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XWU3HEYIPOXXAIOLWAS MAHUDECTALMA CUHAPOMA YOJIMHEHHOIO MHTEPBAJIA QT

Monsik M. E. 1, Mopmonsak A. I'.1, Mmasosa O. B.1, ApTiOXuHa E.A.z, HeyaeHko M.A.1, SaknasbmuHckas E.B.'

Lenb. MNposeneHne AHK-anarHOCTUKM NaumeHTKe ¢ CUHKONAaNbHBIMU COCTOSHU-
MKW, 6€3 KINMHUYECKN 3HAYMMbIX HapyLUEHW pUTMa CepaLa U C OTSrOLEHHbIM
M0 BHE3aMHON CMEPTN CEMENHLIM aHaMHE3OM.

Martepuan u metogbl. KnuHuyeckoe HabnogeHue. bonbHas K., 22 roga, obpatu-
nack B PHUX nm. akag. b.B. MeTpoBCKoro ¢ HanpaeAstoLwmMM AnarHo30M “HacneacT-
BeHHas popma anunencum” u ¢ xanobamu Ha npefobMOPOYHbIE COCTOSIHUS U roNo-
BOKpYXeHve. B xone o6cnefoBaHns AaHHbIX B MONMb3Y HACNEACTBEHHOW anunencum,
a Takke KIMHWYECKV 3HAYMMBIX HApYLUEHWIA puTMa Cepaua, BbISIBAEHO HE Obino.
YuuTbiBasi OTAroLeHHblid no BCC cemeltHblii aHamHe3, Obln NPeanonoXeH AMarHo3
“nomonaTnyeckas XenynoykoBas Taxvikapams” v MMMIaHTUPOBAH [BYXKaMEpPHbIN
4aCTOTHO-aAANTVBHbLIA kapanoBepTep-aedubpunnstop Maximo Il DR D284DRG.
B xope nposenerHoii OHK-anarHocTviki Gbina BoisiBneHa mytauust p.R583H B reqe
KCNQ1, onncaHHas paHee kak NpvBoAsLas K CUHAPOMY YAJIMHEHHOTO MHTEPBana
QT, Tvn 1. B Te4eHne 12 MecsILEB Nocne UMMIaHTaLMK Y NauyeHTKU 6bio 3adukeu-
POBaHO 2 MOTMBMPOBaHHbIX cpabatbiBanus VK. BonbHas Gbina KOHCYNLTMPOBaHA
KapavonoroMm ¢ Lienbio nogbopa Tepanumn npenapatamu 6eta-610kaTopos.
06cyxaeHne. HecMOTpsi Ha OTCYTCTBME KIMHWYECKW 3HAYMMBIX HapyLIeHui
pvuTMa cepaua, naumneHTke C N0A03PEHNEM HA CeMeliHyio GOpMy nanonaTnyeckomn
XENyA04KOBOM Taxukapaum Obin MMNNAHTMPOBaH KapanMoBepTep-aAedrbpuanaTop.
MonekynsipHO-reHeTu4eckuMmn mMetogamu bl BepudULMPOBAH AMArHO3 “CUH-
[pOM yOnmMHeHHoro uHTepsana QT, Tvn 17; HauaT KACKaAHbLIA CKPUHWUHI CEeMbM
C Lenblo noadopa TakTukM Tepanum ans 6eCCUMNTOMHbIX HOCUTENE MyTaLuu.
Sakioyenue. Ha npumepe HaCTOSLLErO KIMHUYECKOro HabMIoAeHUs MokasaHa Bax-
HocTb [AHK-AMarHocTvkv B YTOYHEHWUM AMarHo3a, BoIBope TakTUKM JIEYEHUSt U KOPPEKT-
HOrO MEAVIKO-FEHETUHECKOrO KOHCYBTUPOBAHMUS B OTHOLLEHWUW HACNEACTBEHHOTO 3a060-
neBaHus.
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LIFE-THREATENING MANIFEST OF LONG-QT-SYNDROME

Polyak M.E., Podolyak D. G., Glazova O.V., Artyukhina E. A., Nechaenko M. A., Zaklyazminskaya E. V.

