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[eHeTNYecCKana apXxuUTekTypa CMHApPOMa YAJIUHEHHOro
nHTtepBana QT u reHoTUnN-cneunpunyHoe neyeHne
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PE3IOME

Bpo>XAeHHbIM CUMHAPOM YAAMHEHHOrO mHTepBaaa QT (CYMQT) — 310 nepBas ONMCAHHAS U HaMboAee pPacnpPOCTPAHEHHAS HOCAEACTBEHHAS
QAPUTMUS MPK OTCYTCTBUM CTPYKTYPHOM GOAE3HM CEPALLQ, KOTOPQAS HACAEAYETCS MPEeMMYLLLECTBEHHO AyTOCOMHO-AOMMUHAHTHBIM MyTEM, XaPaK-
TEPU3YIOLLIMMCS MOBbILLIEHHbIM PUCKOM PA3BUTHS MOAMMOPCOHOM XKEAYAOHKOBOM TAXMKAPAMM, OBMOPOKOM M/MAK CYAOPOTaMM M BHE3AMHOM
CEPAEYHOM CMEPTLIO. YYUThIBAS COBPEMEHHbIE MPEACTABAEHUS O CMEKTPE reHEeTMYECKMX BAPUAHTOB, CITIOCOBHbIX BHOCHTL BKAQA B reHeTunye-
CcKyto apxutekTypy CYUQT, AGHHOE 3060AeBAHME HE MOXKET PACCMATPUBATLCH KOK MOHOTEHHQAS MATOAOTMS. 3TO MOATBEOXKAQETCA HOAMYMEM
HE TOALKO MATOrEHHbIX MAM BEPOSTHO MATOrEHHbIX BAPUAHTOB B KAHOHUYECKMX reHAX BOCMPMMm4mMBOCTH K CYMQT, HO 1 0BLLMX NOTEHLMAABHO
MPOAPUTMUIECKUX BAPUAHTOB MAM QAAEAEN CDYHKLIMOHOABHOTO PUCKA M CAQBO MPOHMKAIOLLIMX PEAKMX BAOPUAHTOB. Tak kak CYMQT asagetcs
reHeTn4eckm 1 OeHOTUMMYECKM reTepOoreHHbIM 3060AEBAHNEM, CBOEBPEMEHHAS Beprdbukaums amarHoza CYMQT u cTpatmdbukaLms pucka
APUTMUYECKMX COBbITUI, O TAKXXE MPOBEAEHNE r€HOTUM-CMEeLMAPUIECKOM TePANEBTMYECKOM CTPATEMMM MPEACTABASIOTCA AKTYAAbHBIMMU.
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SUMMARY

Congenital long QT syndrome (LQTS) is the first described and most common inherited arrhythmia in the absence of structural heart disease,
which is inherited in a predominantly autosomal dominant manner, characterized by an increased risk of developing polymorphic ventricular
tachycardia, syncope and/or seizures, and sudden cardiac death. According to modern ideas about the spectrum of genetic variants that can
contribute fo the genetic architecture of LQTS, this disease cannot be considered as a monogenic pathology. This is supported by the presence
not only of pathogenic or likely pathogenic variants in the canonical LQTS susceptibility genes, but also of common potentially proarrhythmic
variants or functionalrisk alleles and poorly penetrating rare variants. Since LQTS is a genetically and phenotypically heterogeneous disease, fimely
verification of the diagnosis of LQTS and risk stratification of arrhythmic events, as well as the implementation of a genotype-specific therapeutic
strategy, seem relevant.
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BBenenne

BpoxxaeHHBIN CHHAPOM yIJIMHEHHOTO HHTEpBaja
QT (CYUQT) — a10 Haubosee pacnpocTpaHeHHAs! Hace -
CTBCHHAS apUTMUS IIPU OTCYTCTBHH CTPYKTYPHOU OOJIC3HU
cepua, KOTOPBIN SBIISIETCS TCHETUYCCKU B (DEHOTUITHYCCKH
TeTEPOrCHHBIM HAPYIICHUEM PCIIOJISIPU3AIIUU U UMECT I10-
BBIIICHHBIN PUCK MOTUMOP(HON JKEITyJOYKOBON TaXHKap-
mun (OKT) tuna torsades de pointes (TdP) n BHe3amHOIt cep-
neunoii cmeptu (BCC) [1, 2].

Pacnpocrpanennocts BpoxkaeHHoro CYNUQT B nomyssi-
MM TOYHO HEW3BECTHA, HO MpeJIoiiaracMasi pacrpocTpa-
HEHHOCTH Kosebnercst ot 1:2500 mo 1:5000 [3]. HeoOxomumo
OTMETHTB, YTO JJisl Bcex renetnyeckux tunos CYUQT knunu-
YecKast IICHETPAHTHOCTh KOJIEOJIETCs B IIMPOKOM JIMAITa30HE —
ot 25 no 100% u B cpennem coctapisieT okoio 40% [2, 4].
Ecnu yuects, uto okosno 40% nanueHToB UMEIOT HOpMallb-
HbII koppuruposaHublii nHTepBan QT (QTc), BeposiTHO, uTO

¢akTrueckas pacupocrpaneHHocTs CYNQT B nomynsiiyn
3HAYUTENBHO BbIle [4, 5]. 3HaueHus 99,5 nepueHTUsIs UHTep-
Bana QTc, 3aBucsiye OT 1oja, 0OBIYHO UCIOJIB3YIOTCS B Ka-
YeCTBE NOPOrOBOT0 3HAYEHHUS JUIs JIULL, HyKIAIOIIXCS B T€HO-
TUNHUPOBaHUH [1]: u1s IpenyOepTaTHBIX MYXXYHH W SKCHIINH
6onee 460 Mc; B ocTIyOepTaTHOM MEPHOAE Y MY>KUHH Oolee
470 mc u y xenmuH 6onee 480 mc. [To qaHHBIM CKpHHUHTA
OKT, 5-10% nonynsiuuu umeror QTe > 460 mc [3].

B ocHOBE MONEKYIIPHO-TEHETHYECKOTO (KIIETOYHOTO) Me-
xaHn3Ma CYHNQT nexar HapylIeHNs] HOHHBIX KaHAJIOB, BbI-
3BaHHBbIE MyTalUsMU B reHax BocnpuumuuBoctu k CYUQT,
YTO CIIOCOOCTBYET CHM)KEHHIO OCHOBHBIX PETOJISIPU3alNOH-
HBIX KaJIMEBBIX TOKOB BHyTpeHHero Bbimpamienus (L, I, I )
W/WIM YBEINYCHHUIO AEHOISIPU3YIOINX BXOAAIINX HATPUEBBIX
WK KasiblueBbix TokoB (I, m 1 ), ¥ B pesynbrare Npoucxo-
JUT yuinHeHne norenimana nevicrsust (I1/1) n naTepsana
QT [6, 7]. B ciny4ae 3HaUUTENBHOTO 3aMEAJICHUSI PEHOISIpU-

e-mail: medalfavit@mail.ru

MeanumHckmnin aadoasmT Ne 4 / 2025, CoBpemeHHAs dOYHKLLMOHAABHAS AMATHOCTMKA (1)



DAEKTPOKAPAMOAOTUS

3aLUU KETYIOUKOB U yBEIUUEHHs TPAHCMYPaJIbHOI TUCHep-
CHUH PENOJIIPU3ALMU BO3HUKAIOT PaHHUE TOCTAETIOISPU3ALUL
(asexTpryecKnii cyoCTpar), KOTOphIE BHICTYHAIOT B KAYeCTBE
TPUITEPHOM aKTUBHOCTHU U3 ceTu IlypkuHbe U MHULIUUPYIOT
pasBuTHE penuauBupyromei nomumopduoi XKT, sensromerics
ornuuurenbHol yeptod CYUQT [8].

Leanro padoThI SBISCTCS TOAPOOHOE U3TIOKEHIE COBPE-
MEHHOH FeHeTHUEeCKON apXUTeKTypsl BpoxkaeHHoro CYUQT
1 TEHOTHII-CHE(DUYHBIX TEPAIeBTHYECKUX CTPATETUH, a TaK-
JK€ KJIETOUHBIX MEXaHM3MOB €r0 MaTOreHe3a.

