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Nel KpacI'MY; e-mail: anechkachernova@yandex.ru.

['eHeTrueckre (GakTOpbl UTPAOT BAXKHYI pOJIb B IMATOICHE3¢ 3HAYUTEIHLHOTO
Koiu4decTBa Oojie3Her. Ilo maHHBIM TMpoekTa paciHMpoOBKA TEHOMAa YEJIOBEKa B
opranuzme cymectByeT okoyio 350 000 reHoB, M3MEHEHHSI KaXKJIOTO W3 KOTOPBIX
MOXKET OBITh IPUYMNHOM MATOJOTUYECKOTO COCTOSIHUSA. B mociietHre To/16I mporpecc B
MOJICKYJIIPHOW OMOJIOTUU W T€HHOW WH)XKCHEPHUH ITO3BOJIMI KIMHUIIUCTAM Ha HOBOM
YPOBHE TMOJOWTH K HM3YYCHHIO MOJCKYJISIPHBIX MEXaHHU3MOB Pa3BUTHS CEPJICUHO-
COCYIMCTBIX 3a00JIeBaHUH, B TOM YHCJIe HApYyIICHUH puTMa cepana [11].

B mHacrosimiee BpeMs UWACHTH(PUIIMPOBAHBI TEHBI, (PYHKIUS KOTOPHIX HMEET
HETIOCPEICTBEHHOE OTHOIIICHUE K MPOoIleccaM, MPOUCXOAAIINM B MHOKap/Ie YeTOBEKa
[21].

Takum o0Opa3oM, reHETHYCCKH JICTCPMUHHPOBAHHBIC HAPYIICHHS PUTMa Cepiria

OTBETCTBEHHBI 32 OOJIBIIYIO YacTh ClydaeB BHe3amHo# cepaeunon cmeptu (BCC) y
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JUI] KaK B OTCYTCTBUE, TaK M MPU HAIMYUU CTPYKTYPHOM MATOJIOTHH cepAla. IDTH
3a00yeBaHUsl M CUHJIPOMBI, KaK MPaBUiIo, MaHU(ECTHUPYIOT B MOJOJOM BO3pacTe U
UMCIOT OTIpe/IeTICHHbIC (DEHOTUITUYECKHUE U TeHOTUIHYeCKUe uepTh [13].

WuTtepan QT oTpaxkaeT mMpoa0KUTEIBHOCTh OOIIEH 3JIEKTPUUECKON aKTUBHOCTHU
KEJIYyZOUYKOB, BKJIIOYas Kak JCMOJSPU3alUI0, TaK M PENospu3aluio, a ero
YIJUHEHUE — 3aMEIJICHHYI0O M AaCHUHXPOHHYIO PENoJIIpU3alhi0  MHOKapa
&KenyaoukoB. JlnurensHocTh uHTEpBaia QT B HOpMe M3MEHSETCSl B 3aBUCUMOCTHU OT
94aCcTOTHI CepACUHbIX cokpamieHuii [3] (puc. 1).

B mnocnennue roabpl B KIMHMYECKOW KapIHUOJIOTMM TpoOieMa  YIUITMHEHUS
untepBana QT mnpuBiekaeT K cebe NpucTaIbHOE BHUMAaHHE OTEYECTBEHHBIX H
3apyOeKHBIX HcCclleoBaTeNe Kak (hakTop, MPUBOAAIIMNA K BHE3AITHOM CMEPTH.
VYCTaHOBJIEHO, YTO KakK BPOXKJICHHbIE, TaK U MPUOOpETEeHHbIE (OPMBI yITUHEHUS
unTepBana QT ABIAIOTCS MpeAUKTOpaMU (aTalbHBIX HAPYLIEHUN PUTMA, KOTOPHIE, B
CBOIO Ouepeilb, MPUBOJAT K BHE3amHOW cMepTu O00yibHbIX. CHHAPOM YHAJIMHEHHOIO
uatepana QT (Long QT, LQT) xapakTepusyeTcsi HaJIMYUEM YAJHHCHHOTO
unrepBasia QT (koppurupoBanubiii QT > 460 Mc), CHHKONAIBHBIX aTaK U CIy4acB
BHE3aITHOW CMEPTHU BCIEJACTBUE PA3BUTHS MOJIUMOPGPHOM KeyJ0UYKOBON TaXUKapAUU
(torsades de pointes — tuna «upysT») ¥ GUOPHUILIAINH KeTyT10uKoB [17].