Aim. To complete DNA-diagnostics for the patients with syncopes and not showing
clinically significant rhythm disorders, but with family anamnesis of sudden death.
Material and methods. Clinical case. The patient 22 y.0. consulted at RSCS n.a.Petrovsky
with the primary diagnosis of “inherited epilepsy” and complaints on presyncopes and
dizziness. During examination there was no data found to prove the inherited epilepsy and
clinically significant rhythm disorders. Taking into account the family anamnesis of sudden
death a dignosis of “idiopathic ventricular tachycardia” was suggested and the patient
underwent two-chamber rate-adaptive cardioverter-defibrillator Maximo Il DR D284DRG
implantation. DNA-testing revealed a mutation of p.R583H in the gene KCNQ1, that had
been previously described as probable to cause type 1long-QT-syndrome. During the next
12 month after implantation there were 2 proven strobes recorded. The patient was
consulted by cardiologist to prescribe beta-blocker therapy.

Results. Although there were no clinically significant heart rhythm disorders found,
the patient with suspected family type of idiopathic ventricular tachicardia underwent

OpHa M3 4acTBIX HEKOPOHAPOTEHHBIX NMPUYWH BHE3aIl-
HOI CepIedHOl CMEPTH Y JIMII CO CTPYKTYPHO HOPMAaTbHBIM
CepaAIeM — OCTPBIC XKeTyITOUYKOBEIC HAPYIICHUST CEPICUHOTO
purMa. [Tpr OTCYTCTBAM APYTHX HAXOMOK TMATHO30M MCKITIO-
YeHUST SBJISICTCS MAMOIIATIYIeCKasl XKeIyIOYKOBasT TaXuKap-
TIWSI, KOTOPast MOKET OBITH TIEPBBIM 1 € JMHCTBEHHBIM ITPOSIB-
JICHWEM 1IeJIOTO psiia HacJeACTBEHHBIX 3a00JIeBaHMIA
W3 TPYIIIBLI CepIeUHBIX KaHAJIOMATHIA. 3a4acTyIO e IMHCTBCH-
HBIM METOIOM BepU(PMKAILIMN JUArHO3a SIBJISIFOTCST PE3YITb-
tatel JIHK-muarnoctuku. B HacTosieid pabote MbI TIpe-

cardioverter-defibrillator setting up procedure. Molecular-genetic methods helped to
prove the diagnosis of “long-QT-syndrome type 1” and the cascade family screening
was started to choose a treatment strategy for asymptopathic mutation bearers.
Conclusion. By the example of the clinical case described we showed a significance
of DNA-diagnostics in the diagnosis clarification, treatment strategy choice and
sufficient medical-genetic consulting for the disease mentioned.

Russ J Cardiol 2014, 5 (109): 72-74

Key words: LQTS, KCNQ1, sudden cardiac death, idiopathic ventricular
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CTaBJISIEM CEMEWMHBIA Cy4aid CHUHAPOMAa YIJIMHEHHOTO
nHTepBaa QT 6e3 CyIIeCTBEHHOTO YIJIMHCHUST MHTEpBaIa
QTc nva DKI 1 BBICOKMM PUCKOM BHE3AITHON CepreyHoin
cmeptr (BCC) B Mos10mOM BO3pacTe.

Kiunnueckoe Ha0monenme

BomsHag K., 22 roma, obpatiiach 3a MeAVKO-TeHETYE-
CKUM KOHCYJIBTUPOBAaHUEM M YTOYHEHWEM IMarHo3a B J1a00-
paroputo MemuuuHcKoir reHetuku PHIIX wum. akan.
b.B. IleTpoBcKoro ¢ HampapJISIIOLIMM IAATHO30M ‘‘Hace/I-
cTBeHHast ¢opma armtericun”. TIpranHoi obpareHus
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MWOKAPANTBI, KNANAHHBIE 1 HEKOPOHAPOTEHHBIE 3ABOJIEBAHUA