I'ensl Bocnpuumuusoct k CYUQT

B nacrosiee BpeMst naeHTH(UINPOBaHBI 0KOJI0 17 reHo-
tunoB CYUQT, o6o3nauaembix kak LQT (long QT), u 6oxee
760 myTanmii, 4TO MPUBEJIO K NEPECMOTPY KIacCUPHUKALIUH
CYHQT [1, 2, 9]. CYUQT cBsizan ¢ MyTauusiMu B 6 reHax Ka-
neBbIx KaHanoB (KCNQI, KCNH2, KCNE1, KCNE2, KCNJ2,
KCNJS), 2 renax HarpueBbix kaHaioB (SCN5A, SCN4B), on-
HOM TeHe KanblueBbiX kananoB (CACNAIC) u 4 renax cre-
IU(PUICCKUX CBSI3BIBAIOIINX U CTPOUTEIBHBIX OeKoB (4KAPY,
ANKY, CAV3, SNTAI) [2, 8, 10]. Takxke nmpu3HaeTCs BKIIAL
TEHOB, yYaCTBYIOIUX B KIIETOUHOM I'OME0CTa3€ KaJbIHsl, KO-
TOpPBIE MOTYT BBI3bIBATH 3710KauecTBeHHbIE BapuanTsl CYUQT:
Tpu reHa kanpmonynuna (CALM1, CALM2, CALM3) n tpu-
anus (TRDN) [11].

JUis cranaapTH3ayy CHITbl TEHETHUECKUX M (DYHKIINO-
HaJIBHBIX JI0Ka3aTeJIbCTB, MOATBEPKIAIOIINUX acCOLUAUU
«reH-00I1e3Hb, OBIIT pa3padoTaH MOITYKOJINYECTBEHHBINH Me-
Ton u pecypc «Knmanyecknii reHoM venoBekay (ClinGen —
Clinical Genome Resource) [12, 13]. [To nanueim ClinGen,
u3 17 renos, Be3eiBaromux CYUQT, 6 reHoB Kitaccugpuim-
POBaHBI KaK «omnpezenaeHHbie» i neduuntusasie (KCNQI,
KCNH?2, SCN5A, CALM1, CALM2, CALM3), 1 rern — TRDN
¢ cuiIbHBIMU Joka3arenbeTBaMu U 1 reH — CACNAIC ¢ yme-
peHHbIMHU JokazarenbcTBami [1]. [Toatomy crienyer paccmo-
TPETh BO3MOXKHOCTh F€HETUYECKOTO TECTUPOBAHNUS ITUX TEHOB
y HAIMEHTOB, y KOTOPBIX KIMHUYECKUE MPOSBIEHUS COOTBET-
CTBYIOT crieniu(puuecKoil peHoTHIMIecKko skcnpeccui [14].

CornacHo nanabM ClinGen, GOJTBIIHHCTBO HICHTUDH-
LMPOBaHHBIX TeHOB BocnpuumunBoctu kK CYNQT (ANK2,
KCNEI, KCNE2, KCNJ2, KCNJ5, SNTA1, AKAPY, SCN4B,
CAV3) umeer ocriapuBaeMble WIM OIPaHUYCHHBIE JI0Ka3a-
TenbeTBa [12]. DTH reHsl He JOMKHBI PYTHHHO T€CTUPOBATHCS
npu oueHke namnuentoB u cemerd ¢ CYUQT [2]. Kpome Toro,
20-25% cayuaeB CYUQT sBISIIOTCS TeHETUYECKH «HEYIIO-
BHMBIMU», YTO TpeOyeT MOMCKA HOBBIX MPUYNHHBIX MyTa-
umii [10, 14]. B psne ciryqaeB pUKCHPYIOTCS MyTalllH cpasy
B HECKOJIBKHX T'eHax (CHHAPOM MEPEKPBITHSI), YTO IPUBOAUT
K OoJiee BBIPAKEHHBIM KIIMHUYECKHUM ITPOSIBIICHUSIM O0JIe3-
Hu [15].

3a rmocnetHue J1Ba ACATHIICTUS HAKOTIIIGHHBIH OOJIBIION
KJIIMHUYECKHUH OMBIT CO3/all MPEANOChUIKU I HepecMoTpa
rererndeckoii apxutekrypel CYNQT (peknaccudukarum)
U BO3MOXHOTO MOHIKEHUs cTaryca okoio 40% reHoB Bocpu-
mvunBocti K CYUQT [2, 14]. B cBsi3u ¢ 3TumM OblIa pUHSTA
HOBas CUCTEMA, B KOTOPOI KAHOHHUYECKHE, HEOIPOBEPKUMBIE
U pacnpocTpaHeHHbIe reHbl BocnpuuMuuBoctd kK CYUQT

COXPaHSIOT CBOM UcToprdeckue obo3HaueHus LQT1-3, a s
0003HaYCHHSI HECUHAPOMATBHBIX MUHOPHBIX TCHOB BOCIIPH-
mmunBocTH K CYUQT HeoOxonmmo cornarienue [1].

Hecunapomansubie Tunsl CYUQT ¢ «<MamopHBIMIDY
reHaMHu

Haunbonee pacripocrpanennsie 3 renotuna CYUQT casza-
HBI C MyTalUSIMU B «MaXKOPHBIX» UM KAHOHUYECKUX FeHax —
KCNQI (LQT1), KCNH2 (LQT2) u SCN54 (LQT3), xotopsle
cocTaBistoT 85-95% Beex ren-no3utuBHbIx cryyaes CYUQT
[2, 4]. Tenotun LQT1 camslit pactipocTpaHeHHBII, cOCTaBIs-
eT 35-50% cayuae Bcex BapuantoB CYUQT u B 90% ciy-
yaeB 00yCIIOBIMBaET pa3BuTne cuaapoma Jxepsema — Jlan-
re — Hunecena [5, 16]. Tenotun LQT2 BoisiBisiercs B 25-40%
u rerotun LQT3 — B 5-10% cirydaes, ocTanbHble T€HOTUIIbI
CYUQT Bcrpeuarorcst menee ueM B 1,5% ciyyaes [1, 10].

OtBercTBenHsblil 3a pa3sutue LQT1 ren KCNQ! pacno-
noxeH Ha 11 xpomocome B nokyce 11pl5.5, koTopslit koau-
pYeT a-CyObeqMHNIly KaJIMEBOTO KaHaja, PeryIpyOIero
MEJUIEHHBIH KaJIMEBBIH TOK BHYTpPEHHEro Bempsamienns (I, ).
MyTtanuunu ¢ norepeii ¢pynkiun B KCNQ! BBI3BIBAIOT YMEHb-
meHne Toka [, criocoOCTBysl yINIMHEHHIO PETOIIAPU3aIlOH-
Horo [1/] n uarepana QT, ocobeHHO BO BpeMst PU3HUECKUX
Harpysok [4].

IIpu LQT?2 ren B noxyce 7p35-36 Ha xpomocoMme 7 — 3T
KCNH?2 (hERG), KOTOpbIl KOTUPYET 0.-CyOBEIUHHILY 110~
TEHIIMAJI-3aBUCUMOT0 KaJIMeBOTO KaHaJa U ONOCpeyeT Obl-
CTPBIH KaJMEBbIH TOK 3aMeienHoro Bbimpsamienns (I ) [7].
MyTtanuu rena KCNH2 ¢ notepeil GyHKIHMH PUBOIST
K CHUKEHHIO ToKa [ ¥ ¢ OoNbIIell BEPOATHOCTBIO CBA3AHBI
¢ cepaeunsiMu coobiTisiME 1 BCC. T'en B nokyce 3p21-24
Ha xpomocome 3 — SCN5A4, orBercTBeHHbIN 3a LQT3, xoau-
pyeT HOTeHIMAI-3aBUCUMBII HaTpueBblid kaHai (NaV1.5).
Myrau SCN5A ¢ ycunenueM QyHKIUH IPUBOJIST K YBEIH-
YEHUIO JICTIONSIPU3YIOIIETO MO3HEro HaTprueBoro Toka (1
u yanunenuto 11 [8].

