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PE3IOME. Cunppom yanuHeHHoro uHtepeana Q-T (long Q-T syndrome, LQTS) — reHeTUYeCKN LETEPMUHUPO-
BaHHOe 3ab0sieBaHNe, KOTOPOE XapaKTepuayeTca YANUHeHNeM UHTepBana Q-T (OLEHWBAETCA N0 3NeKTpoKap-
ANOrpaMMe) U accoLUMpPOBaHO C PUCKOM BHE3amnHoW cepAedHoit cMepTu. Mo faHHbIM 3NUAEMUONIOTUYECKUX
uccneposanmii, B CLUA LQTS sasnsietcs npuunHoi 3000-4000 cnyyaeB BHE3aMHON CMEPTU EXErofHo, Npenmylle-
CTBEHHO CPeAU KL, MOJTOL0r0 BO3PacTa, BeyLIMX aKTUBHbIA 06pa3 Xn3HU. CyllecTBYeT HECKOJIbKO MOEKYnsp-
HO-TeHeTUYEeCKMX BapuaHToB LQTS, Kax bl U3 KOTOPbIX LEMOHCTPUPYET BapuabenbHY 0 KNMHUYECKYH KapTUHY
U HEeMoJsIHY0 NEHETPAHTHOCTb. Y YacTu NaLMeHTOB C reHeTUYeckn NoaTBepxaeHHbIM LQTS uHtepean Q-T Ha
NPOTSXKEHWUU BCEl )XM3HM OCTAeTCs B NpeAenax HopMasbHbIX 3HaYEHUI, U OTCYTCTBYIOT CUMNTOMbI 3a60/1€BaHUS.
M HanpoTuB, y YacTK NaLWEHTOB C AOCTOBEPHbIM YAJIMHEHUEM UHTepBana Q-Tc He yfaeTcsi 06HAPYXUTb MyTa-
LiMI0 B FeHax, acCoLMMpPOBaHHbIX C AaHHON HO30/10rMel (reHoTUN-HeraTuBHbIN LQTS). B naHHOM nccnegoBaHuu
npeacTaB/eHbl KIMHUYECKUE CyYau, UAIOCTPUpYoLLMe 06a TUna Koppensuui mexay GeHoTUNOM U reHOTUNOM
npu LQTS: Kak Hannyue yanuHeHus uHtepsana Q-Tc npu OTCYTCTBUN BbIIBNEHHbIX NaTOreHHbIX BapuaHTOB
(reHOTUN-HeraTUBHbIi), TaK U MOATBEPXKAEHHOE HOCUTENbCTBO NAaTOrEHHOr0 BapyuaHTa Npy OTCYTCTBUM 3IEKTPO-
Kapauorpahbuyeckux nposiBneHuii (beHoTMn-HeraTUBHbIN).
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ABSTRACT. Long Q-T syndrome (LQTS) is a genetically determined disorder characterized by prolongation of
the QT interval (assessed by electrocardiography) and is associated with an increased risk of sudden cardiac
death. According to epidemiological studies, LQTS is responsible for 3000-4000 sudden deaths annually in the
United States, predominantly among physically active young individuals. There are several molecular genetic
subtypes of LQTS, each demonstrating variable clinical expressivity and incomplete penetrance. In some patients
with genetically confirmed LQTS, the Q-T interval remains within normal limits throughout life, and no clinical
symptoms are observed (phenotype-negative carriers). Conversely, in some patients with confirmed Q-TS interval
prolongation, no disease-associated mutations can be identified in known genes (genotype-negative LQTS). This
study presents clinical cases illustrating both types of phenotype-genotype correlations in LQTS: the presence
of QTS prolongation in the absence of identified pathogenic variants (genotype-negative), as well as confirmed
carriage of a pathogenic variant in the absence of electrocardiographic manifestations (phenotype-negative).
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BBEAEHUE

