannune nosgHmx noteHumnanos npu QRS He 6onblue 110 mMc Ha ctaHpapTHoi KT
[nutenbHocTb punbTpoBaHHOro QRS>114 mc
[lnuTenbHOCTb KOHEYHOTo MHTepBana GunbTpoBaHHOro QRS-KoMNnekca ¢ aMnNauTyaoi MeHblue 40 MkB
238 Mc
Amnnutyna nocnegaux 40 mc QRS-komnnekca €20 mMkB
Hanuuune apurmun
Bonbuwwe BbifiBNeH1e 3M130/0B HEYCTOMUMBOI MW YCTONUUBOW XeENYA0UKOBOM TaXMKapauM C KOMNeKcaMu no
TMNYy 610KaAbl NEBOW HOXKM Myyka [Mca (C oTpuuaTenbHbIM UK HeonpeaeneHHbiM koMnnekcom QRS B
oteenenusix Il, 111, AVF u nonoxutenbHbiM B oTBefeHUn AVL)
Manble BbisiBneHMe 3130408 Xenyao04KoBO TaxuKapaum BbisiBneHMe 3130008 HEYCTONYMBOW MW YCTOMUYMBOW XeNyA04YKOBO TaXmMKapanUm C KoMnaekcamu no
(YCTOMYMBOW MM HEYCTOMYMBOM) C KOMNIEKCAMMU NO TNy 611oKaabl NeBOM HOXKM Myyka Mca (C nonoxutenbHbIM komnnekcoM QRS B otBeaeHumsix |1, 111, AVF
Tnny 610Kaabl NeBOM HOXKM Myyka Mca (Ha IKI nokos, 1 oTpuLaTenbHLIM B 0TBEAeHUM AVL)
XonTepoBCKOM MOHUTOPUPOBaHUM, Npobax ¢ Gusnyec-
KO Harpyskoit)
Xenypoukosas skcTpacuctonuns >1000 B TeueHne cytok  bonee 500 xenynouKoBbIX SKCTPACUCTON B TEYEHWE CYTOK MPU XONTEPOBCKOM MOHUTOPUPOBAHMUM
npu XonTepoBCKOM MOHUTOPUPOBaHUU
CeMeiiHblit aHaMHe3
bonbwwme  Ouarvos AAMXK y poacTBEHHWUKOB, NoaTBepXAeHHbIM No  [AuarHo3 ALK y poacTBeHHUKOB NepBOit CTENEHW POACTBA, YCTaHOBEHHDINM MO COBPEMEHHbIM
[aHHbIM ayTOMCUM UAW NP OnepaLnu KpUTEpUIM
[unarHos AIMK, noaTBepXAEHHbIN Yy pOACTBEHHMKOB NEPBOW CTeNeHM PoACTBa MO AAHHbLIM ayTONCUu
MK Npu onepaummn
BbisiBneHMe natoreHHbIX MyTaLmii, xapakTepHbix ans AIMXK
Manbie BCC B cemeiiHOM aHaMHe3e y nuL, Monoxe 35 net Hanuune ALMX y poacTBEHHMKOB NEPBOM CTENeHW POACTBA B aHaMHE3e, HO KOraa He NpeAcTaBiseTcs

npeanonoxuTenbHo no npuunHe AQMK

Hanuuune B ceMeiiHOM aHaMHe3e pOACTBEHHUKOB, Y KO-
TOpbIX UMENW MEeCTo AuarHocTuieckue kputepum ALMK

BO3MOXHbIM NOATBEPAUTb €ro COOTBETCTBUE COBPEMEHHbLIM AMUATHOCTUYECKMM KPUTEPUSM

BCCy nuu, Monosxe 35 neTy poACTBEHHUKOB NepBOW CTENEHU POACTBA NPEANONOXUTENLHO MO NPUYUHE
AOMX