KnuHndgeckas meHeTpaHTHOCTh HAOIOAAaeTCsl TPUOIH3H-
TenbHO y 50% Heneuensix ui ¢ LQT1-3 [17, 18]. Ilpu sTom
37% mopeit ¢ LQT1, 54% ¢ LQT2 u 82% ¢ LQT3 ocrarorcs
6eccumntoMHbME [12]. TTokazaHo, 4TO y HAIIMEHTOB C Jic-
KapCTBEHHO-UHYyLIUPOBAaHHBIM YyyIMHEHHEeM uHTepBana QT
MOJIOKUTEIIBHBIA pe3yabTaT FeHETUUECKOTO TECTUPOBAHUS
TpexX KaHOHMYeCcKHuX reHoB BocnpuumunBoctd k CYUQT co-
crapisiet ot 10% 1o 15% [6, 19].

Cpenu HeponcTBeHHBIX Jiuil ¢ LQT1—3 HabmrogaroTes
3HaYMTEIbHBIC pa3inuuus peakuuu narepsaita QTc Ha du-
3WYECKYI0 Harpy3Ky, TPUITEPOB apUTMUH U clienU(pHIECKIX
mMeHenun 3youa T [4, 5]. Tak, y maruentoB ¢ LQT1 unTep-
Baus1 QTc npu usnueckoit Harpy3Kke yUIHHAETCS (HapyIIeHUE
ananranuy naTepBaia QT k UCC), npu LQT?2 ykopauunsaert-
cs, a npu LQT3 3naunrensHo ykopauusaercs. [Tostomy, npu
LQT1 apurmudeckue coOBITHS OOBIYHO BO3HUKAIOT BO Bpe-
Msl pU3MYECKHX Harpy3ok [7], a y manuentoB ¢ LQT2 — kax
IIPU Harpy3Kax, Tak U BO BPEMsI CHa, 0COOCHHO OHH YSI3BHMBI
K pe3KkuM ciyXoBbM ctuMynaMm. [Ipu LQT3 apurmuueckue
COOBITHS PEIKO BOHHMKAIOT MPU Harpy3Kax M Yaiie BCEro
BO BpeMmst cHa. Kpome Toro, BBIIGISIIOT naTTepHbl 3yona T
Ha DKT, xapakrepubie st renoturioB LQT1-3 (puc. 1), ko-
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TOpBIE C YYETOM JTMUYHOTO U CEMEHHOIO aHAMHE3a MOTYT I0-
MOYb B ONPEIEICHUH NT0Ka3aHUH K TeHETUUECKOMY TECTUPO-
Banuto [8, 10]. Tak, npu LQT1, kak npaBuiio, perucTpupyercs
yiupennsi 3yoen T, mpu LQT2 — pa3aBoeHHbII WM HU3KO-
amrmatynHbii 3yoen T. ITpu LQT3 npoucxonut yumHeHne
cermenTa ST n 3yben T nmeer 0ObIYHYIO KOH(MHUTYPALHIO.

Hecunapomansuslie Tunbsl CYUQT ¢ «MUHOPHBIMID)
reHaMu

[Tporpecc B TeXHOIOIMU CEKBEHUPOBAHUS T€HOMA CIIO-
co0cTBOBaJI 0OHAPY)KEHHIO HOBBIX TEHOB BOCHPUIMYHUBOCTH
K OOJIe3HSM, BKIJIIOYAsi OOJIBIIMHCTBO MUHOPHBIX T€HOB BOC-
npunMuuBocTH kK CYNQT, koTOpble HEBO3MOXKHO TOATBEP-
JIUTH C TIOMOIIBIO KJIACCUYECKOTO aHalin3a cuervienus [9, 12].
[TosToMy, HEOOXOIMMO U3yUYEHHE HECHHAPOMAaIbHBIX MUHOP-
HBIX TeHOB BocnpuumuuBocTd kK CYUQT mist ouenku no-
CTOBEPHOCTH accolManuii «reH-00J1e3Hb» U OTEHINAIBHOM
I10JIb3bl OT TeHoTunupoBanus [20].

Tak, moka3aHo, 4To OOJILIINHCTBO BAPHAHTOB C ITOTEPEH
(yHkunm ankupuHa-B, kogupyemoro ANK?2, Habmonaercs
C HEMPUEMJIEMO BBICOKMMHU YaCTOTaMU MHUHOPHBIX ajiesen
B 00MIeNOCTYTHBIX 3k30Max [21]. [Ipu 3ToM yanmHeHHE UH-
tepBana QT He sIBIAETCSA MOCTOSHHBIM IPU3HAKOM CEPIEIHOTO
(heHOTHIIA, UTO CTABUT MOJ COMHEHUE 0003HaucHne ANK?2 kak
camoiocTaTouHoro resa socnpuumunsoct kK CYUQT [2, 22].
Crnenyet oTMeTUTb, 4yTO BapuaHTbl reHa KCNE] BBI3BIBAIOT
LQTS5 Tonbko B coueTaHUU C APYTUMU F€HETUUECKUMHU Ba-
pUaHTaMH, a U30JUPOBAHHBIEC BAPUAHTBI HTOIO IeHa UMEIOT
He3HAYUTENbHbIe (PYyHKINOHAIBHBIE H3MeHeHHs. CaMblii pac-
IIpoCTpaHeHHbIN BapuaHT ObuT HazBaH «LQTS-Litey» [2].

Taxke nokasaHo, 4To peaxue BapuanTsl reHa KCNE?2 ¢ no-
Tepel (PyHKIWH, IEpBOHAYAIBHO CYUTABIINECS IPUIHHON
LQT®6, TecHO cBsI3aHBI C IEKaPCTBEHHO-UHAYLIUPOBAHHBIM
yanuHeHueM unTepBana QT 1 He BBI3BIBAIOT BPOXKACHHOIO
CYUQT uzonupoBaHHO. DTO NOATBEPKIAETCS TEM, YTO CO-
BOKYIIHAsl 4aCTOTa ITUX BapUAHTOB COCTaBIsAET Bcero 1,4%
00IIEOCTYTHBIX SK30MOB, KOTOPHIE PEJIKO CBSI3aHBI C YUTHHE-
nueMm unrepsana QT, nomumopduoii XKT wim BCC B otcyT-
CTBHE BTOPUYHBIX (haKTOPOB, yumHstomux uarepsan QT [2].
Mynsrucucremusit Tun LQT7 oOycnoBieH BapuanTamMu
B KCNJ2, BbI3BIBAIOUIMMU HEPEJKO CUHAPOM AHJIepceHa —
TaBwmiia ¢ skcTpakapanaibHbIM perotunom [ 1, 23].

Bapuantsl B rene CACNA 1 C, xopupyrouem KajablUeBbIi
KaHaJ L-Tuna, CBA3aHbI C O4EHb PEJIKUM U TKEIBIM CUHIPO-
MoM Tumorn (knaccuaeckuit i LQTS), koTopsil posiBiIs-
eTcsl C JINIEBBIM AUCMOP(U3MOM, ayTH3MOM, CHHIAKTHIINEH
u cemeiinbiM aHaMHe30M BCC B Bospacte g0 30 net. [Tpu
sToM HHTepBai QT MokeT ObITh HOPMAJIBHBIM WIIN YJTHHEH-
HbIM. [lokazano, uto HOoBbIe MyTauuun CACNAIC ¢ ycunenueM
(Gynkuun B kanbuuesom kanaie (Ca, 1.2) BbI3BIBAIOT TOJIBKO
cep/ieuHbIi eHoTHI cuHApoMa TuMoTH, HO He cuHApoM Tu-
MOTHU C MYJBTUCUCTEMHBIM IOpakeHUueM [8].

CKpUHUHT reHOoB-KaHanaaros B koroprax CYNQT 6e3
MyTalnui HU B OJTHOM M3 HauboJiee paclpoCTPaHCHHBIX I'e-
HoB CYUQT BoisiBun renst CAV3, SCN4B, AKAP9 w SNTAI,
cBsizaHHble ¢ kiaccuyeckumu tunamu LQT9, LQT10, LQT11
n LQT12, koTopble U3MEHSIOT ()yHKIHIO CEPACUHBIX HOHHBIX
kananos [ 1]. [Tokazano, uro atu Tunel CYUQT cBs3anbl ¢ My-

LQTS1 LQTS2 LQTS3

PucyHok 1. Pa3AnyHble NATTEPHbI 3yOLd T B 30BUCUMMOCTM OT reHeTn4e-
ckoro tmna CYMQT (ckopocTb 3anmcu — 25 mm/c): LQT1 — permctpaums
YLUMPEHHOTO 3yoLa T (C LUMPOKMM OCHOBAHMEM); LQT2 — pA3ABOEHHbIN
(paCLLENAEHHDIN) MAM HU3KOAMMNAMTYAHBIM 3yBel, T; LQT3 — yaArHeHue
cermeHTa ST ¢ HOPMOAbHOM KOHdpUrypaumen 3ybed, T

TalMsIMU B CTPYKTYPHBIX Oeskax kaBeoianH-3 (CAV3), f4-cy6-
enunnipbl kanana Na, 1.5 (SCN4B), al-cybenunuip Oenka
cuaTpoduna (SNTA1) u sskopHOTO OENKa 0-KHHA3BI 9-TO THIIA,
cootBeTcTBeHHO [2]. MyTanuu reHoB CAV3, SCN4B u SNTAI
CMOCOOCTBYIOT yculeHHto QpyHKIuy kanana Na, 1.5, ysenn-
YMBAKOT TOK [ M IIPMBOZAT K (pEHOTHUITY, aHAIOTHYHOMY [PH
LQT3. Myrauun rena AKAP9 BrisbiBaet cHkenue Toka I
u ¢enotur, ananormynbiil mpu LQT1 u LQTS [7].

