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Pe3ztome

Beeanenue. Bpoxxnennsiit cunapom ymmmHeHHoro narepBaia QT (long QT syndrome — LQTS) mpencrasnisier
c000it HapyllIeHNe PenoIsIpU3alni MUOKapAa XKeTyI0uKOB, XapaKTepu3yolleecs yiTuHeHneMm narepsaia QT
Ha anekTpokapauorpamme (BKI'), Kkoropoe MOXKeET MPUBECTH K CUMITOMHBIM JKeJTyJI0UYKOBBIM HapyILICHUSIM
pUTMa ceplilia ¥ OBbIIEHHOMY pUcKy BHe3anmHoi cepaeuHoit cmeptu (BCC). Cunapom LQT comnpsixeH ¢ mo-
BBIIIICHHBIM PUCKOM MaHU(beCcTallu XapaKTepHOU KMU3HEeyTrpoXKarolleil cepaeyHol apuTMUU, U3BECTHOUN KakK
torsades de pointes, win «mupyaT». LQTS MOXeT OBITh BPOXKICHHBIM WJIM TTPUOOPETEHHBIM.

Ileap — M3y4uTh OOCTOSTENLCTBA JMATHOCTUKU BpoxkaeHHoro cuHapoma LQT y nereit BopoHexkckoii odac-
TH, TIPOAHAJIM3UPOBATh BO3pacT MaHMbecTalluu, KIMHUIeCKre MposiBieHus, mapaMmeTpbl DKI' 1 moaTumbt
CUHApOMaA y JAETEH.

Marepuan u Metonsl. B nicciienoBanue 6bUTM BKITIOUEHBI 13 neTei ¢ BpOXKIEHHBIM yUIMHEHHBIM UHTEPBAJIOM
QT. IManueHTH! OBLIM pa3aeieHbl Ha 2 TPYNIIbl: 1-9 — CUMIOTOMHBIE, 2-51 — OeccumnToMHbie. [1peacTaBieHb
pe3yJbTaThl PETPOCIEKTUBHOIO aHaIM3a 00CTOSITENIbCTB BbISIBJIEHHUSI, CEMEMHBII aHaMHe3, KIIMHUYecKasi Kap-
TuHa, pesyssraThl DKI, axokapaunorpadun (9xoKI') u xontepoBckoro MouuTopupoBaHus (XM), mokazarenu
BbIKMBaeMocTH aeteil ¢ LQTS mo manHbIM McTOpMit 60JIe3Hel 1 aMOyIaTOpHBIX KapT BopoHexkckoii o6mact-
HOI1 neTckoit KinnmHuueckoi 6onpHULBI Ne 1 (BOJAKB Ne 1).

Pe3yabraTel. BceM netsm 1-ii rpymnmbl MpoOBOAMIOCH JiedeHUe OeTa-aapeHoboKaTopaMu. JABYyM IeTsM ¢ aua-
rHo3oM cuHapoMm JIxepsemna—Jlanre-Hunbcona (JLNS) u ¢ 1 MoJieKyIsIpHO-TE€HETUYECKUM BapUaHTOM
LQTS Pomano—Yopaa (RW) ObL1M MMIUTAaHTUPOBAaHBI KapAUOBEPTEPhI-1e(UOPMILISATOPHI. 3a TIepruoa HabI10-
neHus ¢ 2013 mo 2020 . HM oaMH peGEeHOK He MOoruo.

3akmouenue. BpoxneHHublii cunapom LQT y nereit — penkoe HacleACTBEHHOE 3a00JieBaHue, COMNPSIKEHHOE
¢ BbicokuM puckoM BCC. OyeBuaHa He0OXOIMMOCTh TIIATEILHOTO aHalu3a amoyiaaTopHbix DKI ¢ cobmone-
HMEeM MeTOIUKU ompeneneHust natepsana QT.

KimoueBbie cioBa: ocTaHOBKA Cepjlia, cepeuHast apuTMUs, IeTH, KaHAIOMATHsI, CHHAPOM BPOXIEHHOTO YTU-
HeHHoro uHTepBayia QT, MOHHBII KaHAT KapAMOMUOIINTA, BHE3AIMHAsI CepAeuHast CMePTh
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Abstract

Introduction. The congenital long QT syndrome (LQTS) is a disorder of ventricular myocardial repolarization
characterized by a prolonged QT interval on the electrocar-diogram (ECG) that can lead to sulymptomatic ven-
tricular arrhythmias and an increased risk of sudden cardiac death (SCD). These LQTS-triggered symptoms stem
from a characteristic life-threatening cardiac arrhythmia known as torsades de pointes or «twisting of the points».
LQTS can be congenital or acquired.

Objective. The paper aims at studying the circumstances of the diagnosis of congenital LQT syndrome in children
of the Voronezh Region, analyzing the age and clinical pecu-liarities of the disease manifestations, as well as ECG
parameters and subtypes of the syndrome in children with congenital long QT.

Material and methods. The article presents the results of a retrospective analysis of the circumstances of the dis-
ease detection; family history; clinical presentation; results of ECG, echocardiographic (EchoCG) and Holter
monitoring findings (HM); survival of children with LQTS according to medical histories and outpatient records
of Voronezh Regional Children's Clinical Hospital No. 1. The study included 13 children with con-genital long
QT syndrome. The patients were divided into 2 groups: 1st — symptomatic children, 2nd — asymptomatic.
Results. All children of the 1st group were treated with beta-blockers. Two children di-agnosed with Jervell and
Lange-Nielson (JLNS) and with 1 molecular genetic variant of the RomanouWard long QT syndrome were
implanted with cardioverter defibrillators. Not a single child died during the observation period from 2013 to 2020.
Conclusions. The congenital long QT syndrome in children is a rare hereditary cardiac disease characterized by an
increased risk of sudden cardiac death. There is an obvious need for a thorough analysis of outpatient ECGs in
compliance with the methodology for determining the QT interval.

Keywords: cardiac arrest, cardiac arrhythmia, children, canalopathy, congenital long QT syndrome, cardiomy-
ocyte ion channel, sudden cardiac death
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BBenenmne

CuHapoMm yminmHeHHoro uHtepBana QT
(long QT syndrome — LQTS) — aT0 BpoXIeH-
Hoe 3a00sIeBaHKE cepala — FeHETUYECKH Te-
TEPOTeHHAsI COBOKYITHOCTh HACJIeICTBEHHBIX
HapyILICHUN peroisipu3allii MUOKapaa, CBs-
3aHHBIX OOIIMM KIMHUYECKUM (HEHOTUIIOM
yonuHeHus uHTepBana QT nHa BKI mokos
1 BBICOKMM TIOTEHIIMAJIIBHBIM PUCKOM YIPO-
KaIUX XU3HU CepACYHBIX apuTtMuii [1—3].
LQTS saBnsiercsi HaclieICTBEHHbIM MEpBUY-
HBIM 3JICKTPUYCCKUM HapyllIeHUEeM, MU3BECT-
HBIM KakK cepleyHasl KaHaJoIaTus, KoTopas
npeapacriojlaraeT K BHE3alTHOW cepaeuyHoi
cmeptn (BCC) B OoTCyTCTBHE CTPYKTYpPHOTO
3aboseBanus cepaua [4—6]. Uurepsan QT Ha
noBepxHocTHOt OKI' mnpeacrasisier coboit
CYMMY IJIUTEIbHOCTEH ITOTEHIIAJIA TeHCTBUS
OTEJIbHBIX KapIUOMUOILIMTOB KEeIYA0UKOB U,
clieoBaTeIbHO, SIBJSIETCS CyppOraTHBIM Map-
KEPOM aHOMAIBHOM PEMOISIPU3ALIMU KIETOYU-
HBIX MeMOpaH. /IByMsI KapIuHaJIbHBIMM TIPO-
sBaeHusiMu LQTS sgBisitoTcsl CMHKOIATbHBIE
BMU30/bI, KOTOPHIE MOTYT IIPUBECTH K OCTa-
HoBKe cepaua u BCC, a takxke a1eKTpokap-
JauorpaduuecKuii maTTepH, BKIIOYAIOIINMA Y-
mmHeHue nHTepBana QT u anomanuu 3youa T.

KnuHuyeckre CHUMIITOMBI  BKJIIOYAIOT
OIIIYIIIEHNE IIPUCTYIIOB BHE3AITHOTO YJallleH-
HOTO cepaleOueHrsl, OOMOPOKM U TMIIOKCH-
YeCKUe CyIOpOrd, BTOPUYHBIC IO OTHOIIE-
HUIO K KeJIyTOYKOBOI TaXMapUTMUU, KJIaCCH-
YyecKol sBJsIeTCs Taxukapaus torsade de
pointes (TdP). IToBbilueHHast TpeapacIoo-
JKEHHOCTh K 3JIOKAYeCTBEHHBIM apUTMUSIM
cepaua odycaoBIeHa MOHHOM KapauoraTuei,
KOTOpasl MPUBOAUT K OTCPOUEHHOM pernosi-
pU3alMK MOTeHIIMala AefCTBUS KapaAUOMUO-
LIATOB 3KeJIyTouKoB. PacripocTpaHeHHOCTD 3a-
oonesaHus P.J. Schwartz et al. oueHuBain
npumepHo B 1 Ha 2000 310pOBBIX XKUBOPOXK-
JIeHHBIX aeteit [7].