CuHapoM yanuHeHHoro uHTepeana Q-T (long Q-T
syndrome, LQTS) npeacTaBnsieT co6oii HacnepCcTBEH-
HYI0 MaToNIOrMto, 06YCNOBNEHHYIO FEHETUYECKUMM fe-
(bekTamu, KOTOpble NOBbILWIAKT PUCK Pa3BUTUS XKN3He-
YrpOXatoLLMX Xenyao4YKoBbIX apuTMUIA U BHE3AMHOI
cepaeyHoii cmepTyu (BCC). B natoreHese 3a6oneBaHus
KJTIOYEBYIO POSIb UTPaKT MyTauuu reHOB, KOAUPYIO-
Wunx 6eNKM MOHHBIX KaHaNOB KapAUOMMUOLMTOB, 4YTO
MPUMBOAUT K HapyLIEHMIO NPOLLECCOB penonspu3aumu
Muokapga. B HacTosilee BpeMsi upeHTUdULMpoOBa-
HO okosio 700 naToreHHbIx BapuaHToB B 17 reHax:
KCNQ1, KCNH2, SCN5A, ANK2, KCNET, KCNE2, KCNJ2,
CACNATC, CAV3, SCN4B, AKAP9, SNTA1, KCNJ5,
CALM1, CALM2, CALM3 v TRDN [1, 2].

[IwnarHocTuka LQTS conpsxeHa C onpefeneHHbl-
MU TPYAHOCTAMM, NOCKONbKY YANUHEHME MHTEpBaNa
Q-T He obnajaeT LOCTAaTOYHOI YYBCTBUTENIbHOCTbIO 1
CMeundUYHOCTBH), @ KNnaccuyeckne KIMHUYECKMe Mpo-
SIBNIEHNS], TaKne Kak XenyaoukoBas Taxmkapgamusa tuna
torsades de pointes, MoryT oTcyTCcTBOBaTb [3].

MHOrouMcneHHble uccnefoBaHusa NO3BONUNAN fe-
TanbHO U3YYUTb KNUHWUYECKWE NPOSBNEHUS W MPOrHO-
CTMYeCKMe MapKepbl FeHeTUYECKN BepUULMPOBaHHO-
ro CUHAPOMaA YA/IMHEHHOTo uHTepBana Q-T (LQTS) [4],
YTO HaLO OTPaXEHWEe B COBPEMEHHbIX KNMHUYECKMX
peKoOMeHAaUuaX, rae 0coboe BHUMaHWe yAenseTcs
reHOTUN-OPUEHTUPOBAHHBIM NOAXOAAM K cTpaTuduka-
LM pUCKa M NOA6OPY aHTMAapUTMUYECKOIi Tepanin [5].
OpHako B 11-25% cnyyaeB y nauuMeHTOB C Hannuynem
(deHoTuna LQTS cTaHAapTHble FeHETUYECKNE ucche-
AOBaHUS HE BbIABNAIT NAaTOTEHHbIX BapuaHToB [6].
BaXxHO OTMeTUTb, YTO pe3ynbTaTbl KPYMHbIX MHOMO-
LLEHTPOBBIX MCCNefO0BaHUI LEMOHCTPUPYIOT conocTa-
BMMYH KNUHUYECKYH 3HAYMMOCTb FeHOTUN-HeraTus-
HbIX C/lyYyaeB: MauueHTbl C BbICOKOW BEPOATHOCTbIO
LQTS (23,5 6annoB no Lwkane pucka) uanm CTONKUM
YANMHEHWEM KOpPpPUrMpOBaHHOro MHTepBana Q-T
(2500 mc) npu NOBTOPHbIX 3NeKTpoKapanorpaduye-
CKMX uccnepoBaHusx (nocne UCKNOYEHUS BTOPUYHBIX
NPUYNH) UMEIOT aHANOTUYHBIN NPOTHO3 U PUCK OCIOX-
HEHWI, YTO U MauUeHTbl C UAEHTUGULMPOBAHHBIMHU
MyTauusmm [7]. 9Tu AaHHble y6eanTeNbHO CBUAETENb-
CTBYIOT, YTO OTCYTCTBUE MONEKYNAPHO-TEHETUYECKOIO
NoATBEPXAEHUS Y NALMEHTOB C XapakTepHbIM (eHo-
TUNMYECKMM MPOSBNIEHNEM 3a60N1€BaHNA He CHUXa-
€T ero KAMHWUYECKYK 3HAYMMOCTb W MOTEHLMANbHYI0
onacHocTb [8].