KCNJ5 — HecuHIpOMaIIbHBII MUHOPHBIN T'€H BOCIIPHUHM-
ypBocTH kK LQT 13, KOTOPBIIT KOAUPYET KaIUEeBblI KaHAJ BHY-
Tpennero Bempamienus (I, ). B nactosmee spems KCNJ5
BoIsiBIIsieTcst inmb B 0,005% BOCTOYHOA3MATCKUX OOIIE0-
CTYIHBIX 9K30MOB/T€HOMOB, @ TaK)XK€ OTCYTCTBYIOT JOKa-
3aTeNIbCTBA O PEIIAOIEH POJIU aleTUIXOIUH-3aBUCUMOTO
kanueBoro Toka (I, ) B pernosspusanuu xKeaya049Kkos [2].
[TosTomy, HesicHO, siBisieTcst it KCNJ5 caMol0CTaTOYHbIM,
HO ¢J1a00 NIEeHEeTPaHTHBIM TeHOM BocnpruuMunBocTd kK LQT13
WM, 4To OoJiee BEPOSTHO, BHI3BIBACT MTPEAPACIIONIOKEHHOCTh
K apUTMHUH B IIPUCYTCTBUH JOTIOTHUTEIBHBIX (PAKTOPOB yiI-
nuHeHus uHrepsana QT.

HenmaBro 0Obwto ycranosneHo BosieueHue B CYUQT me-
XaHU3MOB Iepeaadn KajlblueBbix curHanos [11]. Tpu rena
CALM -3, pacONOKEHHbIE Ha PA3HBIX XPOMOCOMaX, KO-
PYIOT OIMH M TOT K€ OEJIOK KaJIbMOJYJINH, KOTOPBIH y4acTBYeT
BO MHOTHUX KaJIbL{UI1-3aBUCUMBIX BHYTPUKJIETOUYHBIX IIPOLEC-
cax, BKIIOUasi peryisiuio HOHHBIX KaHanoB. Mnenrndunu-
poBaHHbIE peJikue renetnyeckue Bapuantel CALMI—3, cBs-
3anHbIe ¢ LQT14—-16, umenu crieruduuecKue u aTUINIHbIC
ocobenHoCTH. K aTHNUYHBIM PU3HAKaM OTHOCSTCS MaHHpe-
CTalus B MJIQICHYECTBE WIN PaHHEM JETCTBE C BEIPAKEHHON
CHHYCOBOM OpaJMKapAneil WM aTpHOBEHTPHUKYIISIpHOH (AB)
Onoxanoi, yrmnaenneM narepsana QT, cynoporamu u 3a-
Jepxkoil pazsutus [11].

TpuaauH — erie ouH OCJIOK, YYaCTBYIOIINI B KaJIbIUH-3a-
BHCHUMBIX IIPOLECCaX B KapAHMOMHOLUTAX, BKIIIOUAsl PEryJis-
LIMIO BBICBOOOSK/ICHUS KAJIBIIUSI M CBSI3b MKy BO30Y KICHHEM
u cokparenreM [13]. I'en TRDN Obut xitaccuUIMpPOBaH Kak
MMEIOIINH yOeINTeNbHBIC JIOKa3aTeIbCTBA IPUUMHHOM CBI3N
¢ arunmuHbM CYUQT — cuHapoMoM TpruaJuHOBOTO HOKayTa [9].
ATnnuyHbIe 0COOEHHOCTH BKIIIOYAIOT ayTOCOMHO-PELECCHB-
HOE HaclieJloBaHNe, MaHN(ECTalNIO B MJIaJICHYECTBE WIN
paHHEM JIETCTBE M OTpULaTeNIbHbIe 3yOubl T B pekapauaib-
ueIx orBegenusx DKI. Poias TRDN B BOSHUKHOBEHHH 00Jjiee
tunnaHbIX nposieieHrd CYUQT, ocoGeHHO y B3pOCTBIX, TOKa
HE YCTaHOBJICHA.
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PucyHok 2. KT npu cuHapome AHAepPCeHA — TaBUAQ (CKOPOCTb 3amnmcu — 25 mm/c). Ha dooHe crHycooro putma (HCC = 55 ya/MuH) pernctpupy-
I0TCA BBIPCXKEHHbIE 3yOLLbl U B MPEKOPAMAABHBIX OTBEAEHMAX C YAAMHEHNEM MHTEPBAAA QT-U A0 640 mc (MHTepBaA QT-Uc = 615 mc), 6e3 yyeta 3ybua

U nHtepsaa QT = 440 mc

Ha ¢enorunmueckyio sxkcripeccuto CYUQT rakxke moryt
BJIHSATH TCHBI-MOIH(DUKATOPBI, KOTOPBIC OyIydr OOBIYHBIMU Te-
HETUYCCKHMU BapHAHTAMHU B OOIICH MOMYIISIIUH, MOTYT UMETh
Ba)kKHOE BiusiHUEe Ha uHTepBai QT U, BO3MOXKHO, HA KIHMHU-
yeckuil pe3ynbrar [12]. HekoTopbie reHbI-MOAH(pUKATOPEI
MPEIICTABIIIOT COOO0M OMHOHYKICOTHIHBIC TTOTHUMOP(H3MBI
B TeHaX, KOJIMPYIOIINX CUTHAIIBHEIC Oy, kKak B NOSIAP [§].

Cunapomaibubie THIIBI CYUQT ¢ My1bTHCHCTEMHBIM
MopasKeHueM

Otu tunel CYUQT, xpome ceprednoro ¢peHorumna, xa-
PaKTEpU3YIOTCS NOPAKEHUEM JPYTUX OPTaHOB MU CUCTEM,
JKCIpeccUpyromux anomansusle renst [10, 13]. B 5-10%
cayuaeB CYUQT, Bkiatodas MaiMeHTOB, Y KOTOPBIX MOXKET
Habmonarbes yuimHeHue narepsaia QTc mpu pa3ianuHbIX
MYJIBTHCUCTEMHBIX CUHIIPOMAX, BBIBJISIETCS IATOT€HHBIN Ba-
pHUAHT B OJTHOM U3 JIOTIOJIHUTENIBHBIX MUHOPHBIX T€HOB BOC-
npuumunBoctyu kK CYUQT [8].

Cunopom Ankupuna-B (xnaccuueckuii Turn LQT4), BBI-
3BaHHBIA MyTanuei ¢ norepei GpyHkun B ANK?2, nposiBisieT-
sl pa3IMYHBIMU ()EHOTUTIAMH aPUTMHUH, BOSHUKAIOLINX BCIIE/I-
CTBUE HApYLIEHUs! KJIIETOYHOTO roMeocTasa Kanpuus [12, 22].
I'en ANK?2 umen upe3Bbl4ailHO HU3KYIO YaCTOTY MYTalUH
1 (QyHKIMOHAIBHBIE IPU3HaKH, HexapakTepHsle 1t CYNQT:
bubpmwLIsIMs peacepauit, nomHas AB-Ookana wim quc-
¢byHKuMs cuHycoBoro y3ina [22]. Yanunenue uarepsaia QTc
HE SIBIISIETCS IOCTOSIHHBIM, HO ONUCaHbI BapuaHTsl ANK2, ko-
TOpBIE NPOJEMOHCTPUPOBAIIN TECHBIE CBA3H C UICTUHHBIM Y-
smaeHueM QTc B momynanuy, 4To NOATBEPAKIAIOT posib ANK?2
B marorenese LQT4 [2].