Pacnpoctpanennocts curapoma B nomnyssiuu coctabisgeT 1:2500 — 1:5000 mpu
neHeTpanTHocTH 10 90% [20].

Cungpom LQT CilyXUT yHUKaJIbHOW MOJEJBIO JIJISl M3YUEHHUs BCEX MEPBUUYHBIX
AIEKTPUUECKUX 3a00JIeBaHUM CepJilia, BIUSHUS Pa3IU4HbIX CPEeJOBbIX (AKTOPOB Ha
TFeHEeTHYECKH OOYCIIOBICHHBIE HM3MEHEHHsSI JJIEKTPO(PHU3NOIIOTMUYECKUX CBOMCTB
MUOKap/a, a TaKKe aHaJlh3a BIUSHUS M0Ja U BO3pacTa Ha CTENEHb pUCKa BHE3AITHOM
CEpLACYHOU CMEPTHU.

['enetnueckas npupona LQT, BnepBeie maentuduunupoBana M.Keating et al. B
1991 romy [22]. B Hacrosimee BpemMsi MyTalud, OOBACHSIOIIAEC MEXaHHU3M
aputMorene3a 1ipu cuHapome LQT, BeuBmsitorcs B /5%  KIMHUYECKH
noaTBepkaeHHbIX ciydaeB [20]. ['eHeTmyeckas TeTEpOreHHOCTh CHHIpPOMA IO

HaCTOAIICIO BpPEMCHHU CHIC HC IIOJHOCTHIO H3YUCHA. TPYJIHOCTI/I JAUArHOCTHUKH
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CUHJpOMa OOYCJIOBJICHBI HECTEeU(PUUECKON KIMHUYECKOW KapTHUHOU 3a00JIeBaHUs
(CXOICTBO C DOHWICNCHEH), HEBO3MOXHOCTHIO JTUATHOCTUPOBATH CHUHIPOM B
orcyrctBue JaHHbIX OKI' M BBICOKOH 4YacTOTOM CKPBITOW (hOpMBI, MPHU KOTOPOM
JUArHOCTUKA BO3MOKHA TOJIBKO MPHU MOMOIIH MOJEKYJISIPHO-TEHETUYECKOTO aHAIN3a.

Knunanaeckn LQT cuHApoMm pa3fensioT Ha ayTOCOMHO — JOMUHAHTHBIM U
ayTOCOMHO — PELIECCUBHBIN THUIIBI HACICIOBAHUS.

AyTtocoMHO-perieccuBHas hopma — curnopom [cepsenna-Jlanee-Hunvcena (Jervell
— Lange-Nielsen, JLN) — Gbiia otkpeita B 1957 romy. SIBisieTcss OJHON M3 cambIX
TSDKETIBIX KIIMHUYecKux Gopma cunapoma LQT. Ona BcTpedaeTcs peako (C 4acToToi
1:25000), a ynmnuHenue wuHTepBaia QT M pHUCK BHE3AITHOW CEPJACYHOM CMEPTH
BCJIC/ICTBUE PAa3BUTHS >KM3HEOMACHBIX apUTMHHA acCCOLMUPYIOTCS HE TOJBKO C
yamnHeHneM nHTepBasia QT M CHHKONAIBHBIMU COCTOSIHUSIMHU, HO U C BPOXKICHHOU
TIIyXOHEMOTOM [25].