KnuHnyeckoe 3HaueHne OTpuLaTENbHbIX pesylib-
TaTOB FEHETMYECKOro CKPUHWUHIa YacTo HeA00LEeHNBA-
eTCs, XOTA WX UHTepnpeTaumsa TpebyeTt AnddepeHyu-
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POBaHHOI0 NOAX0a B 3aBUCUMOCTM OT KIIMHUYECKOTO
KOHTEKCTa U MOXeT U3MEHATbCA N0 Mepe pasBUTUSA
FeHOMHbIX TeXHONOruin. Hannume nonoXxuTenbHOro
(GeHoTUNA Npu OTpULLATENbHOM FeHOTUMNE Bbi3biBaeT
CNOXHOCTM B CTpaTMdMKALUM pUCKa M ONpeaeneHnm
ONTUMAbHOI TAKTUKM BeLLEHUSA [aHHOM rpynnbl nauu-
EHTOB.

B. Asatryan u coaBT. cxemaTuyecku npeacTaBuiun
noTeHUManbHble NPUUYKUHbI YANMHEHUS Q-Tc y reHo-
TUN-0TpULaTeNbHbIX nayueHToB (puc. 1) [6].

YAnuHeHne KOppuUrupoBaHHoro uHtepeana Q-Tc
y NauMeHTOB 6e3 MAeHTUULMPOBAHHBIX NAaTOrEHHbIX
MyTaLWii MOXeT 6bITb 06yCNOBNEHO PAAOM BTOPMY-
HbIX GaKkTopoB. K HUM OTHOCATCA 3NEKTPONIUTHbIE
HapyweHus (rMnokKannmeMus, runoMarHuemus, runo-
KanbLMeMus); 0CO6EHHOCTU HYTPUTUBHOFO cTaTyca
(HepBHasi aHopeKcus, rMnokanopuiiHas anerta, Xpo-
HUYecKasi aNnkorofibHas WHTOKCUKaLWs, ynoTpeob-
nenune rpeindpyToBoro coka); hapmakotepanus
npenapatamMmu, NPOJNIOHTUPYIOWKUMU PENONSpU3aLmio
(aHTMapuTMMYeckue cpeactBa knacca | u lll, makpo-
NNAHble aHTUGUOTUKM, NMCUXOTPOMHbIE BELLECTBA);
BOCManuTenbHble NOpaXeHUs MUOKapAa; agantaum-
OHHblE U3MEHEHUS CEPAEYHO-COCYAUCTON CUCTEMDI Y
npodeccuoHanbHbIX CNOPTCMEHOB, KOTOPbIE 06bIYHO
perpeccupytoT nocne npekpaueHus UHTEHCUBHbIX
TpeHnpoBoK [1-3]. CneayeT 0TMETUTb, UTO, HECMOTPA
Ha TO YTO MpekpalieHne GU3NYECKUX Harpy3oK npu-
BOANT K HopManusauuu 3Kr-nokasatenen B 40% cny-
yaeB, BO30GHOBJIEHNE TPEHUPOBOK MOXET BbI3BaTb
peunaus yanuHenus Q-Tc [9].