CTaJIa BHe3aITHasl CMEePTh POIHOI CecTphI B Bo3pacte 19 jer,
KoTopasl cuMTajia ceOs 3MOpOBOI, He MMelIa OOMOPOKOB,
XPOHMYECKIX 3a00JICBaHMI, HE COCTOSIIA Ha yIeTe Y CITCIIN-
TNCTOB — HEBPOJIOTOB, KapIMOJIOTOB, HapKOJIOroB. Bre-
3aImHasl CMepTh HACTYNIIA Ha YJIMIIE, CO CJIOB CBUIETEICH
“mobexana 3a aprodycom”. 1o pesyssrataM rmaTooroaHaTo-
MIYECKOTO WCCIICIOBAaHMS, YOCOUTEIHHOTO OOBSICHEHUS
MMPUYMH BHE3AITHOM CMEpPTH TOIYyYeHO He OBbLIO, OTHIM
W3 TIPESOIOIOKEHNI ObUT SIMICIITUICCKIA CTATyC, POICT-
BEHHUKAM PEKOMCHIOBAIM HCKITIOYNTh WANOIIATHICCKIIC
(OPMBI SIUJIETICUMN.

ZKano6w1 6051bHOI Mpy 0OpaIlleHUU ObLTW Ha TIEpUOaIe-
CKM BO3HUKAOIINE TOJOBOKPY:KCHUS, IIPEIOOMOPOYHBIC
COCTOSTHUISI, TPH TIEPEHECEHHBIX 0OMOPOKA, YYBCTBO TPEBOTHL.
JlaHHBIC SIBICHUS TIAIMCHTKA CBSI3BIBAIA C TICUXO3MOIINO-
HaITBHBIM CTPECCOM B pe3ysIBIaTe CMEpTH CeCTphl. B cemeii-
HOM aHaMHe3e ObUTM TaKKe OTMedeHBI apyrue ciydan BCC
B MOJIOIOM BO3pacTe: MaTh OOJIBHOI M OpaT MaTepy yMepIr
BHe3ammHO B Bo3pacte 25 u 20 JIeT, COOTBEeTCTBEHHO (puc. 1).
B nons3y HaciencTBeHHOM (hOpMbI SMUIIETICUM HE ObLIO TIpe-
CTaBJICHO YOEIMUTEIbHBIX JAHHBIX, [IOTOMY TallMeHTKa ObLia
TOCITUTAIM3UPOBAaHA B OTIEICHNE XUPYPIMISCKOTO JICICHUST
Hapy1ieHuii cepaedyHoroputma PHIIX um. akan. b. B. ITetpoB-
CKOTO JIJIs 00CIIeIOBAHIS 1 ICKITIOUCHIST KAPIMOTCHHBIX TIPH-
YMH CHMHKONAIBHBIX COCTOSHMIA. KimHMdeckoe M MHCTpY-
MEHTAIbHOE 00CIIeIOBaHIEe BKITFOUAIO o0miA ocMotp, DK,
24-gacoBoe XM OKI, Y3U cepana, sHmokapmuaisHoe DD,
PEHTICH TPYIHOM KIIETKW, KOHCYJIBTALIO HeBposora, D3I,
KT ronosHoro mosra. JIHK-nuarHoctrka Bkinoyana B ceOst
cekBeHMpoBaHMe Ha Mardopme lonTorrent Komupyrommx
TTOCTICIOBATEIFHOCTE M TIPHJICTAIOIIMX WHTPOHHBIX 00JIa-
creit reHoB SCN5A, KCNQI, KCNH2, KCNEI, KCNE2,
KCNE3, SCN1B, SCN3B, SCN4B, SNTIA, KCHJ2.

Ha BKI 0BT 3apermcCTpMpoBaH CHHYCOBBIA PUTM
C YaCTOTOI CepAeYHbIX COKpaleHuit 57—60 ya/MuH, OTKIIO-
Henune DOC BIIeBO, O10KaIa TIepeHell BETBU JIeBOM HOKKI
myuka Iirca, nmpomosmkurenbHocTh QTe = 460 mc (puc. 2).
KimmAanmgeckn 3HAYMMBIX HapyIIeHW pUTMa Ha pPa30BOit
u cyrouHoi DKI o Xosnrepy BoisiBIIeHO He ObUT0. I1pH mpo-
BelleHNN SHIOKaparansHoro DMU TpeMs mocienoBaTelb-
HBIMI 9KCTpa-CTUMYJIAaMA HE yIaIoCh MHAyLMpoBaTh KT,
OBUIM BBHISIBICHBI CIMHWYHBIC JKEITYTOYKOBEIC 3XO-OTBETHI
B 00J1aCTH BEPXYIIKN M BBIBOTHOTO OTHEIA TIPABOTO KEITy-
mouka. B xome ocCTambHBIX HApYIIEHWIT IPYTUX OPraHOB
M CHICTEM BBISIBJICHO He OBITIO.