BonbimHcTBO ciydyaeB o0ycioBiieno myTanusmMu B rene KCNQ1 u KCNEL (Ta6:1.
1). ITo manueim P. Schwartz et al. (2000), BkItoYarONMX U POCCUHCKUE TaHHBIC, Y
15% Go0nBpHBIX pa3BUBAIOTCS KapIUOTEHHBIC CHHKOIIE YK€ B TEUCHHE MEPBOTO Tofa
#u3HU, 50% — B TeueHue MepBbIX TpeX JeT ku3Hu U npaktudecku 90% — B Bo3pacte
1o 18 nmer [25].

3HauuTeIBpHO OOJIee pacpoCcTpaHEeHa ayTOCOMHO-IOMUHAHTHAsA hopMa — CUHOPOM
Pomano-Yopoa, xotopas onrcana B 1963 r. C. Romano et al. [23] u B 1964 roay O.
Ward [29], umeer u301MpOBaHHBIN «cepaeunblii» (enorun [20], momymnsuuoHHAS
gactota 1:10 000 u 1:15 000, nenetpantaocTs 0,9.

[lo naHHBIM caMOro OOJIBLIOTO MPOCIEKTUBHOIO McciaeAoBaHUs cuHapoma LQT
“International LQTS Registry” B 57% cny4yaeB BHe3amHOW CMEPTH OHA HACTYIAET B
Bo3pacte g0 20 ner [30]. 3a pa3BuTHE MAHHOTO CHHApPOMa OTBEYAIOT HECKOJBKO
reHoB. COOTBETCTBEHHO IMATOJIOTUM B  ONPEACIEHHBIX T€HaX, BBLICISAIOT
reHeTndyeckue Bapuantel cuuapoma LQT (tabi. 1).

[TpuuuHOW HACIENCTBEHHBIX HAPYIIEHWH pUTMa CepAlla CYUTAIOT aHOMAIIUU
CJIEIYIOIIMX OCHOBHBIX KJIACCOB OEJIKOB. COKPATUTENbHBIX M LUTOCKEIETHBIX;

HOHHBIX KaHAJIOB U MECXKKIICTOUYHBIX KOHTAKTOB, TpaHCMCM6paHHBIX MMCPCHOCYUKOB, a
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TaKke uX MoayssitopoB [19]. B HOopMe mnoTeHImMan ACHCTBUS KapIHOMHOIMTOB
XapaKTepU3yeTcss  aKTUBAIlMCH  MOTCHIMAT-3aBHCUMBIX  HOHHBIX  KaHAJIOB,
ACTIONIAPU3YIONIMX ~ MEMOpaHy C  TOCJEAYIONIeH  aKTHUBAIMEeH  BBIXOISIIUX
PENoIAPU3YIONIUX TOKOB. B pe3ynbraTe yka3aHHBIX TEHHBIX MYTalldil pa3BUBACTCS
AucYHKIMST MOHHBIX KaHAJOB, YTO MPHBOIAWT K YBEJIMUCHUIO BPEMEHH OOIICH
DIIEKTPUYCCKON aKTUBHOCTH JKEIIYIOUKOB U yaiuHeHuto natepBaia QT na OKI [6].

OCHOBHBIM KJIIMHUYECKUM TposiBicHHEeM cuHIpoma LQT SBISIOTCS MPUCTYIIBI
NOTEPU CO3HAHMSI, 0O0YCIOBJICHHBIC PEeUUAMBAMHU JKEITyA04KoBoM Taxukapauu (KT)
tuna «upydT» (puc. 2). Taxukapaus Tuma «mupys3T» xapakrepusyetcss Ha DKI
U3MCHCHHEM HarpaBieHus, GOPMbI U aMIUTUTYAbl OCHOBHBIX 3yOIIOB KOMILIEKCA
QRST Ha mpoTHBOIOJIOKHOE B OAHOM M TOM ke orBeaeHuu. YCC mpu 3TOM
BapbupyeT oT 150 1o 250 B muH. [9].