Tepmun  «cuHapom  Poman—Yoppa»
(Romano—Ward syndrome — RWS) oTHoCuTCS
K (hopMaM CMHIpOMa YIIMHEHHOTO WHTEPBa-
Ja QT ¢ uCKIIIOUUTENBbHO CepeUHbIM (PEHOTH -
IIOM, HacJIeAyeMbIM II0 ayTOCOMHO-IOMM-
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HaHTHOMY THITY. JIBe Hac/IeACTBEHHbIE (DOPMBI
nauornarudeckoro LQTS sBisroTcss ayrocom-
HO-PELIECCUBHBIMU TIpU cuHApoMe JI>kepBe-
na—Jlanre-Hunbcena (Jervell—Lange-Nielsen
syndrome — JLNS), conmpoBoxkaatoniyecs riy-
0OKOIi HEHpOCEHCOPHOI TYroyxocThlo. B co-
BpeMeHHOI nutepatrype RWS wucrnonbssyercs
B3anMo3ameHsiemo ¢ LQTS.

Bnepseie o cuHapome LQTS, BeposiTHO,
coobuma B 1856 1. F. Meissner [8], onucaBiinii
IJIyXyI0 IeBOYKY, KOTOpas ymajla B OOMOPOK
U yMepja BO BpeMs ITyOJMYHOTO BBITOBOpa
B 11KoJie. [1epBoe nmoyiHoe onrcaHne BPOXKIASH-
Horo LQTS npencrasunu A. Jervell, E Lange-
Nielsen B 1957 1., OHU COOOIIMIIN O CEMbE C Ye-
TBIPHMSI TJTYXOHEMBIMU AETHbMH C OOMOPOKaMU,
BHE3aITHOM CMEPTBIO U UIMTEIbHBIMU WHTEP-
Bamamu QT — peueccuBHast (popma 3ab0J1eBa-
HUSI, CBSI3aHHAas C LIyXoToit [9].

B 1985 . PJ. Schwartz et al. BiepBbIe 011y0-
JINKOBAJIM JTaHHBIE O €CTECTBEHHOM TEYCHUU
3a001eBaHUSI M BBISIBJICHHOM CMEPTHOCTH IO
71% y HeleueHHBIX MalMeHTOB C Mepruoa Ma-
Hudectauuu nepsoro oomopoka [10]. B Ha-
CTOSIIIEEe BpeMsl, B 3pYy OOLICIIPUHITON Meau-
KaMEHTO3HOM Tepamnuu, CMEPTHOCTb Cpeau
rmarmeHToB ¢ LQTS cocrasnsger 0,3% [11].

IeHeTnyeckass ocHoBa 3a0oJsieBaHuUs Oblia
naeHTHGuUIIMpoBaHa B cepenrHe 1990-x ro-
IoB XX Beka. Harra coBpeMeHHOCTh O3HaMe-
HOBaHa co3gaHKeM 0a3 JaHHBIX MyTallMii Te-
HoB yesnoBeka (HGMD), Bkiovaromux Bce-
o0beMJIIOIIYI0O MH(POPMALIUIO O MYTalusIX
SIEPHBIX TEHOB, JIEXaIUX B OCHOBE UJIU CBS-
3aHHBIX C HACJICICTBEHHBIMM 3a00JIeBAaHUSIMH
yesioBeka [12].

Ha mannbiit momenT LQTS xnaccudunm-
poBaH Ha 17 MOATMNOB Ha OCHOBE MYyTAllWiA,
CBSI3aHHBIX C 15 ayTOCOMHO-TOMWHAHTHBIMU
reHamu LQT1-15, nBa u3 HUX — HacjieayeMble
Mo ayTocoMHoO-peleccuBHoMy Tuny JLNS
1-ro u 2-ro tunos [10]. Bce BepuduLimpoBaH-
HbIe 10 HacTosero BpeMeHu reHbl LQTS ko-
JUPYIOT CyObEIUMHUILIBI MOHHBIX TpaHCMEMO-
pPaHHBIX KaHAJIOB WU OEJIKM, y4acTBYIOIIME
B MOAYJIMPOBAaHUM MOHHBIX TOKOB B Kapauo-
Muonurax. Haubojee pacrpocTpaHeHHBIMHI
¢opmamu seisiorest LQT1 u LQT2 (mytauuu
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B KanueBbIx KaHanax) 1 LQT3 (myTtauuu B Ha-
TpUeBbIX KaHajax). [lojaraior, 4To Bce T'eHbI
LQTS ¢yHKIIMOHATBHO CBS3aHBI C TPEMS
CepACYHBIMU MOHHBIMU TOKaMMU: Iy, Ty, 1 Iy,
JUCchYHKIINAS 3TUX TPeX MOHHBIX TOKOB, BBI-
3BaHHasl JIMOO CcyObeNMHUIIEH KaHala, Jubo
MyTalMsIMUA BCIIOMOTaTeIbHOro OeKa, BUAU-
MO, SIBJISIETCS <«IOCJIEIHUM OOIIMM ITTyTeM»
st maaugecramuu LQTS [5, 13].

Haubonee pacmpocTpaHeHHBIM TOATUTIOM
apistercst LQT1, mopaxatomum go 30—35%
nHauBUAYYMOB ¢ LQTS u Bo3HUKAaOIINM U3-3a
notepu ¢pyHkimuu reHa KCNQI, Kogupyroliero
0.-CYOBeAMHUILY TIOTEeHLIMAJ-YIIPaBISIeMOTO
kameBoro kKanaia Kv7.1 (KvLQT1 OMIM *
607542), sKcmpeccUpyeMOro B KJIETOYHOM
MeMOpaHe KapIUMOMUOLIMTOB. TpaHCMeMOpaH-
HbI KanueBblid kaHan Kv7.1 onocpenyeT akTu-
BUPYEMbIIl TOK 3aMEIJIEHHOTO BBIMPSIMJICHMUS
kams (Ig,). KananeHbiit komruieke Kv7.1 co-
CTOUT M3 YEThIPEX O-CyObEeOAUHMII, 0Opa3ylo-
muyx TeTpamep (IIeUKepHBIN THUIT), KOTOpPHIE
OOBENMHSIOTCSI C IBYMSI [3-CyObeIMHUIIAMU,
koaupyembiMu TeHoM KCNEI st reHepanuu
ToKa lx,, MOTYIUPYIOLIETO JIUTEIbHOCTD MO-
TeHIMaja AeNCTBUS B KapAUOMUOLIUTAX, IPY-
TMMU CJIOBAMM — KOHTPOJIMPYIOIIETO MPOIIECC
penoJisipusauuu xkenyaoukoB. KCNQlo-cyon-
eMUHUIIA MMEET MOTEHIIMA YyBCTBUTEIbHBIM
goMeH (S1—S4), TpaHcMeMOpaHHBIE TTOPOBLIE
noMeHbl (S5—S6), a Takke BHYTPUKJICTOYHBII
(1tuTo305bHBIN) N- 1 C-TepMUHAIN U aganTep-
HbIi 0eoK Yotiao [14—16]. Myramuu ¢ y4dac-
THEM B3TOTO TeHa TPHUBOIAT K YMEHBIIICHUIO
TOKa perosipu3auu Iy, 1 yIUIMHEHIIO MHTEP-
Bana QT.

LQT1 mnposBasieTcss Ha TMOBEPXHOCTHOM
OKI' B BUAe IIMPOKOTO W CUMMETPUYHOTO
gyouma T c¢ ymmmHeHHBIM uHTepBasioMm QTc
[17]. Yacrora mMaHudecTallMu OMACHbIX s
KM3HU COOBITUIT — caMasi HU3Kasl Y OOJIbHBIX
LQT1 no cpaBHEeHMIO ¢ TALIMEHTAMU C TTIOATH-
namMu LQT2 unm LQT3 [3]. bera-61okaTopsl
HauboJsiee 3(pPEeKTUBHBI Y MAILUEHTOB C 3TUM
TTOATUTIOM [IJIST TTPEIOTBpAIeHUS XXMU3Heorac-
HBIX KeJTyI0uKOBbIX aput™Muii [18]. B HacTosi-
mee BpeMs omucaHo Gojiee 600 BapuaHTOB
myTtanuii B reHe KCNQI, BbI3bIBalOIINX

210

LQT1 [19]. Lenslit psaa ucciaenoBaHUii ObLT
MOCBSAIIEH M3YYEeHUIO BBISIBICHUST 3HAYMMBIX
KOppeIsuii TeHOTUIT—(GEHOTUI, KOTOPBIE
MTO3BOJIMJIM TMAaTHOCTUPOBATH Y OOJBHBIX 3TO
IOTEHIIMAJIbHO OMacHOe ISl XKM3HU 3aboJre-
BaHue [20, 21]. PacnonoxeHue KOHKpPETHOI
myTtauuu LQTI1 B cTpykType MOHHOTO KaHaja
MOXKET OBITh HAIpPSIMYyIO CBSI3aHO C PUCKOM
cepaeyHoro coobitud [22]. Hanuuue Mmytaunmu
B cTpykType C-TepMHHAIN cO3MaeT Hanbob-
LM pUCK ocTaHOBKU cepaua win BCC [23,
24]. B To :Xe BpeMsl HEKOTOpbIe MCCIea0BaTe-
JIU BBIABUTAIOT MPEATNON0XKEHUE, YTO MOXET
CYIIIECTBOBATb CTpATerus, MO3BOJSIONIAS U3-
OexaTh Tepanuu OeTa-OJoKaTopaMu y JIMIL
¢ Hu3kuM ypoBHeM pucka BCC ¢ LQT1, y ko-
TOPBIX OTCYTCTBYeT MyTalms B C-TepMUHAIH,
OIHAKO JaHHOE YTBEepXKIeHHE TpeOyeT majib-
Hefiiero usydeHus [25].