Cunopom Anoepcena — Tasuna xapakrepusyercs TpU-
azoi crienn(UYecKuX MPU3HAKOB: 1) MepruoguvecKuii Ka-
JIMH-4yBCTBUTEIBHBIN MMapaind; 2) KpaHuo-(anuaibHbIi

W CKeJIeTHBIN nucMopdusm; 3) ymmuHenne narepBasia QT
¢ BeICOKMM puckoM nonmmopduoii KT [23]. B 80-90% cay-
4aeB BBIIBISIIOTCS MyTauun B rene KCNJ2 (I Tur), KoTopbiit
xoaupyert Genok Kir2.1 kanneBoro kaHajga aHOMaJbHOTO BbI-
TIpSMIICHHS (TOK Im) [4,23]. B 10-20% ciyuaeB cunapom AH-
nepcena — TaBuia cBsizan ¢ myTtanuei B rene KCNJS (11 tum),
KOZMPYIOIIMH YyBCTBUTEIbHBIE K G-0€JIKy KaJleBble KaHAIIbI
Kir3.4, koTopble epeHOCsT alleTHIXOINH-3aBUCUMBIN KaJIH-
esbiii Tok [, 9, 23].

Heo0xoauMo 0TMETHTB, YTO TIOCIIE UCKIIIOYEHHUS BBIpa-
»keHHBIX 3yO1oB U u3 pacuera natepBana QT y nanneHToB
¢ cunapoMaMu AHjepceHa — TaBuna u ankupuHa-B nouru
Bcer/a HaOMIooaroTCsi HOPMaJIbHbBIE MIIM IOTPAaHUYHbBIC HH-
tepBaibl QT (puc. 2) [10, 23]. [ToaToOMy ITPOIOIKAIOTCS AHC-
KyCCHUH O TOM, SIBIISIFOTCS JIM CUHAPOMBI AHiepceHa — TaBuiia
n AukuprHa-B «rtunmanasivm» popmamu CYUQT u crenyer
11 octaBuTh rensl KCNJ2 unu ANK?2 Ha naHemsIX TeHeTh4e-
ckoro tectupoBanus Ha CYHQT.

Cunopom Tumomu nposABIISIETCA YAJIUHEHUEM UHTEP-
Basa QT, cungakTunuei, BpoXKIEHHBIMU TOPOKaMU Cep-
112, UMMYHOAC(QUIIUTHBIMU COCTOSTHUSIMHU, TPAH3UTOPHOU
TUINOITTMKEMHEN, KOTHUTUBHBIMU HapyIIEHUSIMH, ayTH3MOM
u T. 1. [18]. BelaensiioT 1Ba reHeTHYEeCKUX BapuaHTa CHUH-
npoma Tumortu [2]: «aTUMIUYHBII) BapUaHT — CEPACUHBII
¢denorun cuaapomMa TUMOTH (3HAUUTEIBHO PEXke), U «KIac-
CHYECKUI» BapUAHT C MYJIbTUCHCTEMHBIM (DEHOTHIIOM.
«Kiaccuueckuit» Bapuant 00yclIOBJICH MyTallel B 9K30HE
8a rena CACNAIC n nonumMop(u3MoM KIMHHYECKHUX TPOSIB-
nenuil. Ha OKT, kpome BO3MOXKHOIO y/UIMHEHUS] UHTEpBaa
QT, BBISBISIIOT CHHYCOBYIO OpaJiuKapInio, albTepPHALINIO
3yona T, HapymeHne MpoBOANMOCTH U JKEITYI0YKOBBIC apUT-
MHH, KOTOPbIE HEPEKO SBISIOTCS JIEKapCTBEHHO-UH Y-
poBaHHBIMH (pHC. 3).
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Pucynok 3. OKI' y naumneHTa ¢ CUMHAPOMOM TUMOTU, OCAOXKHEHHbBIM
QATPUOBEHTPUKYAFPHOM BAOKaAOM Il cTeneHn Tmna 2:1 (CKopoCTb 3anu-
cu — 50 mm/c). Pernctpupyercs cuHycosbit putm ¢ HCC = 57 yA/MUH,
QT =700 mc, QTc = 688 mc. P — CMHYyCHble NpeAcepAHble 3yOLLbl

Cunopom /Irucepsenna — Jlanze — Hunvcena (CIIJIH) cBs-
3aH C TOMO3UTOTHBIM MJIM CJIOKHBIM I'€TE€PO3UIOTHBIM MyTa-
musivu B renax KCNQ/! (1 tun CJIH) nim KCNET (11 tin
CJIJIH), kopupyromux o- 1 B-cyObeANHNIBI KaINeBOTO KaHa-
na I, coorserctaenno [12]. Jlns CIIJIH xapakrepHa JBycTo-
POHHSIS HelipoceHcopHast DiryxoTa, yuimHenue QTc oObraHO
ooiee 550 mc (puc. 4) u Bo3aukHOBeHue KT wim Gpudpmms-
1 sxerynodkoB (PXK) [5, 16]. Cepaednsie npu3HaKy yaiie
BCEro HACJIEAYIOTCS 0 ayTOCOMHO-IOMUHAHTHOMY THILY,
a HelpoCeHCOpHasl IIyX0Ta — [0 ayTOCOMHO-PELIECCUBHOMY
tuny [2, 16]. Kpome toro, sxcnpeccust reHa KCNQ! B HepB-
HOM TKaHH MOKET CITIOCOOCTBOBATH COUETAHHIO CEPJICUHON
KaHaJIONaTuu ¢ snuiencuei |5, 16].

CJIJIH naunbGosee pactipocTpaHeH B CKaHIMHABCKHUX CTpa-
Hax ¢ yactoroil 1 cimyyaii Ha 200 000 nacenenus [3, 18].
VYV 50% nanueHToB KapAHMOT€HHOE CUHKOIIE BO3HUKAET B Te-
YEHHUE MEePBBIX 3-X JIeT KU3HU U nouTu y 90% — B Bo3pacte
1o 18 ner [19]. Ayrocomuo-nomunantHast popma CYNQT —
cunpoM Pomano — Yopaa BcTpeuaeTcss OTHOCUTENIBHO 4acTo
(1 ciryyaii a 10 000 HaceneHusT) M UMEET N30JIUPOBAHHBIIN
cepueunsblit penotw [ 1, 4]. [TokazaHo, 4TO MaTOTCHHEIC Ba-
puanTsl B rene KCNE ] IpOTeKaloT OTHOCUTEINILHO 100poKa-
YECTBEHHO, YeM aTOreHHbIe BapuaHThl B rene KCNQ]I.

PucyHok 4. OKI nAUMEHTA C CUHAPOMOM AXEPBEAACQ — AQHTe — H1AbCEHA
(ckopocTb 3anmcu — 25 mm/c). Ha doHE CUMHYCOBOTO PUTMA PETUCTPU-
pYyeTCs MOKPOGALBTEPHALMS 3yOLLOB T 1 YAAMHEHME MHTEPBAAD QT/QTc:
HYCC =75 ya/muH, QT= 600 mc, QTc = 675 mc

IoTeHuMaNbHO MPOAPUTMHUYECKHUE AJLIETH
(yHKIIOHAJIBLHOIO PHCKa U €100 NeHETPAHTHBIE
reHerudeckne sapuantel CYUQT

ITokazaHo, 4TO MACHTH(UKAIUAS TCHETHUYCCKUX BapHU-
AHTOB, MOMYJISILIMOHHAS YaCTOTA KOTOPBIX IPEBBIIIAET pac-
npocTpaneHHOCTh BpoxaeHHOro CYUQT, MoryT BbI3bIBaTh
MIPOAPUTMUIECKOE COCTOSIHAC Ha (POHE TpueMa JICKapCTB, Y-
susstomux QT, 2IeKTPOIUTHBIX aHOMAIUH, CTPYKTYPHBIX
3a00JieBaHUH cep/iia i reHeTrnyeckoro (hoHa ¢ nedunurom
penospu3alMoHHOro pesepna [6]. DTu pacnpocTpaHEHHbIE
BapUAHTHI, CKOpEE, MPEACTABISIOT OO0 Tak Ha3bIBACMbIC
«aenu QyHKIIMOHAIBHOTO PHCKAy, CIOCOOHBIC UMHTHPOBATH
MOCJIEJCTBUS YABTPA-PEIKUX MEHETPAHTHBIX MATONCHHBIX Ba-
pHUaAHTOB, BbI3bIBatOIIUX BpoxkaeHHbId LQTS [19, 20].