JIMarHo3 OCHOBBIBAETCS HA aHAJIM3E MPEIICCTBYIONICH UCTOPUUA CUHKOMATBHBIX
AMH30/I0B, CEMEHHOM aHamHe3e (MOATBEpKACHHBbIC ciydan cuHiapoma LQT w/wnm
cllyyad BHE3aIIHON CEepACYHONW CMEpTH WICHOB ceMeill B Bo3pacte meHee 40 ner),
onenke cnenupuyeckux IKI' nposBneHui.

B 1985 rony P.J. Schwarts mpennoxun HaOOp AMAarHOCTHYECKHX KPHUTEPHUEB
BpoXIeHHBIX (hopM curapoma LQT [26].

1. «bonbiue» kputepuu: a) yiuaenue uarepsaia QT (QTc>0,44 c.); 0) Hanuuue
B aHaMHE3¢ JMH30JI0B MOTEPH CO3HAHMS; B) Hamuuue cuHiapoma LQT y dmeHoB
CEMBH.

2. «Maibie» KpUTCPUH. a) BPOXKICHHAS HEHPOCCHCOpPHAs TIIyXOTa; 0) 3MU30bI
albTepHalMi 3yOma T; B) MemJeHHBIM cepaeunblii putMm (y jgerei); T)
NaTOJIOTUYECKAsl KTy IOUKOBas PEIOJISIPU3AIIHS.

JInarso3 MoXeT OBITh TMOCTaBJICH MPU HAJIMYUM JBYX OOJBIIUX WJIH OJTHOTO
OOJIBIIIOTO ¥ IBYX MaJIbIX KPUTCPHUCB.

Eme no mosyueHus 10Ka3arebcTBa FeHETUYESCKON MPUPOBI 3a00ieBaHus ObUIH
BBIJICJICHBI YCTHIPE BapHaHTa KJIMHUYECKOrO TeueHus: 1) CHHKONAJbHBIA C

yuinHeHrueM uHTepBana QT, 2) OeccuHKONaNbHBIN ¢ yiamuHeHrneM untepBaia QT, 3)
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CHUHKONAJIBHBIA C HOPMAJIBHOW MPOJOJIKHUTEIBHOCThIO MHTepBana QT, 4) Hemas
(marentHas) gpopma [19].

YacTtoTa M KOJMYECTBO CHUHKOIIE SIBISIIOTCS KPUTEPUSIMH TSKECTH 3a00seBaHus,
OJIHaKo, oOpaiaer Ha ce0sd BHUMaHUE TOT (aKT, 4YTO CMEPTh MOKET HACTYNUTh U BO
BpeMsi TEpPBOr0 MPHUCTYNa IMOTEPU CO3HAHHUSA. ITO JUKTYEeT HEOOXOAUMOCTD
OTNpEJICJICHHs] CTEIEHH PUCKA BHE3AMHOM CEepAeYyHON cMepTh y OOJIbHBIX Kak ¢
CUHKONAIBHON TaK U ¢ 0€CCUHKOIAILHON (hopMaMu CUHApPOMA.

[IpoBenenbl uccienoBaHUs MO BbIBIEHUIO XapakrepHol OKI-kapTunbl npu
pa3IUYHBIX FeHETUYECKUX BapuaHTax cunjapoma LQT. Ycranosneno, uro mis LQT1
xapakTepeH ymupeHHslid 3yoen T, nns LQT2 — HU3KOAMIUIMTYIHBIM U JIBYTrOpOBIii
3yoen T (4are B JIeBBIX TPYAHBIX OTBeAcHUsX), 11 LQT3 — yanuHenne nHTEpBaia
QT npu HopmaisHOM 3y61ie T [12].