YuuteiBasg XxapakTepHble OCOOEHHOCTHU
LQTS, tunuuyHbIe Cydan He TPEACTaBIISIOT
MUATHOCTUYECKUX TPYTHOCTEN IJIsI Bpadei,
OCBEIOMJICHHBIX 0 3a0oyieBaHuK. OIHAKO I10-
IpaHUYHBIC CJIydad SIBJITIOTCSI OoJiee CIIOXK-
HBIMU U TPEOYIOT OLIEHKM Pa3IMYHbBIX DJIEKT-
pokapanorpaIecKrux, KIMHUIECKUX U Ce-
MEWHBIX MaHHBIX, KaK 3TO IIpeaiaraeTcs
B KOHKPETHBIX JUATHOCTUIECKMX KPUTEPHUSIX
[5]. Metonuka usmepenus: uatepsaia QT Ha
noBepxHocTHOI DKI 1mokosi, KoppeKiust uH-
TepBajla OTHOCUTEJbHO YaCTOThl CEePACUYHBIX
cokpaieHuit (HCC) 1 KpuTepruu MOCTAaHOBKU
IMarH03a IIMPOKO OIMMCAHBI B TOCTYITHOM JIN-
tepatype [26—28]. KpoMe TOro, MosaexyJsip-
HO-TeHETUIECKUI CKPUHUHT TeIlephb SIBJISIET-
CsI 4aCThIO TUAarHOCTUICCKOTO TTOMCKA.

Knunuueckue mposiBieHus: 3a00sjeBaHUS
JIOBOJIbHO ApaMaTUYHBI, TaK KaK BKJIIOYAIOT
CHHKOTIAJIbHBIE STTU30/IbI, KOTOPBIE YaCTO TTPU-
BOIAT K OCTAaHOBKE Cepala U BHE3ANHOMI
CMepTH M OOBIYHO BO3HUKAIOT B YCJIOBHSX
(pU3MIeCKOTo MM 3MOLMOHAIBHOIO CTpecca
Yy 3I0pPOBBIX B OCTAJIbHOM MOJIOIBIX JIOACH,
B OCHOBHOM JIeTelt ¥ ToIpOCTKOB. CMHKOIAJb-
HbIE 3MM30/bI CBSI3aHbI ¢ MaHU(ecTalne mo-
JIMMOPMHOI XKeTyTOYKOBOI TaXMKapAMK C Xa-
pakTepHbIM MMOoBOpoToM Komiuiekca QRS Bo-
Kpyr M303JeKTpruueckoi 6a3oBoil tunuu TdP,
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yacTo TpaHchopmupylolleiics B QUOpULIsa-
uuio keaynoukoB (PXK). CremyeT OTMETUTB,
y1o TdP mm ®2K MoryT HaunmHaThes 6e3 n3Me-
HeHuii YCC u 6e3 ornpeaeaeHHbIX MOCie10Ba-
TEIBPHOCTEM, TaKMX KaK MHTepBaj short-long-
short, maxke ecu JTATEIBHBIC ITAY3bl Y ITAITUCH -
ToB ¢ LQTS yBenuuusaoT BepossTHOCTL TdP
[2]. TTockonbky BCC MoxeT OBbITh TEpBHIM
CUMIITOMOM OOJIe3HM, paHHsSST IMArHOCTHKA
CTaHOBUTCSI KPUTHUECKU HEOOXOIUMOM.
DIIeKTpoKaparorpaMMbl MHOTHX TIalleH-
ToB ¢ LQTS 00bIUHO He MpeAcTaBIsIIOT TPY/I-
HOCTEeil B MHTeprnpeTalyu. YIJUHEHUEe UHTep-
Bajia QT He orpaHMYMBAETCS TIPOCTO TPOJJIe-
HUEM peToJIIpu3alnu XeayaoukoB. 3yoerr T
MMeeT HECKOJIbKO MOPGOJIOTMIECKUX TaTTep-
HOB, KOTOpBIE IOJDKHBI JIETKO MIASHTU(UIII-
POBaThCSI HA OCHOBAHUU KIIMHUYECKOTO OIIbI-
Tta. X clloXXHO ompeneauTh KOJIUYECTBEHHO,
HO OllIeHKa UX MOpP(OJIOTMU OYEeHb CYIIECT-
BEeHHa I AMarHocTuku. Kak rmpaBuio, yem

OpI/Il"I/IHaJIbHI)Ie CcTaTbH

nnutenabHee uHTepBas QT, Tem BbIIe PUCK
Pa3BUTHUS 37TOKAYECTBEHHBIX ApPUTMUI, 1 MHO-
TOYHCJICHHBIC JaHHBIC YKa3bIBAIOT Ha TO, UTO
npu QTc 6onee 500—550 Mc cylIeCcTBYET onpe-
JeJIeHHOE yBeJImdeHne pucka |3, 29].

Huarnoctuka LQTS 6a3zupyercst Ha ocHO-
BaHUM xapakTepucTuk IDKI, KImHUYecKux
MPOSIBJICHUI, MHIAUBUIYAJIBHOTO U CEMENHO-
ro anamHe30B. B 1985 . P.J. Schwartz npemio-
KWJI TUaTHOCTUYECKNE KPUTEPUM BPOXKIEH-
Horo LQTS, koTopsle B IociieayoeM u3Me-
HsUTUCh. B HacTosiee BpeMs IJIsT ITOCTaHOBKH
auardHo3a BpoxuaeHHoro LQTS pexomenmy-
I0TCSl IMAarHOCTUYECKUE KPUTEPUHU, TIPEACTaB-
JIeHHbIe B Ta0i. 1 [5, 6].

[IpuHATO MOJaraTh, YTO CaMbIM MOIIHBIM
MnpeauKTopoM Bbicokoro pucka BCC y mauu-
eHToB ¢ LQTS sBasiercst poaoJKUTEIbHOCTh
untepBana QT. B psnge uccnenoBaHuii ObuIM
MoKa3aHbl HECKOJILKO (hakTopoB pucka BCC,
KOTOpPbI€ ObUIM OMpeieSieHbl B MOPSIAKE yObIBa-

Tabnnuya 1

MopguduunposanHas wkana LQTS (HRS/EHRA/APHRS, 2013 r.) [5]
Table 1. Modified scale long QT syndrome (HRS/EHRA/APHRS, 2013 ) [5]

Mpu3sHak

Bann

SnekTpokapanorpapudeckme gaHHbIe *
WHutepsan QT**

> 480 mc

460-479 mc

450-459 MmC (My>X4MHbI)

4-9 MuHyTa BoccTaHoBneHnsa QTc nocne ctpecc-Tecta > 480 mc**

JoxkymeHTupoBaHHasa TdP***
AnbTepHauus 3youos T
[Byrop6uiin 3ybey, T B 3 0TBEOEHUSIX

—_ = N = = N W

YacToTa nynbca B COCTOSHMM MOKOS HUXKE BTOPOro MPOLEHTUAS )19 BO3pacTa 0,5

KnunHunyeckui aHamHe3
OBMOpPOK***

CO CTPEeCCOM

6e3 cTpecca
BpoxaeHHas rnyxorta
CewmeriHbivi aHaMHe3* ***

PoAcTBEHHUKM C KNMHMYECKM onpeaeneHHbiv LQTS

0,5

1

HeobbsicHMMas BHe3anHas cepaedHasi cMepTb Yy 6mkanllero poacTBeHHnKa 0,5

mnagwe 30 net

MpumeyvaHune. O6wmii Gann ykasbiBaeT BepoATHOCTb LQTS: 1 6ann n meHee — HM3Kas BepOATHOCTb; OT 1,5 oo 3 6annoB — cpenHss

BEPOSATHOCTb; 3,5 6anna n 6osnee — BbiIcokasi BEPOSTHOCTb.