[unarHo3 AIMX y poacTBeHHWUKOB BTOPOWA CTENEHW POACTBA, MOATBEPXKAEHHbIA TMCTONOMMYECKM UK
COBPEMEHHbIMU AUArHOCTUHECKUMU KPUTEPUSIMU

Mpumeuanus: ALMXK — apuTMoreHHas aucnnasus npasoro xenynouka; BCC — BHe3anHas cepaevHas cMepTb; BTIK — BbIBOAHOM TpakT npaBoro xenynouka; 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. BMBEHTPUKY/ISIPHAS HEOOCTATOYHOCTb C BOBJIEUEHU-
eM B mnatonorudeckuii mpoiecc JOK. OTMeuaeTcss KIMHMKA
3aCTOIHOM cepmevHoii HemOCTaTOYHOCTH, pasBuUTHE (H1b-
PWUISILIA TIpeAcepamit TPOMO03IMOOTNUECKX OCTOSKHEHMIA.

B 1994 r. rpyninoii EBpormeiickoro u MexXxmyHapOAgHOTO
KapaMoJIOTUUECKUX OBIIeCTB ObLIM TPEAJIOKEHbI Aya-
rHoctuueckue kputepuu AIIDK, a B 2010 r. oHM 6buIn
TepecMOTPEHBI U LOTMOMHEHHI [35, 36]. B Tabm1. 2 mpecTas-
JIeHBI CTapble ¥ HOBble KPUTEPUN.

Ina mocraHoBkM AmarHosa AJIIDK, cormacHo Kpu-
TepusiMm 1994 1., He06XOAMMO HaaMyMe ABYX OONBIINUX
KpPUTEPUEB MM ONHOTO GOJIBLIOTO M JOBYX MasbIX, MU
yeTbIpex MaJjbIX KpUTepMeB U3 pPas3IN4YHbIX TIPyII.
AHaJIOTMYHYI0 COBOKYITHOCTh UCIIOMb3YIOT U B KPUTEPUSIX
2010 r. OTAMYNTETBHO 0COOGEHHOCTHIO CUMTAETCS TO, UTO,
COIVIACHO HOBBIM KPUTEPMSIM, AMArHO3 YCTaHABIMBAKOT U
MPU HAJIMYUY OJHOTO GOJBIIOTO ¥ OJHOTO MAjoro Kpw-
TepueB, a Takke MPU HaJUUUM TPeX MajblX KpUTepueB
U3 pasnuuHbIx rpymm. HuarHos AIIDK BepositeH mipu
HaJIMYMUY OTHOTO GOJBIIOTO Y IBYX MAJIbIX KPUTEPUEB U3
Pa3HBIX TPYyMII.

Hanbonee MHGOPMATUBHBIM Cpeay HEMHBA3MBHBIX
meTonoB guarHoctuku AJITDK cumTaeTcss MarHuTHO-pe30-
HaHCHas ToMorpadusi, TO3BOJSIONIAS OIEHUTDb PA3MEPHI U
dbyHKUMIO cepala, XXUPOBYI MHBOMIOIMIO B cTeHKe IDK,
YTOUHUTH HapyIIeHUs] peTMOHAPHOM COKPAaTUMOCTU MUO-
Kappa, BbISIBUTh HaMuMe aHeBPM3M, MUCTOHUEHME CTeH-
KU IpaBoro xemygouka. OgHaKo JAaHHbIE M3MEHeHUs He
SIBJISIIOTCSI TTATOTHOMOHMYHBIMM TOJBKO A1t AIITDK (Heo6-
XOAMMO MPOBOAUTD Iy epeHIIMPOBKY C MMOKApAUTAMMU,
MH(APKTOM MPABOTO KeTyI0UKa, a TaKKe UIMOMaTUIeC-
KOI1 InIaTallMOHHON KapAuoMuUonaTueit).