B nocnegHue roapl McCleNOBaHbl  KOPPENSLMU MEXAY BBIPAXKEHHOCTHIO
dbeHoTUnMYecKux MposiBieHuil npu cunapome LQT u reHermyeckumMu BapuaHTaMu
cugapoma. Briasinensl cneuuduueckue OKI-denoTunsl, XapakTepHble A
OCHOBHBIX MOJIEKYyJIsipHO-TeHeTnyeckux BapuantoB — LQT1, LQT2 u LQTS3, Ha
nof0 KoTopbix mnpuxoautcs A0 90% oT Bcex TeHEeTUYECKH MOATBEPKIECHHBIX
ciydaes (Ta0a. 2) [14].

B Hacrosimee BpeMs Ha OCHOBAaHMM KJIMHHKO-3JEKTPOKAPAUOrPAPUUECKOTO
aHaiM3a BO3MOXKHO MPEIINOJIOKUTh BEPOATHOCTh OJHOTO M3 Tpex Hauboiee
U3yYCHHBIX W PACIPOCTPAHCHHBIX TEHETUYECKUX BapuaHToB cuHapoma (LQT1L,
LQT2, LQT3). Dto mo3BoyigeT €Ie A0 MOJYYCHHS PE3yJbTaTOB MOJIEKYISIPHO-
TCHETHYECKOTO UCCIIEOBAaHUS MIPUHATH PEIICHUE O MaToreHeTuueckoi tepanuu [20,
30].

Jleyenue OonpHbIX C cupApoMoM LQT 3akmiouaercs B MaKCUMajlbHOM
UCKIIIOUYEHUU TPUITEPOB JKU3HEYTPOKAIOIMIMX apUTMHM, crnenupuyecKux s
KOKJIOT0 TNaIlMeHTa, a TakXKe HWCKIIOYEeHHE TMpernapaToB, CHOCOOHBIX VYAJIUHATH
uatepBan  QT.  OOs3arenpHO  jauuTedbHOe  (MOXKH3HEHHOE)  HA3HAUYCHHE
aHTHapuTMHueckoro mnpenapara. [Ipemaparom BbeiOOpa sBisieTcss Oera-0J10KaTop.

JlanHas rpymnmna npenapatoB ocooenHo 3¢ dextupna npu LQT1 (81%), nmpu kotopom
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PUCK BHE3aMHOW CEpACYHON CMepTH HampsIMyl0 CBsi3aH C peakiued Ha
cumnatudeckyto crumyisuuoo. Ilpu LQT2 u LQT3 Oera-610kaTopel MeHee
s pexruBubl (53% u 50% cooTBeTcTBeHHO) [24]. Xopommuii 3¢ dekT mocTuraercs
npu no0aBieHMU MekcwieTuHa (aHTuaputmMudeckuii mpemapatr IB - xiacca) —
0JI0KaTOpa HaTPUEBBIX KAHAJIOB, K JICYCHUIO MAIMEHTOB ¢ cuHapoMoMm LQT3.

Jlaxke TpU HAIWYUM KIMHAYECKUX KPHUTEPHEB 3a00JCBaHMsI TE€HETHYECKOE
UCCleIoBaHUe MalueHToB ¢ cupapomom LQT Oynmer uenecoobGpaszHo ais
OTIpe/ICTICHUS CTPATETUH BEACHHS MAlIMEHTOB C Pa3IMYHBIMHA BapHaHTAMH MYTAIIHi.

B cayuae HeaddekTHBHOCTH MeauKaMeHTO3HOW Tepanuu (uamte mpu LQT2 u
LQT3 [28]) npuberaroT K XUpypruueckuM Meronam JieueHus. Jlonroe Bpems
MCTIONB30BAIACh JIEBOCTOPOHHSS MICHHO-TPYAHAs cUMMATIKTOMUs. OMHAKO TaHHBINA
METOJI JlaBajl BBICOKYIO 3(()EKTUBHOCTH TOJILKO B PpaHHUE IMOCJIEONEpaluOHHBIC
CpPOKH, HO B CBOIO OYepeab MNPUBOAMI K OOJNBIIOMY TMPOLEHTY PEIHINBOB B
OTJAJCHHBIA TEepUoi, 4TO ObUIO CBSI3aHO C BO3PACTAHMEM YYBCTBUTEIBHOCTH [3-
aJipeHoOpelenTOpHOro anmnaparta [9).