*Mpu OTCYTCTBUM NIEKAPCTB UV HApPYLLEHWIA, KOTOPbIE MOTYT MOBANATL HA 3TW aNeKTpokapanorpaduyieckme xapaktepuctukm; **QTe
paccumTbiBaeTcs rno popmyne basertra, rae QTc = QT/VRR; ***Baanmoncksiioyaoiime; ****OayH 1 TOT Xe Y1eH CEeMbU HE MOXET ObITb

nepecynTaH geaxagbl.
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Hus BeaunuuHbl, BKItovas LQTS ¢ yBenuueH-
HbIM uHTepBajioM QTc (QTc > 550 mc), aHam-
He3 CepIeYHBIX COOBITHI (0OMOPOKHU WUJTH TIpe-
JOTBpallleHHasl octaHoBKa cepaua), LQTS3,
KeHckuii o, LQTS2 u 6pagukapausi.
OTtkpeITHE (haKTa, YTO pa3IMdyHbIC BapuaH-
Tl LQTS cBsI3aHbI ¢ reHaMU, KOAUPYIOLIUMU
pa3Hble CyOBeIMHUIIBI MOHHBIX KAHAJIOB, OKa-
3aJ10 KPUTHYECKOE BIMSTHUE Ha AUATHOCTUKY,
aHaJIn3, CTpaTU(UKALIMIO pUCKa W JIeYCHHE
nauueHToB ¢ LQTS. KnuHuuyeckue mnaHHbIe
BBISIBWIN DPa3IndHble (haKTOPHI pHCKa, CBSI-
3aHHBIE C pa3auyHbiMK reHoturnamu LQTS
[20, 30, 31]. CoBpeMeHHas mpoduaakTUuIeC-
Kas Tepanus 6oabHBIX LQTS ¢ menbio cHke-
HUsl yacToThl 0OMopokoB 1 BCC BkitouaeT
0eTa-010KaTOpbl, UMILJIAHTUPOBAHHBIE Ae(U-
OPWIIIATOPHI U, PeXe, JICBOCTOPOHHIOK CHM-
MaTUYECKYIO TaHIJIMOHIKTOMUIO.

Marepuan u MeTOAbI

Beimn cobpanbl meMorpaduueckue maH-
HbIE, CEMEVHBIA aHAMHE3, KITMHUYECKUE TTPO-
SIBJICHUSI Y JE€TEH C BPOXICHHBIM YIJMHEH-
HbIM uHTepBasioMm QT. PaccmarpuBaeMbie xa-
PAKTEPUCTUKHM TTALIMEHTOB BKJIIOYAIM MO,
BO3pacT Ha MOMEHT ITOCTAHOBKM IMarHosa,
HaJn4yue Wi OTCYTCTBHME OOMOpOKa, CyI0pO-
I'M, OCTAaHOBKY cepaua. Belam paccMOTpeHBI
JaHHbIE CTAllMOHAPHBIX WMCTOpUN OO0JIE3HU
n am6ynaTopHbIx KapT BOJKB Ne 1.

ITarrepunl OKI u KIMHUYECKUE XapaKTe-
PUCTHKM ObUTM MPOaHAIM3UPOBAHBI B MOMEHT
YCTAaHOBJIEHUSI ITMArHo3a M KOHTPOJMpPOBa-
JIUCh C BO3pPacToOM y AeTeil ¢ BPOKICHHBIM
CUHJAPOMOM YIJIMHEHHOro uHTepBaia QT
B nepuoa ¢ 2013 mo 2020 r. JuarHoz LQTS
U onpeaeseHue MPoaoLKUTEIbHOCTU MHTEP-
Basia QT ObLIM OCHOBaHbBI HA OLIEHKE NETCKO-
ro xkapauojora BOJIKB Ne 1, Bmaxgeroiiero
(byHKUIMOHABHON AMArHOCTUKOM, U BpPauoM
(byHKIIMOHANBHON JUATHOCTUKU IPYTUX Me-
OUIIMHCKUX OpTraHu3auuii. JUid MmocTaHOBKU
OKOHYATEJIbHOr0 AMarHo3a HCI0JIb30Bajlach
CHCTeMa OIIEHOK, OITyoJmKoBaHHas B 1993 1.
PJ. Schwartz et al. [27]. BkiloueHHbIe B UC-
cJieIOBaHUE JIETU COOTBETCTBOBAIM JTMArHOC-
tnyeckuM  Kputepusm LQTS  (omeHka
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PJ. Schwartz, A.J. Moss 3 u 6onee). JlaHHbII
MOJXOA aHAJIOTUYEH OIyOJMKOBAHHOMY cCa-
MOMY TIOCJIeAHEMY KOHCEHCYCHOMY 3asiBlie-
Huto skcreptoB HRS/EHRA/APHRS [5].
Mbl 0003HAYMIM COBOKYITHBIA IHMAarHOCTUYE-
ckuit 6amn LQTS, xoTopelii onpeaessicss Ha
OCHOBe KOppurupoBaHHoro mnHtepBaia QT
(QTc), cUMNITOMOB ¥ CEMEIHOT0 aHaMHe3a.

B uccnenoBanue ObL10 BKIOYeHO 13 ma-
LIMEHTOB C YMJIMHEHHbIM MHTepBajioM QT
B Bo3pacTe oT 1 roma 10 15 et — 8 XKeHCKOro
noJia u 5 mykckoro. CpenHuit Bo3pacT namu-
entoB 10,0 (4,0; 13,0) net. CpeaHsisi npoao-
KutejabHOoCcTh MHTepBaia QT y GONBHBIX CO-
crasuna 480,0 (475,0; 520,0) mc.

KinnHuueckre XapakTepUCTUKU MallueH-
TOB ObLIM CIPYNITMPOBAHBI MO HAUIMYMIO WU
OTCYTCTBUIO  KJIMHUYECKHUX  CHUMITOMOB
U TPUITEPHBIM COOBITUSIM. IlalueHThl ObLIU
pasnesieHbl Ha 2 TPYIMIIbl: CUMIITOMHBIE ETH,
Y KOTOPBIX 3apeTUCTPUPOBAHBI COOBITUS (CUH-
KOIl€, CYyIOpPOIU, MPOUCXOSINE B COCTOSIHUU
MOKOSI WIN Harpy3ku, BbI3BaHHbIE alpeHEePru-
YeCcKOW CTUMyJslueil, Hampumep, cTpecc,
du3nUecKre Harpy3ka Wiu MCITYT) WIu cepi-
1ebueHus — 1-5 rpymma; naluueHTbl ¢ BPOX-
JIEHHBIM YUIMHEHHBIM nHTepBajaoM QT — Gec-
CUMNITOMHBbIE — 2-s1 rpynmna. ITauueHTsl 1-i
TPYIIIbl U HEKOTOPbIE MALMEHThI 2-# TPYyMIIbl
ObLUIM MPOKOHCYIbTUpOBaHbl B LleHTpe cHH-
KOTAaJIbHBIX COCTOSTHUI U CEPIEUHBIX aPUTMUI
y neTeil u noapoctkoB degepaabHOrO Meau-
KO-OMoyiornyeckoro areHTctBa  Poccum
(HCCCA ®OMBA Poccumn), pyKOBOIUTENb —
I.M.H., ipodeccop JI.M. Makapon. KitnHuue-
CKMe XapaKTepUCTUKU u gaHHbie DKI mpo-
aHaAJIM3UPOBAaHbI U CPABHUBAIMCH MEXIY JaH-
HBIMU Tpynmamu (Tab. 2).

Bcem meTsaMm mpoBeneHo ¢pU3NKaIbHOE 00-
cJieloBaHUE, BBIMOJHEHbl TOBEPXHOCTHAS
OKI nokos B 12 orBeneHustx, DxoKI, xonre-
POBCKOE MOHUTOPUPOBAHUE.