BrlsiBiieHO, 4TO MEXKIY aIUIeisiMu (DYHKIIMOHATIBHOTO PH-
CKa U YJIbTpa-peIKUMU NIEHETPAaHTHBIMU TaTOT€HHBIMU BapH-
aHTaMu, BbI3biBatouumMu BpoxkaeHHbil CYUQT, Haxoqurcst
KJIacc (PYHKIIMOHAIBHBIX PEIKUX BAPHAHTOB, KOTOPBIC paHee
cuntanuch npuunHoin CYMQT, Ho yacToTa BCTpeuaeMoCTu
B OOLIEIOCTYITHBIX 9K30MaX MPEBHIIIAIOT OXKUIAEMYIO PacIpo-
cTpaHeHHOCTh TUIoB BpoxkaeHHoro CYUQT [13, 14]. Bonee
TOTO, IPOAPUTMUYECKUNA TOTEHIIUA STUX BAPUAHTOB JIOTIOJ-
HUTEJNBHO MOJUEPKUBAETCS UX YACTHIM BKJIAJIOM B TSKEIIbIi
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¢dernorun C/IJIH wim cinoxHO# retrepo3urotHocty [ 1, 15] wm
JIeKapCTBEHHO-00yci1oBIeHHBIM prckoM TdP [19]. Dtu cnabo
TIeHeTPaHTHBIE, HO (PYHKIMOHAIBHBIE PEIKUE BAPHAHTHI IIPe/I-
CTaBJISIIOT OO0 HOBBIN KJlacc BapHaHTOB, KOTOPHIE B COBO-
KYITHOCTH TIPUBOJIAIT K JIATEHTHOM 1 GoJiee pacrpocTpaHeHHOH
dopme CYUQT, umenyemoit «LQTS-Lite» [2].

Taxum obpaszom, BpoxkaeHuslid CYUQT npexncrasnsier
c00OH IUPOKHH CIIEKTP T€HETHYECKOH M3MEHUUBOCTH. Tak,
KpaliHe pe/ikue, TaTOreHHbIE WU BEPOATHO MaTOI€HHbIE Bapu-
AHTBI, KOTOPBIE CYILIECTBEHHO CHIUKAIOT PE3EPB PEHoNsIpU3a-
L1, JIEKAT B OCHOBE NEHETPAHTHBIX MOHOT€HHBIX BapUAHTOB
Bpoxkaennoro CYUQT [1, 20]. ITpoTHBOIOI0AKHO K TATOTeH-
HBIM BapuaHTam, cBsi3aHHbIM ¢ CYUQT, «mo0pokauecTBeH-
HBIE» PaCIpPOCTPAaHEHHbIE TEHETUUECKUE BAPUAHTBI, YAaCTO
HUACHTH(UIPYEMBIE C TIOMOIIBIO TIOTHOT€HOMHOTO MOUCKA
accoluanuii, nopslmarT puck npuodperenHoro CYNQT nnu
nosmmop¢Hoit XKT, korna B reHoMe YesioBeKa NPUCYTCTBYIOT
HECKOJIBKO PacIpOCTPAHEHHBIX BAPUAHTOB, YIIUHSIOIUX
QT, ¢ tonoNHUTENBHBIME (PAaKTOPAMH PHCKA, YUTHHSIOIIIMHI
QT [6, 19].

Haxoner, B cepeiuHe crieKTpa reHeTUYECKON N3MEHUHBO-
ctu BpoxaenHoro CYUQT naxonsarcsi reHeTUYECKUE BapHaH-
ThI C UACTOTOM MUHOPHBIX ajuienel B auanasoxe ot >0,0004%
10 <1%), KoTOopble 0003HaYEHBI KaK PEIKHE BAPHUAHTHI, BBI3bI-
Baromue LQTS-Lite, nim xak ajutenu GpyHKIHOHAIBHOTO pH-
cka [2, 8]. DT BapHaHTBI IPUBOJAT K yMEPEHHOMY CHIDKCHUIO
pe3epBa perossipu3aluy CepALa, PEAKO BEI3BIBAIOT 0OMOPOKH
nnu BCC npu OTCYTCTBUM JONOIHUTENBHBIX T€HETHYECKHIX
BapUaHTOB, yUIMHsIOMNX nHTepBas QT.

VYuuThIBast OTCYTCTBHE JOCTATOYHON HHpOpMaLUK 00 a-
JensiX pyHKIMOHAIBHOTO PUCKA B KIIMHUYECKNX PEKOMEH/1a-
LUsIX, CIETYeT PACCMOTPETh BOZMOXKHOCTb HHTEPIIPETALUU
9THX BapUAHTOB B OTUETE TE€HETUYECKOrO TECTUPOBAHUS B OT-
JenbHOM Kareropuu [9, 14]. Dto no3somnser nuddepenunpo-
BaTh cJ1a00 IMEHETPAHTHBIC TEHETHYECKUE BapUAHTHI OT I1a-
TOTEHHBIX WM BEPOSITHO NAaTOr€HHBIX BAPUAHTOB, a TAK¥Ke
n30erarb HENPaBUILHOM HHTEPIIPETANU PE3YIIBTaTOB TEHO-
TUIIMPOBAHMUS U, TEM CaMbIM, OOJIee arpecCHUBHOTO JICUCHHS
06eCCHUMITTOMHBIX JIMI ¢ KpaifHe HU3KHM PHUCKOM.

Knunudeckoe Benenne/nedenne nanuentos ¢ CYUQT
[Tpu Be1OOpe TakTHkKM Benenust nannentoB ¢ CYNQT ne-
00XOZIMMO YUHUTBIBATh, YTO CHEHU(DUUECKUMH POSIBICHUSIMHI
6one3nu sBistroTcst 00Mopok 1 BCC, BbI3bIBaeMbIe TTOIMMOP-
¢uoit KT nmn XK nox BnusHueM tpurrepos [4, 20, 24].
[Manmentam ¢ CYUQT pexomenmyeTcst n3MEeHEHUE 00pa3a
JKU3HU U BO3IEPKATHCS OT NIPHEMA JIEKAPCTB, YATUHSIIOINX
untepBan QT (pexomennanus kiacca I; ypoBeHb 10Ka3aHHO-
ctu B) [14]. TakTrka Tepanuu J0IKHA ONPEAEIAThCS (heHOo-
TUIIOM, HO 3HaHue reHeTuueckoro Bapuanra CYNQT moxer
IIOMOYb B BEIOOpE T'eHOTHII-cliennprIHO Teparmu [25, 26].

I'enornn-cnenudpuunas papmaxorepamust npu CYUQT
B nacrosiee Bpemst OCHOBHBIMY IIpeIiapaTaMy Ipu Jieue-
nun CYUNQT sBnsitores B-aapeHoOmokaTopsl, 0COOEHHO Ha-
JIOJI0J1 U Tiponpanoion [25, 27, 28]. CornacHo KIMHUYECKUM
pEeKOMEHIalusIM, Ha3HauYeHUE [3-aJpeHOOI0KaTOPOB MOKa3aHO
naruenTam ¢ auariozom LQT1 u LQTS, ycranoBiIeHHBIM

C TIOMOUIBIO TEHETHYECKOTO TECTUPOBAHUS (PEKOMEH AN
kimacca Ila; ypoBeHb noka3zanHocTd B). B oTHOIICHHN na-
uuentoB ¢ LQT3 nonroe BpeMsi JTOMUHUPOBAIO MHEHHUE
00 orcyrcrBuu 3¢ dekra M HaImIue NPOTHBOIIOKA3aHNH
K B-agpeHoOnokaropam [28, 29]. OgHako B 6oiee MO3THUX
HCCIICIOBAHMAX TTIOKA3aHO, 4TO -aJpeHO0IOKaTOPHI 3HAYH-
TEJIBHO CHIDKAIOT PUCK aDUTMUYECKHUX COOBITHH Yy TTAllMeHTOB
¢ LQT3, ocobenHo y xeHmuH [27].