TepMuH «KaTexoJaMUHEPTUYECKas >KeayooYKOBast
TaxuKapausi» BIepBble MpeliokeH A. Leenhardt et al.
B 1995 r., xoTs my6GnMKalyMy, OMMUCHIBAKOIIME OaHHOE
HapylleHue CepIevyHoro puUTMa, ObUIM M3OaHbI paHee.
KarexonamuHepruueckast mosuMopdHast KelTyJouKoBast
taxukapaust (KIDKT) mpencrasisieT cob6oit monumopd-
HYI0 JIByHaIIpaBJIeHHYIO 3/I0KaUeCTBEHHYI0 TaXUKapaUIO C
perucTtpanuei KoMiaekcoB QRS Kak MMHUMYM JIBYX MOP-
donoruit u uHyLMpyemyto GbuU3MUEeCKOit HAarpy3Koil min
aJlpeHepruyecKkoil cTumMyssumest (IICMX03MOLMOHAIbHOE
HampsDKeHMe), a TakKe PerucTpupyemyo Mpu BBeleHUU
usomnporeperona. COMPOBOXKAAETCS CUHKOMATbHBIMU
COCTOSIHMSIMMU U MMeeT BbIcOKUit puck BCC. BHe npucryrma
He yAaeTcs OUarHOCTUPOBaTbh M3MEHEHMI CO CTOPOHBI
cepaua.

B Hacros1ee BpeMsl TeHeTUYecKast MU3y4YeHHOCTD IaH-
HOTO CMMIITOMOKOMILIEKca Hebonbliuas. Ha Hacrosiee
BpeMsl MpeAIonaraeTcsl Haauuye CBSI3U MeXOY IaHHBIM
TUIIOM apUTMUK U MyTalyel reHa pUaHOOMHOBBIX pelier-
TopoB (hRy R2), pacmososkeHHbIM Ha XpoMocome iq 42—
iq 43.V 30-40% npobaHI0B B ceMbe HAOIIONAINCh CTydan
BHE3aIMHO CMePTH.

BO3HMKHOBEHME apUTMMUM CBSI3aHO C TeHETUYECKU
06YC/IOBIIEHHOI BHYTPUKJIETOUHOI TIePerpy3Koit MOHaMM
KaJIblMsSl B pe3yJabTaTe €ro BBICBOOOKIEHUSI U3 CapKo-
MIa3MaTUYeCKOTO peTukyinyma. Bapmanmum mopdomorum
SKeJTYIOYKOBBIX KOMIUIEKCOB MOTYT OBITb OGYC/IOBJIEHBI
MeXaHM3MOM paHHel MocTaenoasipusauum Ha ¢GoHe
TOBBILIEHMS] aKTMBHOCTM CUMIIATOApPEHaNIOBOI CHUCTe-
MbI, @ MOTYT OBITb CJIEICTBMEM KOHKYPUPYIOUIMX OUaroB

B.B. PezsaH. KNIMHWUKO-3JTEKTPOKAPONOIPA®UYECKUE CMHOPOMBI...

TpMI‘I‘epHOﬁ AKTUBHOCTU NI USMEHEHUN YCHOBI/IVI IIpoBe-
AeHUA TaXUKapANTUUYECKUX UMITY/IbCOB.