[MpeanoututenbHbiM 11 aHaiauza DKI
ob10 11 oTBeieHue. OTBeneHue V5 UCIOIb30-
BaJIOCh KaK aJIbTepPHATUBHOE. DJIEKTPOKAPINO-
rpaMMbl ObUIM MPOAHATU3UPOBAHbI PYYHBIM
usMepeHreM uHTepBaia QT ¢ momollblo Me-
ToAa TaHreHca WM KacaTeJbHON K HUCXOMS-
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Tabnunya 2
CpaBHuTeNbHAsA XxapakTepucTuka naumeHToB ¢ LQTS
Table 2. Comparative characteristics of patients with long QT syndrome
Mpun3Hak (cluv?an%yn;I:Se) (68(}‘20Ijl\;ﬁ1¥gl\rlllible) BC(%OO’;/O:)13
n=4 (31%) n=9 (69%)

Bo3pacTt maHudecTaumm cMMmnToMoB/ 4.0 11,0 10,0
NnocTaHOBKa AMarHo3a, roabl
Me (25%; 75%) (1,5; 11,0) (7,5; 18,0) (4,0; 13,0)
MponomKMTenbHOCTbL HabMOAEHUS, 5,0 3,0 3,0
rofbl
Me (25%; 75%) (2,25; 10,0) (1,5; 4,0) (2,0; 6,0)
Wutepsan QTc, mc 560,0 480,0 480,0
Me (25%; 75%)* (490,0; 618,0)* (470,0; 505,0)* (475,0; 520,0)

* YCTaHOBIEHbI CTAaTUCTUYECKN 3HAYNMbIE PA3NNYNS MeXAY rpynnamMun no gavrensHocTn nHtepsana QTc (p=0,049).

mieit 3youa T (MeToauka npeajioxeHa B 1952 .
E. Lepeschkin, B. Surawicz), obecrneunBaio-
UM TMATHOCTUYECKYIO TOUHOCTS [32, 33].
[IpenenpHbIe 3HaYeHUs, OCHOBaHHBIE Ha
95-M 1 99-M NPOLEHTUISIX KOHTPOJIbHOM TO-
IYJISIOAY U 1-M 1 5-M NPOLIEHTUJISIX TallieH -
ToB ¢ LQTS, Obuln ycTaHOBJEHBI HA OCHOBE
METOJla KOPPEKIIMU CEPIEYHOrO PUTMa, BO3-
pacta u niona [26, 28, 34]. B pyuHoM pexume
(puc. 1) olieHMBaIM BPEMEHHYIO IIIKaly Ha
OKIT aist KanuOpoBKY U BIOCAEACTBUU OIIpe-
pensiiu uHTepBan PQ, paurenbHOcTh QRS,
RR-uHTEepBaa/4acToTy cepaeyHbIX coKpalle-
Huii 1 uHTepBal QT B OTMEYEHHBIX KOMILJIEK-
cax B mmummcekyHmax (Mc). MuatepBan QT
ObLT M3MepeH OT Hauvana KoMruiekca QRS no
KOHIIa BOTHBI T ¢ MUCII0JIb30BaHUEM KacaTesIb-
HOro (TaHreHcaJbHOIr0) MeToaa. Bropoii kom-
noHeHT BojHbl T (T2) Bcerma BkiIOUasCs

NHtepBanRR .

B uHTepBasn QT, a BonrHa U Bcerma uckioya-
Jlach U3 aHanu3a uHrepsajioB QT, kpome ciy-
yas1 pedbeHKa ¢ CMHIpoMoM AHAepceHa— TaBu-
na (LQTS7), roe omnpeneisiiuch MHTEpPBasbl
QT u QU mo oOlenpuHSTHIM TapaMeTpam
[35]. Konen BoaHbl T MeTOmoM moOCTpoeHUs
KacaTeJbHOM JMHUU ObLT OIpeaeeH KaK TOU-
Ka, B KOTOPOW KacaTejibHas JIMHUS K CaMOM
KPYTOM KOHEYHOW HUCXOAAIIEW TEPMUHAIU
BoJIHBI T mepecekaercsl ¢ U302JIEKTPUIECKOMI
0azoBoii uHuel. M3oanekTpuyeckas JUHUS
ObLIa MoJyyeHa MyTeM COeAMHEHUs] cerMeHTa
TP (cermeHT Mexay BosHOK T u BojHOiT P)
KOMILIEKCa, B KOTOPOM M3MEPSIICS MHTEepBaJ
QT, ¢ cermenToM TP mpeapiayiiero KOMIIeK-
ca. MHtepBan RR Mmexny usmepeHHbIM QT
U npenblaymuM Komruiekcom QRS ObL1 uc-
MOJIb30BaH 17151 oJyyeHus uHTepsaia QTc mo
dopmynne H.C. Bazett [36]. Ouenka LQTS

Il oTBeneHne nnn Vs:

Wutepsan QT

TaHreHc

OkoH4aHune QT

QTc=QT/VRR (c)

Puc. 1. Meroauka pyuyHoro usmepenus uarepnaia QT

Fig. 1. Manual measurement technique of QT interval
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ObLIa ornpeaeeHa B COOTBETCTBUU C TMArHOC-
TnyeckuMu Kputepusimu LQTS, omvcaHHBI-
MU paHee. JIMarHOCTMYECKHE KpPUTEPUU
Bkaouanu uHtepBan QTc (450 mc), kKak Mu-
HUMYM 1 CHMOTOMHBINA 3mu301 (HampuMmep
Opanvkapausi, cepalueOueHe, CUHKONE) WIN
cemeitHbIit aHaMHe3 LQTS.

Oxokapauorpadusi MpoBOAWIACHE TI0 00-
MIETPUHATON METOIMKE C 1IeJIbIO BBISIBICHUSI
CTPYKTYPHBIX aHOMAJIUI1 B CepIIe. XOJITEPOB-
CKO€ MOHMTOPHMPOBAaHNE BBIITOJIHSIIA COTJIac-
HOo HanroHa/IbHBIM pOCCUMCKIM peKOMEH 1A~
uusm [37].

[eHoTunMpoBaHWe M KOHCYJIBTALIUS TeHe-
THKa BBITTOJTHEHBI B JJaO0OpaTOpUM MEOUIIMH-
CKOIt reHeTUKM Poccuiickoro HayqIHOTO IEHT-
pa xupyprum uM. akagemuka b.B. Iletpos-
ckoro B mepuon ¢ 1998 mo 2017 . Mertox
MPpSIMOTO CceKBeHUpoBaHMsI 1Mo CaHrepy ObLI
WCTIOIB30BaH ISl TTOCIeN0BaTEIbHON WIEH-
TUGUKALIMUA  TeHEeTUYEeCKUX  BapUaHTOB
KCNQI u KCNEI. CekBeHUpOBaHUE BCETO
sk3oma (WES) ucnonb3oBanu ajs uaeHTUGU-
KallMy BapUaHTOB BCEX IPYIMX M3BECTHHIX T'e-
HoB LQTS: KCNQJ, KCNEJ, KCNE2,
KCNE3, KCNJ2, KCNH2, SNTAI, SCN5A,
SCNI1B, SCN3B, SCN4B.

HeTsiM, KOTOPBIX TEepBOHAYaJbHO O0CIIe-
IOBaJM U JICYMIM B HEBPOJIOTMIECKOM OTHE-
JICHNUY, OBUIM BBIIOJIHEHBI 3JIEKTpO3HIeda-
jorpadpuss 1 MarHUTHO-PE30HAHCHAS TOMO-
rpadusg TOJOBHOTO MoO3ra M JApYyrue
HCCJIeOBaHMs, TT0 HEOOXOIMMOCTH OHU ObLIN
KOHCYJIBTUPOBAHBI CYyPIOJIOTOM.

Cmamucmuveckuii anaaus

OnucaTenbHylO CTAaTUCTUKY U CpaBHU-
TeJIbHbII aHAJU3 JaHHBIX BBIIOJHSIJIU C UC-
0JIb30BaHMEM cTaTUCcTUYecKoro Imakera IBM
SPSS Statistics, Bepcust 22. KonuuecTBeHHBIE
MPU3HAKW TPEACTABJIEHbl B BUJE MEIUAHBI
W MHTEePKBAPTUJILHOTO pa3Maxa (25-if u 75-i
npoueHTuIn). CpaBHEHUE KOJUYECTBEHHBIX
nokasarejieil Mexay ABYMsI He3aBUCUMbBIMU
rpynIiaMy OCYIIECTBISUIOCH C UCTIOIb30BaHU -
eM Kputepusi ManHHa—YutHu. Pazanuusa
MEXJy TpymnIaMu CUUTAIUCh CTaTUCTUUYECKU
3HauuMbIMU Tipu p<0,05.
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Pe3yabraTsl

HccnenoBanue nipeactaBiisieT coboit 0030p
OTIENIbHBIX KJIMHUYECKMX ClIydyaeB mAeTei
C BPOXIEHHBIM YIJWHEHHBIM WHTEPBAJIOM
QT B BOAKDB Ne 1.

B 1-i1 rpynme 6bu10 4 CUMIITOMHBIX MallU-
€HTa, U3 HUX 2 MY>KCKOTO Tojia U 2 — KEHCKO-
ro. ¥ 3 geteii ObLI BBISIBIICH 9KCTPEMaTbHO Y-
JuHeHHbI uHTepBal QT — cebiue 600 mc,
U3 HUXy 1 pedbeHKa ObLI TMarHOCTUPOBAH CUH-
npowm JIxxeppeia—Jlanre-Hunbcona (LQTSS)
Uy 1 — reHeTHUYeCKM NOATBEPKACHHBINA CUHII-
pom Angepcena—Tasuna (LQTS7). HauGonee
3JI0KaYeCTBEHHOE TeueHHUe 3a00JjieBaHUSI Ha-
omonanoch y pedeHka ¢ JLNS, nepBbIit cuH-
KOIMaJbHBIN 3MU30#4 OB 3aperuCTpUpOBaH
B Bo3pacre | roga. Bo 2-1o rpynny ObLIM BKJIIO-
YeHbl 9 nmareHToB: 3 00JIbHBIX MYXKCKOTO MO-
JIa ¥ 6 3KEHCKOTO T0J1a. BBHISIBICHO CTaTUCTH-
YeCKM 3HAUMMOE pas3inyue MPOJOKUTEIbHO-
ctu uHTepBaia QT Mexmy rpymnmamu (Tadir. 2).