C no3unuii renorun-crnennduynoro sedenns CYNQT
HE Bce -alpeHOOIOKATOPhI SKBUBAICHTHEI [27, 29]. UeThI-
pe U3y4eHHbIX B-anpeHobiiokaTopa — HaJ10J10J1, METOIIPOJION,
MIPOTIPAHOIION ¥ OMCOIIPOIION MMOKA3aIH OAMHAKOBYIO S (eK-
THUBHOCTb B IPEIOTBPAIICHIH aPUTMUYECKUX COOBITHI TIPH
LQTI, o mpu LQT2 nagonon okazaics €JUHCTBEHHBIM
[3-apeHo010KaTOpOM, KOTOPBII 3HAYUTEIIBHO CHIKACT PUCK
BCC [27, 28]. bepemeHHbIM >keHIIMHAM ¢ Juarnozom CYU-
QT rakxe peKOMEHIyeTCsI HaJ0JI0N, TOCKOJIBKY OH SIBIISICTCS
Hanbonee 3¢ pekTuBHBIM B-anpenobnokaropom npu CYUQT,
0COOCHHO IpH BBICOKOM pricke [29, 30].

JlononHurenabHOU Tepanue, KOTOPYIO CIeAyeT paccMa-
tpuBath npu LQT2 u LQT6, sBisercs AuTeNbHbIA MPUEM
J00ABOK KaJIMs W/MIIM CITUPOHOJIAKTOHA (PEKOMEH 1Al Kitac-
ca Ila; ypoBeHb JokazaHHOCTH B), a Takke peKoMeH/IyI0TCs
0JI0KaTOPHI KAJIBIMEBBIX KaHAJIOB (pexoMenanys kiacca l1b;
ypOBeHb OKa3aHHOCTH B). YunteiBas, uro LQT3 BrI3BaH U3-
OBITKOM BXOJIALIETO HATPHEBOTO ToKa I , OBLI pexoMeHI0BaH
MEKCHJIETHH — OJIOKaTOp HaTPHUEBOTO KaHaa, 00Ia aronui
AHTHAPUTMHUYCCKUM JIeHCTBHEM (pekomMeHaanus kiacca Ila;
ypoBeHb gokazaHHocTH B). Kpome Toro, MmexcuneTuH 3Ha4u-
TenbHO cokparan uaTrepBai QTc y 2/3 mamuentos ¢ LQT2,
OIOCpeIoBaHHbIM KasineBbIMU KaHallamu [31]. [Ipenapar
3¢ (eKkTuBeH Kak Mpu MOHOTEPAITNH, TAK ¥ B KOMOWHAINH
¢ B-appenobiokaropamu [32, 33].

[Noka3zaHo, 4TO JUIUTENILHOE JICYEHHE aMHOAAPOHOM BBI3bI-
BaeT yjiuuHeHue uHrepBana QT, HO OUeHb PeKO BO3HUKACT
TdP [19]. D10 00BsICHSIETCSI TEM, YTO aMHOJAPOH PABHOMEPHO
3aMeUISIET PENoJIIPU3ALUI0 BO BCEX CIOAX CTEHKHU Cepiua,
1 [TI09TOMY HE BBI3BIBACT YCHJICHHE TPAHCMYpPaIbHOU JcHep-
CHUH peroJisipu3anuy, spsttomierics cyocrparom TdP [7]. Kpo-
Me TOro, HU3KUH puck passutust TdP npu npueme amuonapona
CBSI3aH C JIOTIOJIHUTENBHBIM 3 (eKToM Iperapara noaaBIsTh
I, » KOTOPBII CHHKAET ApUTMOTEHHBIHN TToTeHIMan [20].

Taxxe cooOmanock 06 yCrenHoM NpUMEHEHUN PaHo-
JIa3MHA IS JICYCHUS JKEITYIOYKOBBIX apUTMUH Y TTallMCHTOB
¢ LQT3 [34, 35]. [Ipenapar GokupyeT MO3JHNAIN HAaTPUEBBII
1 ObICTpBIH Kanuesbii Toku (I, I, ), 1 mosToMy obnanaer
a¢ppexramu antTHapurMudeckux npenapartos IC u 11 kmac-
coB [35]. Ilpu quinTenbHOHN Tepanuy paHOIa3HHOM CTENEHb
yunHeHust uatepBaia QT orpanuueHa, 4To 0OBSICHIETCS
s¢dexToM npenapara Oaokuposarh Tok I -

PanonasuH, Kak 1 (rieKanHu| PeI0TBPAIAECT TPUITEPHI
TdP, 1. e. paHHIOIO TIOCTICTIONSAPHU3ALIMIO BO BpeMsi OpajuKap-
qu [34]. [oaToMy paHONa3UH MOKHO IPUMEHSATH y MAIEH-
ToB ¢ LQT3, ocobenno xorna ¢uiekanHua MPOTHBOIIOKA3aH
[33, 35]. IIpu cungpome AHnepceHa — TaBuia nmoxkazaHbl
0JIOKAaTOPBI KAJIBIIMEBHIX KAaHAJIOB (BEpanaMuil) U OBICTPBIX
HaTPUEBBIX KaHAJIOB ((ICKanHMU 1) ISl KOHTPOJIS JKEITy 04~
KOBBIX aputMmuit [14].
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HMmniantanus kapauoseprepa-aedudpmiisaropa (MKD)

HecmoTps Ha onTHMaNIbHY0 MEUKaMEHTO3HYIO TEPAIHIO,
y HekoTopbIX nanueHToB ¢ CYNQT nmoBTOpsIOTCS SMINU304bI
BHE3aIHoOW ocTaHoBKH cepaua [20, 25, 36]. [Toaromy ncnosb-
3oBaHue VK] B HBIHEIIHIOIO 2MOXY SABISETCS HEOTHEMIIEMON
yacThlo TepaneBruueckoit crpareruu npu CYUQT [18, 36, 37].

C uensto nepsuyHoit npodunakrukn BCC npumenenue
UK]] pexomenayercs naunentam ¢ LQT3, a Taxoke ans BTO-
puunoit npodunaktukn BCC — natmenram ¢ tunamu LQTI,
LQT2, LQTS5 u LQT6, ycTaHOBIEHHBIMU C TOMOLIbIO T'€HE-
THUYECKOTO TECTHPOBaHNUS (peKoMeHalus Kiiacca I, ypoBeHb
nmokaszanHoctu B). MK]] Takke moka3aH MmalpeHTaM ¢ KIn-
Huuyeckum nuariozoMm CYNQT npu Haiu4uyu OCHOBHBIX
¢akropos pucka BCC na ¢one npuema p-anpenobdioxaro-
poB (pexomenaanus kiacca Ila, ypoBens nokasannoctu B).
HK]I MOXEeT peKOMEH0BaThCs MAllUEHTaM C PELUIUBUPYIO-
mieit JKT nnu BCC, y KOTOpBIX UMEIOTCS TPOTUBONOKA3aHUS
K B-axpenobnokaropam [20, 36].

BrLsiBiieHbI He3aBUCHMBIE (haKTOPBI PUCKaA, KOTOPBIE TeC-
HO KOPPEIUPOBAIU ¢ MOTUBHPOBaHHBIMU pa3psagamu K]
Ha (oHe aJeKBaTHOU Tepanuu f-axpeHodnokaropamu [24]:
MpeIIECTBYIOIAs BHE3AHAsl OCTAaHOBKA CEpALa; JJIMHHBII
(>500 mc) nimu ouens amHHBIN HHTEpBa) QTc (>550 Mmc);
Hanuuue reHoruna LQT2 nu MHOXXKeCTBEHHBIX MyTalluii, ac-
coruupoBaHHbIX ¢ CYWQT (B OCHOBHOM ITallUCHTHI C CHH-
apomoM Jlxepsenna — Jlanre — Hunbcena).