YuuteiBas otsromeHHbIN 110 BCC ceMelHBII aHaMHE3,
OBLT MPETIONOXEeH TUarHO3 “UIHOoIaTUIecKast XKeJTyI04Ko-
Bas TaxuKapayst”’. HecMOTpst Ha OTCYTCTBYE MHIYIIMPOBAH-
HOI KeTyTOYKOBOI TaxuKapmuy Tpy mpoBeacHr DU,
OBUIO TIPUHSITO pellleHre 00 MMITIAHTAIIMN WMIDIAHTHAPYe-
Moro Kapamoseptep-neduopmuaropa (MK/I). IMamenTke
OBbUI MIMIUTAHTHPOBAH IBYXKAMEPHBIN YaCTOTHO-aIaIlTHB-
HBI  KapauoBepTep-aehubpwisitop Maximo II DR
D284DRG (¢pmpma Medtronic).

B teuenue 12 mecsiieB mocie MHTEPBEHIIMOHHOTO Jiede-
HUs1 'y OOJIbHOM ObUIM 3a(PUKCUPOBAHbI IBA MOTUBHUPOBAaH-
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Puc. 1. PopocnoBHas 6onbHoii K. (npobaHaa, wnv nepeoro obpaTtvBLLerocs).
MpobaHp, oTMeyeHa KpacHo CTPenkoi. B ceMbe Ha MOMEHT KOHCynbTauun — 3
Cnyyas BHe3anHoun cmepTy B BodpacTe 20-25 ner.
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Puc. 2. Naumnentka K., 22 roga, 9K B nokoe: CMHYCOBbIN PUTM, YacTOTa CEpaeY-
HbIX COKpaLLieHnid 57 B MuHYTY, uHTepean PQ — 0,10 cek, komnnekc QRS — 0,09
cek, npoponxuTensHocTb QT — 0,42 cek; OTKNOHEHWE 9NEKTPUYECKOI OCK cepaLa
BneBo; 6510kafa nepenHelt BETBU NEBOI HOXKY Myyka Mca.
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Puc. 3. Mapokcnam obubpunnaumm xenyaodukos y naumeHTkv K., KynmpoBaHHbIN

VKA,

HBIX III0KA TI0 TIOBOJTY CIIOHTAHHOM (DMOPUILISIIM KeTyI049-
KOB C 4YaCTOTOM 3KEJyIOYKOBBIX COKpalleHuir 429/MuH
u 230/muH (puc. 3). Oba arm3ona COHTAaHHON (GUOPMILIS-
LMY XeJTyTOYKOB ObLTM KyIMUPOBaHBI OMHOKPATHON nedu-
OPWUISILIMEN ¢ TIOCTIEMYIOIIMM BOCCTAHOBJIEHHEM CUHYCO-
Boro putMma. [Tpu nposenenvn JIHK-mnarnoctuku KCNQT
oObuta BeisiRIeHa MyTaimst p.RS83H B rene KCNQI (puc. 4).
Dra MyTaius Gblla paHee oIrcaHa Kak pUIMHa CHHAPOMa
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Puc. 4. ®parmeHTbl XpOMOTOrpamMM — pPe3yNbTaToB CeKBeHPoBaHus no CeHrepy
koaupylowei nocnenosatenbHocT 16 ak3oHa reHa KCNQ1 naumentkn NRF6
(dpparmeHT I) 1 ee coiHa (PpparmeHT ). Ha xpomorpamme | cTpenkon oTMedeHa
myTaums p.R583H B reTepo3vMroTHOM COCTOSIHWUK; Ha Xpomorpamme |l nokasaHa
rOMO3MIOTHOCTb MO HOPMabHOW NOCNEA0BATENBHOCTY B AAHHOM TOYKE.