Bce naimyeHTsl 1-il rpyIminbl epBoHaYalb-
HO 00C/IeIOBAJIUCH U JICUUJIUCh B HEBPOJIOTH-
YECKOM OTACJIEHWM C IMarHO30M SIWJIENCHS,
TaK Kak IMepBbIMUA CUMIITOMaMMW y HUX ObLIU
CUHKOITAJIbHBIE COCTOSTHUS, COITPOBOXKAABILIN -
ecs1 cynoporamu. M3 Hux 3 gereil ObUIM TeHO-
TUTT-TIO3UTUBHBIMU — BBISIBIIEH 1 MOJIEKYIISIp-
Ho-reHeTuueckuii BapuaHT LQTS, cuHKo-
NaJbHbIE COCTOSIHUS Y HUX BIIEPBbIE BOZHUKIIU
B Bo3pacTe 3—5 JIeT, CpeaHsIsl MPOIOIKUTEIb-
HocTb uHTepBaia QTc coctaBuia 56045 Mmc.

Y 1 manueHTKu (1eBOYKU 3 JIeT) AMarHoc-
tupoBaH JLNS, cuHKoMalbHBIE COCTOSTHUS
MaHUbeCcTUpoBaIu B Bo3pacte 1 roma, ¢ 3Toro
MOMEHTAa OHa Habjrojanach y HeBpoJjora.
CUHKOITaJIbHBIE COCTOSTHUSI peLIMINBUPOBAIN
B JHEBHOE BpeMsl Ha (hOHE aKTUBHBLIX MIP
u sMmoumit 1o 3—4 pa3 B roa. B Bo3pacre 3 ner
KOHCYJIbTUpOBaHA JETCKUM KapAUOJOTOM
n cypmororom BOJKB Ne 1, ycraHoBimeH
nuarHo3 JLNS, ynauHenHsblid uHtepBan QT,
PEeUMAUBUPYIOLINE CHUHKOIAJIbHBIE COCTOSI-
HUsI, NBYCTOPOHHSISI BPOXIEHHAs HelpoceH-
copHast tyroyxoctb IV ct. Ha DKI' mnokos:
opamukapousa — YCC 75 yn/MuH, MHTepBa
QTc 624 mc, rny0boKMe OTpULIATEIbHBIE BOJHBI
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Puc. 2. OKI nokos pebenka 3 yet ¢ cuHapomom JIxepsena—Jlanre-Hunbcena. Yuimnenue QTc no

624 Mc, OpanuKapaus, albTepHaINs BOJIHBI T

Fig. 2. Resting ECG of a 3-year-old child with Jervell—Lange- Nielsen syndrome. QT¢ prolongation up to 624 ms, brady-

cardia, T-wave alternans

T Bo Bcex OTBeIEHUSIX, BEIpaKeHHasl aJlbTep-
Hauus T oT ¢1a0o0 MoJIOXKUTEIBHOTO 10 IIy00-
KOTO OTPMIIATEILHOTO B 4—5 TIOCIea0BaTe b-
HBIX LIUKJIaX (puc. 2).

Y CUMIITOMHBIX IeTeli CpeaHIi OaI 110 KpH-
tepusim P.J. Schwartz (2009 1) cocrasun 6 [7].

Cungpom JLNS — 3T0 peakoe ayrTocOMHO-
pelieccCuBHOE 3a0o0JjieBaHUE, XapaKTepu3ylo-
1eecs IByCTOPOHHEN HEMPOCEHCOPHOM TYTro-
YXOCTbIO U JJIUTEIbHBIM HHTepBajioM QTc
(6onee 500 mc), KOTOpoe MOXKET MPUBECTU

K Bo3HUKHOBeHU1o TdP u BCC. BT1o onuH u3
Haubosiee HeOJAronpUsITHBIX TMOATUIIOB Ha-
cnenactBeHHOro LQTS, compsskeHHBINH ¢ BBI-
cokuM puckom BCC B paHHem Bozpacte [9].
Ilo pa3HbIM maHHBIM, TIpelIojaraeMasl pac-
MPOCTPAHEHHOCTh CcOCTaBisieT 1:6—8 MIIH.
bonbHOI1 OblIa Ha3HaueHa Tepanus OeTa-a-
pEeHOOJI0KATOPOM C DBJeBaliueil J03bl 10
2 mr/kr. OqHaKo ObUIO OYEBMIHO, YTO MOHO-
KOMITOHEHTHOI Tepanmuyd B JaHHOM CJIydJae
OyzmeT HeIOCTaTOYHO.
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YuursiBasg ciabbiii 2HEeKT MpOoBOIMMON
MeIUKAMEHTO3HOM Teparuu, BHICOKHME II0-
TeHMaabHble pucku BCC, pebeHOK ObLI
koHcynbTHpoBaH B LICCCA ®MBA Poccnu
npodeccopoM, aA.M.H. JI.M. MakapoBbsiM
M HampabjieH B HayuHo-umccienoBaTeabCKuii
KJIMHUYECKUI MHCTUTYT NeAuaTpuu UM. aKa-
nemuka lO.E. Bensrumiesa. B Bo3pacte 4 net
MaIMeHTKe C LeTbIO TIEPBUYHON MPOGUIaKTH-
ku BCC, coryiacHo pekoMeHaaluusiM, ObLT UM-
IUIAHTMPOBAaH KapArOBepTep-aeduOpriuIsITOp.

V nauuentku ¢ cuaagpomom RWS B Bospa-
cTe 3 JeT BOepBble MaHUMECTUPOBAIU M-
TeJbHbIe (HECKOJIbKO MUHYT) CMHKOMAJIbHbIE
COCTOSTHMSI, COIpOBOXnatomuecs auddys-
HBbIM LIMaHO30M, cynoporamu. Ha OKI nokos
nHTepBan QTc cocraBisin 564 Mc, oTMEYaINCh
rnyookue oTpunarelibHbie BoJaHbI T Bo I,
V4—V6 oTBeneHUsIX, ajbTepHalus 3yOra
T. IIpy reHeTMYeCcKOoM o0OCJIeIOBAHUU BbI-
gBjeHa TaToreHHass wmytanusa p.G589D
(GLY589ASP; OMIM: 607542,0029) B retepo-
3UroTHOM coctossHuu B reHe KCNQI, xapak-
TepHast I 1-ro MOJIEKYISIPHO-TEHETUIECKO-
ro BapuaHta LQTS. MucceHc-MyTanus
p.G589D o3HavaeT 3aMeHy TJIMIIMHA Ha acla-
pParmHOBYIO KHMCJIOTY B TTO3ULIMHU (KogoHe) 589
B 1tMT0301bHOM C-TepMuHanu. JlaHHass MyTa-
uust B reHe KCNQI1 (KCNQ1-Fin) BnepBbie
ob1a upeHtuduuuponaHa K. Piippo et al.
B 2001 r. y ¢oMHCKUX OOJBHBIX C (DEHOTUIIOM
JLNS 1-ro Tumna B roMO3UTOTHOM COCTOSIHUU
1 y TTareHToB ¢ ¢eHoTurioM RWS B retepo-
3UTOTHOM cocTossHuu [27]. WccaepoBatenu
NPULLIK K BeIBOMY, yTo MyTauus G589D ot-
MevaeTcs B 30% cirydaeB y UHCKMX OOJIBHBIX
C CHHIPOMOM YmIMHeHHOro uHrtepBama QT
1 MOXET OBbITh CBfI3aHA KakK ¢ (peHOTUNaMu
cuapoMa Pomano—Yopna, tak u Jxkepsei-
na—Jlanre—HunbceHna. B psige uccnenoBaHuii
ObLIO MOKa3aHO, YTO Haubosee Hebsaronpu-
STHOE TeyeHue ¢ BbicokuM puckom BCC xa-
PaKTepHO ISt OOJIbHBIX C MYTALIUSIMU B TeHE
KCNQI B TpancmemOpaHHoi u C-TepMu-
HaJIbHOI 00JIaCTSIX, IIPY 3TOM TTOKa3aHa BBICO-
Kast 3¢ GeKTUBHOCTh OeTa-aApeHO0I0KATOPOB
y oTuX namueHToB [38, 39]. OTUM 1 00BSICHS-
eTcsl MaHM(eCcTalusl CMHKOIATbHBIX COCTOSI-
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HUIi y pebeHKa 1 arpeccuBHoe TedyeHue LQTS.
Taxke obHapyxeHa 3aMmeHa p.Q107H B sTtom
K€ TeHE B TeTePO3UTOTHOM COCTOSTHMU. laH-
Hast MyTallisl pacriojiaraeTcs B TOMEHe AaTyu-
ka HanpskeHuss KCNQIlo-cyobeanHUIbI
¥ WHTEPIIPETUPYETCS KaK «BapUaHT HEU3BECT-
HOTO 3HAYCHUSI», POJIb B AUCMYHKILINM KaHaia
B HacTogllee BpeMsl aKTUBHO u3ydaercs [40].
ITpoBomuTCS TIOCTOSTHHAS Tepanus OeTa-aape-
HOOJIOKATOpOM, KOTOpasl oKazajlach KpaiiHe
a¢ppexkTuBHa. Ha (oHe JleueHUs1 CUHKOIAIb-
HbIE COCTOSIHUSI HE PETUCTPUPOBAINCH YKE
B T€UEHUE MOCASAHUX S JIET, YTO COOTBETCTBY-
eT JaHHBIM JIUTepaTypbl. Hamuuue yacThIxX Ts-
JKEJTIBIX JIUTEJIbHBIX OOMOPOYHBIX COCTOSTHUIA
y peOeHKa CTajio MpSIMBIM TTOKa3aHMEM ISt
npuoOpeTeHns] Hapy>KHOTOo AepuOpuLIsiTOpa.