Hmnianranus dnekrpoxapauoctumyasatopa (AKC)

Nwmmnanranus 9KC octaercss omHUM U3 3G (HEKTUBHBIX
MetoznoB npodunaktuky KT y nanuenros ¢ CYNQT, oco-
OCHHO MMEIOIINX «Iay3a-3aBUCUMBIC» apuTmuu [7, 20].
[Mokazauustmu st DKC siBnsitores: orcyTeTBUE Y deKTa
[-anpeHoOI0KaTOPOB MIIM UX HENEPEHOCHUMOCTD; HATMYNE
croHTaHHOW AB- min cuHoaTpuabHON OJIOKa; «pBaHHBIN
put™m» nipu GubpuILTIIKMK npencepauit [7, 28]. dus ontu-
muzanuu spdexruBHoctH DKC HeoOXoanMo coditoeHne
TpeOOBaHMH K IPOrpaMMHUPOBAHUIO €ro mapameTpos [38]:
1) ycTaHOBHTH JOCTAaTOYHO BBICOKWH HM)KHE-YaCTOTHBIN
rpezest aneKkrpoctumynsanun; 2) anroputmsl DKC, koTo-
peie no3BoJAOT 3aMeAnuTh YCC HUXe HUKHE-4aCTOTHOTO
TrpeJiesa Wik MOTYT BBI3BATh Iay3bl ((YHKINS TUCTEPE3H-
ca), IOJKHBI OBITH BBIKIIOYEHBI; 3) UCTIOIB30BATh allfTOPHTM
«CTIKUBAHMS YaCTOTHI PUTMay» JUIsl IPEIOTBPALCHNS Nay-
3a-3aBucumoit TdP.

[Monoxwurensuble 3G PexTsr IKC MOryT OBITH CBSI3aHBI
¢ ykopouennem unrepsana QTc u ycrpanenuem tpurrepa TdP,
3aBHCAIIETO OT cepJieuHoN nay3bl. HeoOXonnmMo oTMeTHTb,
YTO OTHOCHUTEJIHHO YacThIi HaBSI3aHHBIN CEpACUHBII PUTM
B IIOKOC W/WJIM OTCYTCTBUE Tay3 MOCJE IKCTPACHCTOI (0e3
¢ynxumu ructepesnca IKC) nozsonsier npenorsparuts TdP.
Wmmnanranus OKC B couerannu ¢ B-axpeHoOnokaropamu,
BEPOSITHO, sIBIIsieTcst A (QEKTUBHBIM METOIOM ITPEI0TBpaIle-
Hust arm3010B TdP w/wnm ymensiienus s dexra Opaauxap-
JIMH, BBI3BaHHOH -anpenobnokaropamu [24]. HTerpanbsHble
anTHapuTMuueckue cucreMsl — MK/l B coueranuu ¢ aHTHO-
panuKapAMYECcKOi AMEKTPOCTUMYJISIIUEH, MOTYT IPUHECTH
OoJIbIIIe TOJIB3BI, IPEYIIpexkKaast OpatuKapaus-3aBUCHMYIO
TdP w/umm kynupys snuszon JKT/DXK [24-26].

Cumnaruyeckas genepsauus cepaua (CIAC)

JleBoctoponnss C/IC Oblia mpezyioxkeHa B KauecTse d¢-
tdhexruHoi Tepannu CYUQT B momonHeHHE K aHTHAPUTMH-
yeckuM cpenctBam U UKJ [39, 40]. [lokazaHo, uyTo ynaneHue
JIEBOTO 3B€3/{4aTOr0 FaHIIUs yCTPAHIET aCUMMETPUUHYIO
CHUMIIaTHYECKYH0 MHHEPBALMIO CEPALa, BISIOLIeIiCS apuT-
MOTECHHBIM (pAaKTOPOM, TIPUBOJIUT K YKOPOUECHHUIO HHTEPBAJIA
QT u cumxenuto pucka BCC [14, 40]. B coBpeMeHHBIX KJIH-
HUYECKUX PEKOMEHAlMAX HCII0Ib30BaHHUE JIEBOCTOPOHHEN
CIC paccmarpuBaeTcs y nauueHToB ¢ auariozom CYU-
QT, umeromux ocHoBHbIe (akrops! pucka BCC, HecmoTpst
Ha rpueM f-aspeHodnokaropos (pexomeHaanus kiacca Ila,
ypoBeHb okazaHHOoCTH B) [26]. [Toka3aHo, 4TO BHIIOIHCHHE
TTOJIHOH CHMITaT3KTOMUH (XUPYypPrudecKoe yaajieHue TaH-
IIMH) TI0 CPAaBHEHHUIO C TOPAKOCKOIMMYECKOH CHMIIATIKTO-
MUeH (YaCTUYHOM) 3HaYNTENIFHO coKpamaeT nHTepsai QTc
1 YMEHBIIAET YaCTOTY CEPACYHBIX COOBITHH y ITallNEHTOB
¢ CYHUQT [39].

Dusi V, et al. [40], y 125 nmanmuento ¢ CYUQT, B TOM
yycne uMmemux UK/, BEISBUIN CHU)KEHUE CPETHETO0BOM
YaCTOTHI CePACYHBIX coObITHI Ha 86% (p <0,0001) mocne
CAC. IMauuentsl ¢ QTc =500 mc umenu 50%-Hblil m1aHc
ykopouenust QTc B cpennem Ha 60 mc. [Ipu nepBuyHON po-
¢unaxruke BCC npouenypa CIIC oxazanack aphexTuBHON
B 97% ciyuaeB. Takum 00pa3om, NMOTy4YEHB! YOSAUTEIBHBIC
JI0Ka3aTesIbCTBa JOITOCPOUHOM MoJb3bl ieBocTopoHHer CC
ipu CYUNQT, 0clI0)KHEHHOM apUTMHUYECKHUMHU COOBITHUSIMH.
[Tpu 5TOM aHTHApUTMHUYECKAs 3alUTa 3aBUCUT OT (heHoTnIAa
CYHUQT u crenenn ykopouenust QTc nocne CIC.

3aki0ueHue

CYUQT mMoxeT npecTaBiasITh AUATHOCTUUECKUE TPYJHO-
CTH B CBSI3U C TEM, UTO SIBJIACTCS TEHETHUECKH U (peHOTUIIHYC-
CKH T€TepOreHHBIM HacIIeZICTBEHHBIM 3a00JIeBaHIEM, KOTOPOE
HE BCEr/a XapaKkrepusyercs ymuinHeHreM unrepsana QTc, Tem
CaMbIM BbI3bIBas HEMPABUIIbHBIE PELICHUS 0 KIIMHUYECKOMY
BEJICHUIO MALIUEHTOB U WICHOB UX CEMEN.

Kak 0b110 MpoieMOHCTpUpPOBaHO, HaOIIOIaeMast B 11O-
CJIE/IHUE TO/IbI BBICOKAs YyacToTa (POHOBOM reHeTHYECKON 13-
MEHYHBOCTH 0COOEHHO MHHOPHBIX T€HOB BOCIIPUMMYUBOCTH
k CYUQT MmensieT mapagurmsl 0 FTeHETHUECKON apXUTEKType
BpoxeHHoro CYNQT. B pesynsrare psjg MUHOPHBIX T€HOB
BocpuuMuuBocTd kK CYUQT, panee cuuTaBmInXcs OTBET-
ctBeHHbIMHU 32 5—10% HecunapomanbHblx BapuantoB CYUQT,
MOTYT OBITH TOHM)KEHBI JI0 CTaTyca Ir'eHa ¢ OrpaHNYEeHHBIMA
WU CIIOPHBIMH JI0Ka3aTeJIbCTBAMH MITH OYIyT OTHECEHBI K Ka-
TErOPHUHU OJINTOT'€HHBIM/TIOJIMICHHBIM BapUaHTaM.

YduThIBas 3TH MPOOIEMBI, HE00X0IMMa ITOCTOSIHHAS T1e-
peoreHka (pekiaccuukanys) ajuieneid GyHKIHOHAIEHOTO
pHUCKa U c11a00 IMEHETPAHTHBIX FTeHETHYECKUX BapPUAHTOB
CYHQT, xoTopble MOTyT BHOCUTb BKJIaJ] B natorene3 CYU-
QT u, cienoBaTeNbHO, OTPaXaTh UCTUHHBINA F€HETUUECKUM
puck 3a00neBaHus. DTO Oy/leT ClIOCOOCTBOBATh YIYUIICHUIO
pPe3yNbTaTUBHOCTU JUATHOCTUYECKOTO T€HETUUECKOTO Te-
ctupoBanus CYUQT, coBeplIeHCTBOBAHUIO PUCK-CTPATHU-
¢ukannn u pazpaboTKe ONTUMAIBHON I'eHOTHII-crienndu-
YeCKOW Tepanuy MOTEHIMAIBHO (aTabHOrO TeHETHYECKOTO
3a0oJeBaHusl.

e-mail: medalfavit@mail.ru
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