ymmHeHHoro nHTepBata QT, tum 1 [1]. [Ipu 3TOM MoIeKy-
JIIPHO-TCHETMUYSCKOM BapHaHTe 3a00jicBaHUs ITOKa3aHa
MakcuMasibHast 3()(heKTUBHOCTh 0€Ta-0JI0KATOPOB B CHIKE-
Hum pucka BCC. ITammeHTKe ObUT Ha3HAYeH KOpHAapoH
B no3upoBke 100 mr/2 pasa B cytku. Ilocie Tpex mecsiieB
IpueMa, B CBSI3M C Pa3BUTHEM aJUICPIMUYCCKOM peaKIIin
B BHIC KOXHOW CHIIM, KOPIApOH OBUT 3aMCHEH Ha STHJIOK
B TO3UpOBKe 12,5 Mr/2 pa3a B cyrku. Ha dhone rmpriema Oera-
60karopoB cpabateiBaHuii MK/I y maiimeHTKH He ObLIO.

06cyxaeHue

ComtacHO TUArHOCTUYECKUM KPUTEPUSIM, TUATHO3 CUH-
JpoMa yuinHeHHoro uHTepBaia QT currtaeTcst BHICOKOBEPO-
aTabM npu pyatesbHocTr QTe Ha DK ebitre 470 Mc, s
xeHmH — cBbie 480 Mc [3]. Ilo pe3ynbraTaM KiIMHIIe-
CKOr0 M MHCTPYMEHTAJILHOTO OOC/E€IOBAHUS IMALMEHTKH
JUATHOCTUYECKM 3HAYMMOIO ymivHeHus1 umHTepBata QTc
WJIA IPYTHUX HAPYIICHUI PUTMA BBISIBJICHO HE OBLTO, TIO3TOMY
JUArHO30M MKCKIIIOYEHHMSI OCTaBajach MWIMONATAYECKAs
JKeJIyJOUKOBasl TAXUKAPAKsSL. DTOT AUATHO3 SBIISIETCS (peHO-
MEHOJIOTMYECKIM, HE OTPaXAIOIIMM STHOJIOTHH 3a00JIeBa-
HUsI, 32 KOTOPbIM MOIYT CKPBIBATHCS pa3Hble IEPBUYHbIC
Y BTOPUYHBIE HAPYIIIEHUSI PUTMA CEPALIA, B TOM YKC/IE CUH-
apom bpyranga, CMHAPOM YIUIMHEHHOTO 1 KOPOTKOI'O MHTEP-
Bana QT, TpeOyrollye pa3HbIX MOIXOMOB K OLEHKE PHUCKa
BCC n neuenmto. Tak, mist cuaapoma bpyrama u LQT3 Geta-
ookatopel ManmoaddekTnBHbI, a Wit LQT1 mpemapartb
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SIBJISTIIOTCSI OCHOBHOM JIMHUEW Tepanuu. Y HaOIroJaeMoit
ManyeHTKA ObUTa BhISIBIeHa MyTammsa p.R583H B reHe
KCNQI, gto siBNsieTcd BepyudUKaIeil IarHo3a CMHIpoMa
ymwmHeHHoro nHTtepBaia QT, 1-To Twma.