VYV naumenta 8 net ¢ cungpomom RWS cunko-
IMaJbHBIE COCTOSIHMS C KPAaTKOBPEMEHHBIMHU CY-
JIoporaMyu MaHU(ECTUPOBAIA B BO3pacTe 8 JieT,
0OJIbHOU BIEpBbie ObLI TOCHUTAIU3UPOBAH
1 00C/IeToBaH TakKe B HEBPOJOTMUYECKOM OTIe-
mennn BOJAKB No 1 B ¢BA3M ¢ CYTOpOXHBIM
cuHapoMoM. Tak kak Ha ctanmaptHoi DKI mo-
KOs ObUI BBISIBJIEH YIUIMHEHHbBI WHTEpBal
QTc — 495 Mc, mauMeHT ObLT KOHCYJIBTUPOBAH
IeTCKUM KapmuonoroM. HasHayeHa cranmapr-
Has Tepanus 6eTa-anapeHo0I0KaTOpoM, KOTopast
0OKazajach HeIOCTaTOYHO 3 (PeKTBHA, CUHKO-
IMMaJIbHBIC TTAPOKCU3MBI TIPOIOJDKAIA MaHU(ec-
TUpOBaTh. [eHeTHMUeCKoe 00CIe[oBaHKEe HE MPO-
BoAWIOCh. IlalMeHT ObL1 KOHCYJIBTUPOBAH PYy-
kopomurenem LICCCA ®MBA Poccun a.m.H.,
npogeccopom JI.M. MakaposbiM. B 10 et na-
LIMEHTY OBUI MMIUIAHTUPOBAaH KapaMOBEpTeEp-
neduodpusitop. Ha ¢oHe kKoppekuuu odpasa
>KU3HM, (DU3UYECKOIN aKTUBHOCTU, MEIMKAMEH-
TO3HOI Teparnuu COCTOSIHUE TTalleHTa CTA0WIH -
3upoBaiock. Ciaydyau cpabaTbIBaHUST Kapauo-
BepTepa-nepuOprLIsITOpa KpaitHe peaKu.

Y manuenrta 13 jieT ¢ reHEeTUYECKU MOMI-
TBEPKICHHBIM ITUAaTHO30M CHHAPOM AHIEP-
ceHa—TaBuna (CAT) tunuuynsiMm BDKI-mar-
TepHOM OTMEYaJIMCh CHHYCOBas OpamuapuT-
MMsI, BhIpaxkeHHas BojiHA U ¢ XapaKTepHBIM
nepexonoMm BosiHbl T B U, yminnenue QTc 460
Mc 1 uHTepBasioM QUc 647 Mc, Kenymo4Ko-
Basl TaXUKapAMsI, 9KCTPACUCTOIINS.
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CunapoMm AHaepceHa—TaBusia, Kiaccu-
duumpyemsiit kKak cuHapoM LQT 7-ro tuma
(LQT7), gBngercss penKuM MYJIbTUCHCTEM-
HBIM 3a0o0JjieBaHMEM, CIOPAIUYEeCKUM WA
HacJIeIyeMbIM II0 ayTOCOMHO-IOMUHAHTHO-
My tuny [41, 42]. Myrtauuu, BbI3bIBAIOIINE
CAT, nexat B reHe KCNJ2 (perucrpaiyoH-
Hblt HoMep GenBank NM_000891.2), uuro-
reHETUYECKOE MECTOIIOJIOKEHNE — XPOMOCO-
ma 17q24,3, KOTOpbIiA KOAUPYET O-CyObean-
HuLy KajaueBoro KaHajia Kir2.1, KOMIIOHEHT
PeIoJISIpU3YIOIIero ToKa Kanus ly; Kapauo-
muouuta [19, 43]. Myrauuu KCNJ2 BbIsB-
nsoTes y 60% mnanyeHToB ¢ JAaHHBIM CUH/I -
pomoMm. CAT xapakTepusyercs KIMHUYECKOM
TPUAON: XKEJIYyIOYKOBasi apuUTMUs, TEpPHO-
OIWYECKUI Tapajind WM MBIIIeYHasT cjia-
00CTb, BBIPaXEHHBIN IUCMOPGU3M Ul
U cKejeTa ¢ U3MEHUYMBOCThIO ¢heHOTMIIA [19,
41, 42]. Cepaeunsbie nposiBneHust CAT Bkiio-
YaroT YacThle TTOTUMOPQHBIE XKeITyI0UKOBBIC
3KCTPAaCUCTONBI, YIIUHeHNe uHTepBata QU,
BhIpaxkeHHbIe U-BOJIHBI U OCOOBII THII TIOJIH -
MOpP®HOI XKeTymOoUYKOBOW TaxuKapauum —
TdP.

V nanuenTtoB ¢ CAP L. Zhang et al. onuica-
JIM aHOMaJIbHYI0 3aMeTHYI0 U-BOJIHY U yBEJIM -
yeHHbI uHTepBa QT—U, HO He yIJIMHEHue
uHtepsaia QT [35]. OHu nokazanu, 4YTO aHO-
MasibHag BoiHa T—U mpucyrcrBoBana y 91%
nauueHToB ¢ Mytauusmu CAT-KCNJ2. Dtu
HapylIeHUs BKIOYAIN: YIIUHEHHYIO KOHEY-
HYIO0 4acTh 3yOua T, BbISIBASIEMYIO TIPUMEPHO
B 70% caydaes; 1mmpokuii T—U-BoJHOBOI
nepexon — B 43% cnydaes; nByxdasHyio U-
BOJIHY — B 16% ciy4aeB; 6osbiiryio U-BoJHY —
B 73% ciydaes.

[Tauuent, 14 neT, BriepBble KOHCYJIBTUPO-
BaH AeTckuM Kapauoaorom BOJKB Ne 1 mo-
cJle TeHEeTHYEeCKOro oOCeIOBaHUSI U BBISIB-
JICHHOII XapaKTepHOM MyTallMd B TeHeE
KCNIJ2, kogupyrolieM KaJlueBblii KaHaa Kap-
JUOMMOLIMTOB U IIOIIEPEUYHON MYCKYJIaTypBhl.
B HeBposornyeckom oTAeIeHUN HAOII0AAICs
1 JISYUJICS B TeUeHUE 2 JIET ¢ AUaTHO30M «ITe-
pPUOAMYECKUI mapajny (TUITOKaTueMUIecKast
¢opma). CupuHroMueaust IeUHOro U rpyi-
HOTO OTHe0B crmuHHOro Mo3sra». Ha 9KI mno-

OpI/Il"I/IHaJIbHI)Ie CcTaTbH

KOs1 BbISIBIsSIeTCsl TUIMYHBIN DKI-marrepH,
CHHYCOBas1 OpamuapuTMus, YIJIUHEHHBIN WUH-
tepBast QTc 490 mc, BeIpaxeHHas BojgHa U
C XapakTepHbIM TiepexomoM BosHbI T B U
u narepsBasioM QUc 647 mc (puc. 3).

XKamoO6bl Ha BBIPAaXKEHHYIO MBIIICIHYIO
cJ1aboCTh, cepaledreHue. TolbKo y 3Toro mna-
LIMeHTa Mpu IpoBeaeHuu XM 3aperucTpupo-
BaHa XapaKTepHas HeyCTOMYMBast TTOTMMOpd-
Hasl XeJyIouyKoBasi TaxuKapausi, 3KCTPacuC-
Toaust (puc. 4).