KpaitHe BaXXHbIM SIBNSIETCS U TO, YTO COBPEMEHHbIE
BO3MOXHOCTW MHTEpNpeTaLnn reHeTUYeCKUX AaHHbIX
OCTaloTCA OrpaHNYeHHbIMU BBUAY HEMOSTHOMO MOHUMa-
HUSA CMeKTpa NaToreHHbIX BapuaHToB, YTo TpebyeT ux
NepuoanYecKoro NepecMoTpa B CBETE HOBbIX HayYHbIX
OTKPbITHIA.

Tak, Hanpumep, NaToreHHble BapuaHTbl FEHOB
CALM1, CALM2 n CALM3 6binn upeHtuduumnpoBa-
Hbl OTHOCUTENbHO HeaaBHo (B 2010-2015 rr.) [5, 6,
10], uTo co3/aeT HEO6X0MMOCTb PETPOCMEKTUBHOTO
nepecmMoTpa reHeTUYecKNX 3aknoyeHun Ans nauueH-
TOB, NPOXOAMUBLIMX 06CNef0OBaHNE LO UX OTKPbITUS.
0AHaKO B KNMHUYECKOW NPaKTUKE OTCYTCTBYET CUCTE-
Ma CBOEBPEMEHHOI0 MHPOPMMPOBAHUA TakMX NaLueH-
TOB O LieNecoo6pa3HOCTV NOBTOPHOTO FEHETUYECKOro
TeCTUPOBaHMUS.

Oco6yto 3HaUMMOCTb NpuobpeTaeT BONPOC Nepuo-
AMYECKOi peknaccupukalyum BapuaHToB Heonpeje-
NEHHOMN KNUHUYECKOI 3HauumocTy (variant of unknown
significance, VUS), yunTbiBas, 4To 0kono 50% Takux Ba-
pUaHTOB NepecMaTpUBalOTCA B TeUEHWUE NATUNIETHEro
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nepuoaa [11, 12]. CoBpeMeHHble AOCTUXEHUA B 06Na-
CTW MOMEKYNAPHO-TEHETUYECKUX TEXHONOIMiA CO3Aat0T
HOBbl€ BO3MOXHOCTHU ANA MLEHTU(MKALUKU paHee He-
M3BECTHbIX NAaTOreHHbIX BApUaHTOB U YyTOYHEHUS naTo-
reHeTUYECKMX MexaHU3MoB 3a60/1eBaHuS.

KntoueBoe 3HayeHune ana npodunaktukm BCC u
pa3paboTkuM ONTUMaNbHbIX TepaneBTUYECKUX MOA-
X0A0B MpW CUHAPOME YANMHEHHOrO UHTepBana Q-T
MMeeT ero cBoeBpemMeHHasi BepudukaLnsi, OCHOBaH-
Has Ha KOMMNIEKCHOM aHann3e KNMHUKO-TeHETUYECKUX
Koppensauuit. B cBA3n ¢ 3TUM npepcTaBnseTcs Lene-
C006pasHbIM cUcTEMATUYECKOE OOHOBNIEHNE AaHHbIX
FeHeTMYECKOro TeCTUPOBaHUS (C PEKOMEH[0BaHHOM
NepuoANYHOCTbIO OAIMH pa3 B fiBa roAa), YTo Npuoob-
peTaeT 0CO6YH BaXHOCTb B OTHOWEHWUU NaLMEHTOB
C NepBOHayanbHO HEraTMBHbIMU pe3ynbTaTamu re-
HOTUNMUpPOBaHMA. Peanusauns ykasaHHOro nogxona
CMOCO6CTBYET MOBLILIEHNIO [UArHOCTUYECKOH TOYHO-
CTW, ONTUMM3ALMN NEPCOHANIM3NPOBAHHOIO IeYeHus,
UCKJTIOYEHNIO HEONpPaBAaHHbIX OrPpaHUYeHUN XU3He-
NeATeNbHOCTU NALMUEHTOB W CHUXEHMIO BO3JENCTBUSA
Koppurupyembix GpakTopos pucka [6, 9].