OTMeualoTcs CIIOHTaHHbIe TOJIOBOKPY>KeHMsI, HeXBaTKa
BO31yXa, 60MM B IPYOM, CYAOPOTH, OGMOPOUHBIE COCTO-
sHUS (MMPeUMYLIeCTBEHHO B JIETCKOM BO3pacTte, MpuUyem
yeM paHbIlle BO3HMK IepBbIii 0OMOPOK, T€M IPOTHO3
He6maronpusaTHee). JlaHHbIE CUMIITOMbI BO3HMKAIOT Ha
(oHe pu3MUECKOTO MM TICUXOSMOLMOHAIBHOTO HAIpsi-
skeHus1. [IpekpaiiieHe Harpy3Kku, Kak MpaBuiio, MO3BoJsIeT
TIpeaymnpeauThb pa3sBuUTHe 06MOPOKa 13-3a 6BICTPOTO CIIOH-
TaHHOTO KyIIMPOBaHMS apUTMUM. [Ipy pa3BUTUM TSIKEIOTO
MPUCTYTIAa TaXUKAPAUU OTMEUaeTCs MOBBIIIEHVE apTepu-
aNbHOTO JaBJIeHMsl, HEIIPOM3BOJbHOE MOUeNCITyCKaHue.
O6GMOpPOK IJIUTCS OT HECKOJIBKUX CEKYH[ 10 HECKOJIbKUX
MMHYT. BOJNBIIMHCTBO OOJbHBIX 6€3 peaHMMALMOHHBIX
MEPONPUATUIA TIPUXOAIT B cebsi, OMHAKO B HEKOTOPBIX
CTy4astx BO3MOXXEH CMepTeTbHbIN UCXO]I.

OKTI-KpuTepuu KaTexoJlaMUHEepPrmueckoil Taxukapanu
clenyoume:

— OKT B IOKOe: perucrpaumsi OTHOCUTEIbHOI Opaan-
Kapauu (B OOJIbIIMHCTBE C/Ty4YaeB);

— mipu mapokcmusmax JKT: peructpauusi MUPOKUX
SKeJTYIOUKOBBIX KOMILIEKCOB KaK MMHMMYM JIBYX Mopdo-
Joruueckux hopm;

— HempepbIBHOE ajabTepHUPOBaHME >XeTyLO0UKOBBIX
KOMIIEKCOB T10 (popMe M aMIUIUTY[e BO (DpOHTAIbHOI
miockoctu (vaige 70 mo 120°);

— WKC B 3anmne taxukapguu ot 140 no 200 yo/muH;

— TIpM TPOAO/DKEHUM HATPYy3KM ITPOUCXOAUT TPaHC-
(opmanus gByHAINpaBIeHHON TaxMKapAuM B IOIMMOP-
(bHyI0 ¢ HEperylIapHOi 4acTOTOM SKeNYIOYKOBOTO PUTMA.
Boixon u3 3aimna yepes IAUTENbHYIO Iay3y, MOC/IE Yero
OTMeyYaeTcsl 3aMmemniaminuii (Kak IpaBuiio, AB-y3710BOit
putMm). Uepe3 HECKOJIIbKO CEeKYyH[, PerMcTpUpyrT BOCCTa-
HOBJIEHVE CMHYCOBOTO PUTMa.

B 2011 r. Beinin Pekomenpaiuu EBporeiickoro obiie-
CTBa KapJMOJIOTrOB 110 TeHeTUYeCKUM UCCAe0BaHMUSIM TTPU
KaHajonaTMsaxX M Kapauomuonatusx [37]. B mokymeHTe
TOBOPUTCSI, UTO:

— TeHeTUYeCKyl0 KOHCYIbTallMI0 PeKOMEeHIYIOT MJisl
BCeX TALMEHTOB M POJCTBEHHMKOB C CeMeIHbIM aHaM-
He30M KapAMOMMOIIaTUi M KaHaJOMaTuii, ¥ OHa JOJIKHA
BKJIIOUaTh B CeOS OOCYXIEeHMe PUCKOB, ITOJb3bI U BO3-
MOJXHbI€ BapMaHTbI KIMHUYECKUX I/I/I/IJII/I TeHeTn4YeCKnx
06c/Ief0BaHMiA.

— pelleHue O BbIOOpe MeToja JIeueHUS] He JO/DKHO
OCHOBBIBATHCS TOJILKO HA Pe3y/bTaTaxX reHeTUYeCcKnX Tec-
TOB, & JO/KHO OBITh OCHOBAHO Ha KOMIUIEKCHOW KIMHMU-
YyeCcKoii OlleHKe.