VY nmauuveHTa oTMevaaub YIOPHBIA MUOT-
JIETUYECKUM CUHAPOM C IIOCTOSTHHOM ¢J1ab0-
CThIO B MBIIIIAX HOI, HEBO3MOXHOCTbHIO
IIPUCECTh, TMPOBOLMPYEeMble HE3HAUYUTENb-
HOM (u3MUecKoll Harpy3kKoi mapoKCU3Mbl
pe3Koii ¢1ab0CTH, HACTOJIIBKO BHIPAXKEHHOM,
4YTO peOeHOK 0 3 CYT He MOT BCTaTh C IIOCTe-
Ju. B Ounoxmmuueckux mokasaTessiX KpOoBU
BO BpeMs OJJHOTO TTapOKCH3Ma B CTallMOHape
BBISIBJIEHA TUITOKAIUEMUs OO 2,5 MMOJIb/I.
Hnsa yrouHeHUsT OpMbI TaHHOTO CUHApPOMA
IMallMeHT ObUI KOHCYJIBTUPOBAaH MEIUIIMH-
CKMM Te€HETUKOM, IPUHSTO pellIcHUEe O M-
IUKO-TeHEeTUYeCKOM obOcienoBaHun. B mae
2019 r. 6b1u ToayuyeHsl gaHHbie JIHK-aHa-
JM3a KpoOBHW IO maHenu «HacnmemcTBeHHBIE
Muoriernv» (LleHTp MOoJeKyasIpHOil TeHe-
TuKH, I. Mocksa) ot 13.12.2018 r.: BeIsIBIIEH
BapuaHT HYKJICOTHIHOM ITOC/IeTOBAaTEIbHOC-
™ B 9k30He 2 reHa KCNIJ2 (Chrl7:
68171379C>T) B reTepO3UrOTHOM COCTOSI-
HuM, paHee onucanubiil G. Andelfinger et al.
kak matoreHHbld (CMO022029), npuBoas-
LW K 3aMeHEe aMUHOKUCIIOTHI B 67-M MOJIO-
xeHun Oenka (p.Arg67Trp, NM_000891.2)
[19].

MucceHnc-myTtaiuu B reHe KCNJ2 B rere-
PO3UTOTOHOM COCTOSTHUM OTTMCAHBI Y TallMeH-
TOB ¢ cuHapoMoM AHaepceHa (OMIM:
613980) 1 cMHAPOMOM KOPOTKOI'O MHTEpBaia
QT 3-ro tTuna. TunuuHoOI Tpuagoil y pebeHKa
SIBJSAMCh BHEIIHUE aHOMaIuu AUCMOP-
¢orenesa (IIMPOKO TOCTaBJIEHHBIE TIJa3a,
IIMPOKas MEPEHOCUIIA, TUTIOTIIA3UsI HIKHEH
yemoctu, cuHpaktuaus 11 n 111 nanples Hor,
CKOJIMO3 U Ap.) (pUcC. 5), MUILIETUs C Iapo-
KcuzMaMu pes3koil muormeruu, DKI'-mar-
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Puc. 3. 3neKTp0KapuMorpaMMa ITOKOST pebeHKa 14 set ¢ CAT (myrauus B rene KCNJ2 p.Arg67Trp). Or-
YeTJIMBO BUIHA BbICOKO amIuiuTyaHas BoiHa U B otBeneHusx V2—V4. Yuiunenue Q—Uc 1o 647 mc

Fig. 3. Resting electrocardiogram of a 14-year-old child with Andersen—Tawil syndrome (mutation in the KCNJ2 gene
p.Arg 67Trp). A high-amplitude U wave is clearly visible in leads V2—V4. Prolongation of the QUc interval up to 647 ms

CuHycoBbIl pUTM. PyNnoBbIe XenyaoykoBble nonnMopdHbie akcTpacuctonel (11 des 21:59:20
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Mpumep aputmum ¢ HCC ot 113 go 121 ya/mMuH.
Bcero: 3 (meHee 1 B yac). IHem: 3 (MeHee 1 B yac). Houbto: HeT.
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Puc. 4. ®parment DKI Bo Bpemst nposenennsi XM pebeHky 14 et ¢ CAT. Heycroituusast moaumMopd-
Hasl XeJIyT0uKOBas TaXuKapaust

Fig. 4. The electrocardiogram fragment during Holter ECG monitoring in 14-year-old child with Andersen— Tawil syn-
drome. Unstable polymorphic ventricular tachycardia

TepH. Tepanusi, mpoBoAuMasl TALIMEHTy, BETCTBYOLIAs 2—5-My nepueHTuIo [34], yko-

BKJIIOYAJIa Mpernaparbl Kajius, aleTo30JaMuI
U 6eTa-aapeHo0bJI0KaTOP.

Y Bcex mauueHTOB 1-i1 rpymnmbl Ha DKI
BBISIBJISLIMCh CUHYCOBasl Opaaukapausi, COOT-
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pouenue naTepBasa PQ — 0,1 £+ 0,026 mc.
ITpu BhINIOTHEHUU 2XOKapaAuorpaduu y ae-

Teit B 1-i1 Tpymnme (CUMIOTOMHBIE TMallMEHTHhI)

nedekT MeXIpeacepaHOl Meperopoaky ¢ He-
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Puc. 5. Pe6enok 14 net ¢ CAT (mytauust B rene KCNJ2 p.Arg67Trp). I1pusHaku aucmopdoreHesa:

a — TUNOIIA3Usl HUXHEN YEJIIOCTU, HU3KO MMOCAKECHHBIC YIIIHN, IIIUPOKasd NMEPeHOCU1Ia, 06— KIMHOAKTUIUA, 6 — CUHIAKTUIINA 11

u 111 manbueB crymHeit

Fig. 5. A 14-year-old child with Andersen— Tawil syndrome (mutation in the KCNJ2 gene p.Arg67Trp). Signs of dysmor-

phogenesis:

a — mandible hypoplasia, low-set ears, broad nasal bridge; b — clinodactyly; ¢ — syndactyly of the second and third toes

3HAYUTEIBHBIM 00BEMOM LIYHTUPYEMOI KPOBU
0e3 muIaTaluy MpaBbIX KaMep cepaiia U HOp-
MaJbHBIMU TTOKa3aTeJsSIMU PacyeTHOTO JaBJie-
HMSI B JIETOYHOM apTepUU BBISIBJICH TOJBKO y 1
nanuenta ¢ JLNS. YV npyrux neteii 31oii rpyn-
Il CTPYKTYPHBIX U3BMEHEHUI B ceplle He 00-
Hapy>XeHO.

XO0JITEpOBCKOE MOHUTOPUPOBAHUE, BbI-
TTOJTHSIEMOE B CTallMOHApe U B aMOYyJIaTOPHBIX
YCJIOBUSIX, TTO3BOJIMJIO 3apErMCTPUPOBATh I10-
JIUMOP(HYIO XKEIYIOUYKOBYIO 3KCTPACHUCTO-
JIMIO U HEYCTONYMBYIO MOJMMOPGHHYIO XKeTy-
JIOYKOBYIO TaXMKapAWUIO TOJBKO Y OJHOTO pe-
oenka ¢ CAT B 1-ii rpyre.

Bo 2-10 rpyniy ObLIM BKJIFOYEHBI 0€CCUMIT-
TOMHBIE TALIMEHTHI (N =9) C yIUIMHEHHBIM UH-
tepBajioM QTc. CpegHuii BO3pacT HA MOMEHT
yCTaHOBJEHUS aMarHosza coctaBua 10,0
(4,0; 13,0) mer. M3 HuX nBoe 3aHUMAJIUCH
B CIIOPTUBHBIX CeKIMsIX. Bo Bcex ciydasx au-
arHo3 yCTaHOBJIEH NETCKUMM KapauoJoTaMH
BOJKB Ne 1, torma kak mpu mpopuiakTH-
YECKUX OCMOTpax HeTeil B IIKOJAaX U IPYIHX
MEIULIMHCKMX OpraHu3auusix ymimHeHue QT
Ha DKI He ObLIO BBISIBJIEHO.

Y OosbmiMHCTBA OECCUMIITOMHBIX NE€TEN
2-i1 rpynmnbel uHTepBan QTc He mpeBbIIIaN
500 mc, y 6 gereit coctaBui 6osiee 480 mc, co-
BOKYIHBIK Oaynn mo wkane P.J. Schwartz
et al. — 6onee 3. B aT0ii rpyIne npesajiupoBa-
JIM TIaLIMeHTHI XKeHCKOro noja — 5 (tabi. 3).

Cpenu 3TUX AeTeil MOXHO BBIICIUTH Ta-
LIMEHTKY C 3KCTpeMaJIbHO YIJMHEHHBIM WH-
tepBasioM QTc, KOTOPOIT B HACTOSIIIEE BPEMsI
8 jer, 6e3 Xanob0 U 3aperucTpUpPOBAHHBIX
CepACYHBIX COOBITUI. YIIIMHEeHe NHTepBaIa

Tabnnuya 3

OanHble KT y 6eccMmMnTOMHbIX pgeTei
c LATS

Table 3. Electrocardiogram data in asymptomatic
children with long QT syndrome

Yumcno naymeHToB

Pesynbtatsel OKI (n=9)

CpegHuin QTc, Mmc
Me (25%; 75%)

480,0 (470,0; 505,0)

QTc > 480 mc, n (%) 6 (67)
AnbTepHaums BosHbl T, n (%) 1(11)
Bpaaukapaus, n (%)

9 (100%)
CemeliHbIn aHaMHe3 -
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