ANbTepHaTHBHBIM METOJIOM, KOTOPBIA MPUMEHSETCS B HACTOAIIEE BpeMs TpHU
YCTOMYMBOCTH K MEIWKaMEHTO3HOMY JiedeHHio cuHapoma LQT, sBusercs
UMIUIAHTAIUs. TakuM OOJIbHBIM 3JIEKTPOKAPAMOCTUMYIISATOpPA, paldoTalouiero B
pexxumax AAIR, VVIR, DDDR [28, 16, 2, 7], unu kapauoBepTepa-aehuopuistTopa
[4]. Tloka3aHnmeM K UMIUIAHTAlUd  DJICKTPOKAPIUOCTUMYISATOPA  SIBISCTCS
BbIpaXKCHHAsI OpaJiuKapIus B MIEPHO MEXy MPUCTYIaMH, Jaie npu cuaapome LQT
3-ro Tumna [27].

KapanosepTepsi-nehuOpruiuisTOpbl UCIONB3YIOT y TAIUEHTOB C BHICOKUM PHUCKOM
BHE3aITHOW CMEPTH, OCOOEHHO TMpH YyKa3aHUM B aHamMHe3e Ha QUOPUIUISAIUIO
xemynoukoB. [locime ero WMIUIaHTAIlMM PUCK BHE3AIMHOW CMEPTH TPH THKEIOM
teuennn LQT cumxaincs qo 1-5% [18].

[Iporaos mpu cunapome LQT HeOGmarompusTHbIA. BonbHBIE YacTO yMHpaKOT BO
BpeMsl TPHUCTYNOB BCICACTBUE (DUOPHIUISIIMMA SKETYJOYKOB WU acucToiuu. llpu

BpoxkaeHHOM cuHjapome LQT y gereit B mnyOepTraTHOM TMepHOJie TeUYECHUE
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3a0oneBaHusl yCyryOmseTcs, a y B3pOCHBIX 3a0olieBaHUE TMpOTEeKaeT Ooee
OJIaronpHUATHO, MPUCTYITbI HAOTIOIAI0TCS 3HAUNTEIIBHO pexe [1].

15-neTHSAS BBDKMBAGMOCThH TMAIMCHTOB, HE TOJYYABIIMX JICUCHHE MPU CHHAPOME
Pomano-Yopaa, cocraBisier 45% [8]. Uacrora cepieyHOl BHE3aIHONH CMEPTH TpH
BpoxxaeHHoM cubapome LQT mocturaer 73% [10] (20% B mepBbIii roj mocie
MIEPBOI0 AIK30/1a TOTePH co3HaHus U okojio 50% B Teuenue 10 ner [6]).

Takum 00pa3oM, CIYCTS TOYTH ITOJICTOJICTHS C MOMEHTa TIEPBOTO OIHMCAHMUS
cuaapoma LQT, nanHas MaTonorus mo-npexHeMy MPEeACTaBIsIET BeCbMa CIOXKHYIO U

aKTyaJIbHYIO KapJIMOJIOTHYECKYIO MTPo0IemMy, TpEOYIOIYI0 CBOETO PEIICHHUS.

THE SYNDROME OF ELONGATED QT INTERVAL

A.A. Chernova
Krasnoyarsk State Medical University named after prof. V.F. Vojno-Y asenetsky

Abstract. Inthe lecture are given the main symptoms, the clinical variants of the
syndrome of elongated QT interval, diagnostic criteria and molecular genetic
diagnosis of this cardiac syndrome.

Key wor ds. syndrome of elongated QT interval, Djervell-Lange-Nielsen syndrome,
Romano-Ward syndrome, molecular diagnostics.
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