— B CJIy4asiX HeGIAronpusTHOrO CeMeifHOTO aHaMHe3a
10 KaHAJIOMATUSIM U KapAMOMMOIIATUSIM OyIeT MoJIe3HbIM
reHeTMYeCckoe KOHCYJIbTMPOBaHMe Ha CTaiUM IJIaHUPOBA-
HUSI CEMBbU.

PexomeHOayuu no zeHemuueckomy mecmuposaHuio npu
cunopome LQT:

Knacc I

IManyeHTaM, y KOTOPBIX IO JAaHHBIM O0OC/IeIOBaHMS
MMEIOT MeCTO XapaKTepHble mjis cuHiapoma LQT naH-
Hble CeMeHOTO aHaMHe3a, KIMHUYEeCKMEe TPOSIBIeHUS U
ayieKTpoKapauorpaduyueckme Mpu3HaKku (TIOTyYeHHbIE TI0
nJaHHbIM JKT' 1OKosI, TeCTOB ¢ HDU3UYECKOIT HATPY3KOI MU
TECTOB C BBeJeHMEeM KaTeXxOJIaMMHOB), ITOKa3aHO KOMII-
JIEKCHOe TeHeTMYeckoe obciefoBaHme Uau 06ciefoBaHNe
Ha BbISIBJIeHME TeHeTUYeCKUX MapKkepoB CMHAPOMOB LQT
1-3 (B renax KCNQ1, KCNH2, SCN5A).
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[TanueHnTam ¢ yajuHeHueM MHTepBasia QT (KoTOpoe
ycTaHaBaMBaeTcs Mo JymTenbHoct QTc>480 mc B mybep-
TaTHOM Bo3pacte U QTc>500 Mc y B3POCIbIX), Y KOTOPBIX
HeT KIVMHUYeCKUX MPOSIBIIEHUI M OTCYTCTBYIOT KIVMHU-
YyecKue COCTOSTHUSI, KOTOpble MOIIM Gbl MOBIMSTbL Ha
ymiHeHye yHTepBana QT (971eKTPOIUTHBIE HapyLIeHMs,
runepTpodust Mmokapaa, 6J10Kaabl M Ap.), TOKa3aHO KOM-
TJIeKCHOe TeHeTHueckoe obciemoBaHue Wi 06CIenoBa-
HJe Ha BBbISIBJIEHNE TeHeTUYEeCKMX MapKepoB CMHIPOMOB
LQT 1-3 (B renax KCNQ1, KCNH2, SCN5A).

[Ipu BpISIBIIEHMM MalieHTa C TUIIMYHBIMU IIPOSIBIIE-
HussMu cuHapoma LQT peKkoMeHIyeTCsl TeHeTUYecKoe
TECTMPOBAHME WIEHOB CeMell U POLCTBEHHUKOB Ha Ipe/l-
MeT BBISIBJIEHUS crenubuueckux mjiast cuHapoma LQT
MyTaLuit.

Knacc I1b

[MauyenTtam c ygnuHeHueM uHTepBana QT (KoTopoe
yCcTaHaBAMBAaeTCs Mo JiuTeabHocty QTc>460 Mc B mybep-
TaTHOM Bo3pacte u QTc>480 Mc y B3pOC/bIX), BbISIBIEH-
HOM Ha HeckKonbKMX JKI' ¥ y KOTOPBIX HET KIVMHUYECKUX
MIPOSIBJIEHM1, MOKET OBITh ITOJIE3HBIM KOMIUIEKCHOE TeHe-
THMUecKoe o06cC/iefoBaHMe MM o6cCiIenoBaHMe Ha BbISIB-
JIeHMe TeHeTUYeCKUX MapKepoB cuHIpomoB LOT 1-3 (B
reHax KCNQ1, KCNH2, SCN5A).

Pexomenoayuu no zeHemuieckomy mecmuposavuio npu
cunopome SQT:

Knacc 1

[Ipu BbIsSIBIeHMM MALMEHTa C TUIIMYHBIMM IIPU3HAKA-
mu cuHpgpoma SQT peKOoMeHAyeTCsl reHeTuyecKoe Tec-
TUPOBaHMe YJIeHOB CeMeii I POACTBEHHMKOB Ha MpefMeT
cneuuduyeckux s cuHapoma SQT mMyTauuit.