Mytarmst p.R583H panee ObUta BBISIBICHA Y MAIIMCHTOB
C HapyIICHMSIMM PHTMAa Cepia, HO ICTATbHBIX CBEHCHUIA
0 (heHOTHUITC, OOYCITOBTICHHOIO 3TOM MYyTAIlMEH, IIPUBEICHO
HenocTaTtodHo [5]. B cembe mareHTKu K. B IBYX TOKOJIEHUSIX
HaOMOAaIUCh CTaOWJIbHbIE KIIMHUYECKHE MPOSIBIIEHUST 3400~
neBannst: crydart BCC B Bospacte 20—25 J1eT Bo BpeMsI Tep-
BOTO WJIM BTOPOTO CHHKOITAIGHOTO 3MM30/1a TIPH OTCYTCTBUN
MMATHOCTMYECKM 3HAYMMBIX HapyileHwmii putMma Ha OKI.
CommacHO pekoMeHmarmsiM EBporieiickoro ob1mecTsa Kapam-
omnoroB (HRS/EHRA/APHRS CONSENSUS STATEMENT,
2013), 6eTa-0610KaTOpEl MOTYT OBITH 3((DEKTUBHBI B CHIDKE-
ayrm pricka BCC y 60TBHBIX ¢ HOPMAJTBHOM ITPOIOIIKUTEITHHO-
cteio mHTepBayia QIC M TOMBKO ¢ MOJEKYIIIPHO-TEHETHYIC-
cknuM muarHo3oM LQTS (xmace pexkomeHmarmin Ila) [4].
OmHaKO TPaKTHYIEeCKOE BHITOMHECHNE 3TON pPEeKOMEHIAINI
YacTo CTaBUTCS TOI COMHEHHWE M3-3a MOOOYHBIX 3(PGhEKTOB
nperapaToB. CortacHO peKoMeHIamy EBpomnetickoro ooriie-
CTBa KapI¥OJIOTOB T10 TeHeTnIecKoMy TectrpoBaHmo (HRS/
EHRA EXPERT CONSENSUS STATEMENT, 2011),
B CEMBSIX C BEISIBIICHHOIM MyTalMel peKOMEH/IYeTCs TIPOBeIe-
HME KacKamHOTO CKPWMHWHTA IS YCTAHOBJICHUS TeHETHYC-
CKOTO CTaTyca OECCUMIITOMHEIX WICHOB CEMBH [2].

Hauat xackanHbIli CKpUHUHT 4IEHOB ceMbU 00bHOM K.
K Hacrosiiiemy MmomenTy JIHK -auarHoctvka rpoBeaeHa 1ist
KIMHITYECKN 3I0POBOTO IBYXJIETHETO CHIHA MAIMCHTKU.
Myrani BBISIBICHO He OBIIO, CHHIPOM YIJIMHEHHOTO
nHTepBaia QT y Hero mckmodeH. [pyrve ponCcTBEeHHUKI
TaKKe OOpaTINCh 32 MOJICKYJISIPHO-TCHETIECKIM 00CJIe-
JOBaHMEM. YUWTHIBasl IMHOOOpa3Ne KIIMHUICCKHX IIPOSIB-
JIEHWI MyTallu, BCEM POACTBEHHUKAaM — HOCUTEJISIM MyTa-
1uu, OydeT Takxke peKOMEeHI0BaHa Tepamnusl 0eTa-0JI0KaTo-
paMu W OymeT pelIaTbCs BOIPOC O IIEIeCOO0pPa3HOCTH
MHTEPBEHIIMOHHOTO JICUCHUSI.

3akoueHune

[puBemeHHOE KIMMHMYECKOE HAOIIONCHIE 1 PE3YJIBTATEI
JICYCHUST IEMOHCTPUPYIOT BAXKHOCTh MCIIOIB30BAaHUS MOJIe-
KYJISIpPHO-TEHETMYECKAX METONOB B YTOYHEHWM ITHMArHO3a
¥ BBIOOpE TAaKTHIKHU JIeUeHUs. BBIsSIBIICHIE CKPHITOM (POPMBI
cuHapoMa ymmHeHHoro nHTepBama QT meromamu JHK-
JIMaTHOCTUKM TT03BOJISICT C(POPMIPOBATE CPEIN POICTBEHHI-
KOB Tpyry ocoboro prcka BCC u ipoBectit 3pheKTUBHYIO
npodmraktuky BCC. KpoMe Toro, He MeHee BasKHBIM SIBJISI-
€TCcsl MOJIEKYJIIPHO-TEHETHMUYCCKOEe WMCKITIOUCHUE THArHo3a
¥ Bepr(UKAITS 300POBbSI B OTHOIIIEHUH CEMEITHOTO 3a001e-
BaHUs1, OCOOCHHO Yy IETel HOCUTEJIe MyTallvid.

4. Priori SG, Wilde AA, Horie M. Executive summary: HRS/EHRA/APHRS expert consensus
statement on the diagnosis and management of patients with inherited primary arrhythmia
syndromes. Europace, (2013); 15: 1389-406.

5.  Detta N. Molecular Basis of Cardiac Arrhythmias: Genetics of Natural Variants and
Electrophysiological Investigation of Mutant Proteins. University of Napoli Gederico I,
2010.
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