Knacc I1b

[TanyeHTaM, y KOTOPBIX IO JAHHBIM 0OOCIEeIOBAHMUS
MMEIOT MeCTO XapakTepHble mjis cuHapoma SQT pmaHHbie
CceMeifHOTO aHaMHe3a, KIMHMUYeCKNe MIPOSIBJIEHUS U 3JIeK-
Tpokapauorpadbuyeckue MpuU3HaKM, MOKA3aHO KOMILIEK-
CHOE TeHeTHueckoe obcieqoBaHMe Wi 06cIefoBaHe Ha
BBISIBJIEHME TeHeTUYeCKX MapKkepoB cuHapomoB SQT 1-3
(B renax KCNH2, KCNQ1, KCNJ2).

PekomeHoayuu no zeHemuueckomy mecmuposaHuro npu
Cb:

Knacc I

[Ipu BBISIBIEHMM TalMieHTa C TUIIMUYHBIMU IIPOSIBIIE-
Husimu CB peKoMeHAyeTcsl reHeTMYeckoe TeCTMPOBaHMe
YJIEHOB CeMeli ¥ POLCTBEHHMKOB Ha MMPeAMeT BbISIBIEHNS
crienuueckux aysg Cb myTaiimii.

Knacc Ila

IMauyeHTaM, y KOTOPBIX IO JaHHBIM 0OCIeIOBaHMS
MMeIT MecTo xapakTepHble Ajisi Cb maHHble ceMelfHOTO
aHaMHe3a, KIMHUYEeCKue MPOSIBIIEHUSI U 3JIeKTpOKapau-
orpaduyeckye TpU3HaKY (TOSydeHHbIe MO AaHHbIM KT
TOKOSI ¥/WIN MeAVIKaMeHTO3HBIX TECTOB) ITOKa3aHO KOMII-
JIEKCHOe TeHeTunyeckoe 06ciiefoBaHye win obcienoBaHme
Ha BBbISIBJIeHME TeHeTUYeCKUX MapKepoB cuHApoma BrS1
(B reHe SCN5A).

Knacc III

leHeTMUecKoe TeCTUPOBaHYE He TOKA3aHO NalieHTaM
6e3 KIMHMYeCKuX mposiByiennit ¢ KT BapuaHTOM THUIT 2 U
T!I 3.

PekomeHndayuu no zeHemuueckomy mecmupogaruro npu
CPVT:

Knacc 1

BceM manyeHTaM, y KOTOPbIX IO JaHHBIM 06C/Ien0-
BaHMS MMEKT MECTO XapaKTepHble s cuHapoma CPVT
JlaHHble CeMefHOTO aHaMHe3a, KIIVMHMUYeCKYe IIPOsIBIeHNS
U 3nekTpokapauorpadmyeckue Mpu3HaKky, MOTyYeHHbIe
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10 JAHHBIM TECTOB C (U3NYECKOI HArpy3KOii MM Tec-
TOB C BBeJleHMEeM KaTex0JIaMWHOB, MTOKa3aHO KOMILIEKC-
HOe TeHeTuueckoe o6caemoBaHMe Wi 00cieqoBaHMe Ha
BBISIBJIEHME TeHeTUUeCKX MapKepoB cuHapoMoB CPVT (B
reHax RYR2 u CASQ2).

[Ipu BbISIBAEHMM TIALMEHTA C TUIMIMUYHBIMU ITPOSIBIIE-
HusMu cuHapoma CPVT peKOMeHAyeTCsS TeHeTUUeCKoe
TeCcTMpOBaHMe WIEHOB ceMeil M pOACTBEHHUKOB Ha Ipef -
MEeT BBISIBJIEHMSI crieuuduueckux ajas cuHapoma CPVT
MyTaluii.

PexomeHOayuu no zeHemMuuecKoMy mecmuposaHuio npu
ARVC:

Knacc I

[Tpu BBISIBIEHUY TIALIMEHTA C TUTMYHBIMU ITPOSIBJIEHN-
aMu ARVC pekoMeHIyeTCSl TeHeTUUecKoe TeCTMpOBaHue
YJIeHOB CeMeli ¥ POACTBEHHMKOB Ha MpeAMeT BbISIBI€HUS
crienyduueckux s curaapoma ARVC myTtatnmii.

Ta6bnauya 3
IedekTHbIe reHbl, HaMOOJIEe YaCTO BCTPEUAIOIUIMECST
Py KaHaJIOIIaTUAX

CuHapom len Jokyc YacToTa BCTpeya-
eMoctu, %
LQTS1 KCNQ1 11p15.5 30-35
LQTS2 KCNH2 7g35-g36 25-40
LQTS3 SCN5A 3p21 5-10
SQTS HW oMK 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

Mctounuk: 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.

Tabnauuya 4
MeaguKkaMeHTO3HbIE M HeMeANKaMeHTO3HbIe MeTOIbI
JledeHUsI KaHAJIOMaTui

[wnarHos Bua Tepanuu Tepanus nepsoi

NMHUKU

AnbTepHaTUBHas
Tepanus

LQTS MepnukameHTO3Has MponoHrupoBaHHble
HEKapAMOCeNeKTUBHbIE

B-anpeHobnokaTopbl

JNabetanon, Huko-
paHaun, MekcuneTuH,
Bepanamun

CuMmnatuyeckas
[leHepBaLus NeBoro
xenypouka, 3KC

HemenunkameHTo3Has nKa

SQTS MenukameHTo3Has XWHUAMH, coTanon, MponacdeHoH
amMuofapoH
HemenukameHTo3Has nKa
CPVT MenukameHTo3Has Hekapauocenektns- DnexkanHug,

Hble 6eTa-aapeHo6no-
KaTopbl

HemenunkameHTo3Has - Cumnatuyeckas
[leHepBaLus NeBoro
xenypouka, 3KC
BrS MeavkameHTO3Has XuHUauH -
HemenunkameHTo3Has 3KC -

ARVC MenukameHTo3Has He n3yyeHbl MexaHu3- -
Mbl papmakonoruyec-

KOro BO3AENCTBUS

HemeaukaMeHTO3Has 3KC -

Mpumevanus: UKL, — umnnaHTMpyembiit kapanoseptep-gedubpunnstop; 3KC —
3N1EeKTPOKapAUOCTUMYASTOP

Uctounnk: 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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JIEKUMSA MO AKTYANIbHOM MPOBJIEME HEOT/IOXXHOW MEOMUMHCKOW MOMOLLM

Kinacc Ila

IMaumeHTaM, KOTOPbIE IOAXOMAST MOJ, IMATHOCTUYECKME
kputepun ARVC, 1noka3aHO KOMIIJIEKCHOe TeHeTuyeckoe
o6cnenoBaHMe min 06CIe0OBaHKe Ha BbISBIEHUE TeHETH-
Yyeckux MmapkepoB cuHApoma ARVC (B reHax DCS2, DSG2,
DSP, JUP, PKP2, TMEMA43).

Knacc 11D

IManyeHTaM, KOTOpble MMEIOT OAWH OOJNbLIOK U ABa
MajblX AMArHoCcTuyeckux Kpurepus (kputepum ARVC
2010 r.), moKka3aHO reHeTMYeCKOe TeCTMpPOBaHMe.

Kinacc III

[ManeHTamM, KOTOpble MMEKT TOJAbKO OOVH MaJlblit
kputepuii (kputepumn ARVC 2010 1.), reHeTMUYECKOEe TECTU-
pOBaHMe He M0Ka3aHo.
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