CyuwecTByeT Heckonbko noaTunos LQTS, KaxAabli
13 KOTOPbIX NOKa3blBAaeT NePEMEHHY KIUHUYECKYHO
aKCnpeccuio U HenonHyo neHetpauuio [13]. Moutu
MosoBUHA NaLMEeHTOB C M3BECTHOW MyTauuei LQTS
MOXeT MMeTb MHTepBan Q-T B npepenax HOpPMbl U
HUKOra He NposABNATb NPU3HAKW UM CUMNTOMbI Ha
NPOTAXEHUM BCeit XusHu [14]. N Hao60poT, NaLneHTbI
MOTYT UMETb MaTONOrMYECKMN YAJMHEHHDbI UHTEpBan
Q-T 6e3 Kakoii-nM60 06HapyXeHHOI B HacTosILLee Bpe-
M MyTaLuu.

e

-
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B paboTe npeactaBneHa cepusi KNMHUYECKUX Cy-
yaeB, AEMOHCTPUPYIOLLMX HECOOTBETCTBUE MEXAY
beHOTUNMYECKMMU NPOSIBNIEHUAMU U pesynbTaTa-
MU MOJIEKYNIAPHO-TEHETMYECKOro aHanusa. Bcem
yyaCTHMKAM MCCNefoBaHuA 6blI0 MPOBEJEHO KOM-
MNeKCHoe o6cnefoBaHue, B KOTOPOe BOLWK: c6op
aHaMHe3a, anekTpokapauorpapus, ¢usnkanbHoe
o6cnefoBaHue, Harpy3o4yHoe TECTUPOBAHME U NOMHO-
FeHOMHOEe CeKBeHupoBaHue. Kputepuem ans oTHece-
HUSA NaLWeHTa K KaTeropuu reHoTUN-HeraTuBHbIX CNy-
XXMNO OTCYTCTBME NAaTOreHHbIX BapMaHTOB B NaHenu
reHoB, accouuupoBaHHbix ¢ LQTS, BKAOYas OCHOB-
Hble (KCNQT, KCNH2, SCN5A), muHopHbie (CACNATC,
CALM1, CALM2, CALM3, CAV3,KCNE1,KCNJ2, TRDN) n
BapuUaHTbl B «CMOPHbIX» reHax (AKAP9, ANK2, KCNE2,
KCNJ5, SCN4B, SNTA).

KAMHUYECKUM CAYUYAN 1

MauneHT b. 6bin BnepBble o6cnefoBaH B OIbY
«HaunoHanbHbliA MeAULUHCKNIA UccneaoBaTeNbCKUit
LeHTp uM. B.A. AnmasoBa» B Bo3pacTe 1,5 net. lNpu
NnepBMYHOM 06pPaLLEHUM Xanobbl OTCYTCTBOBANM, CUH-
KOManbHbIX, NPECUHKONANbHbIX COCTOSAHUIA He 6biNno.
CeMeiiHbI aHaMHe3 He oTArouieH, cnyyaes BCC cpe-
AM 6NU3KMX POACTBEHHWMKOB B Bo3pacTe fo 45 net
He 6blino.

N3 aHamHe3a XWU3HW M3BECTHO, YTO PeBEHOK OT
nepBoi 6epPEMEHHOCTM, NPOTeKaBLUel Ha GOHe OCTPOi
pecnupaTopHoii BupycHon uudekuum (OPBU) (20 He-
penb). PogopaspelleHne npoBeAeHo onepaTUBHbIM

,.A/.JM4

!

Puc. 2. dnekTpokapamorpamma naumeHTa 1. B optoctatMyeckoM NOAOXEHUM 3aperMcTpMpoBaHO YyAAMHEHWE UHTEPBaAA

Q-Tc po 500 mc

Fig. 2. Electrocardiogram of patient 1. In the orthostatic position, an increase in the Q-TS interval to 500 ms was recorded
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nyTem (kecapeBo ceyeHue) Ha cpoke 34-36 Hefenb B
CBSI31 C pa3BUTMEM BHYTPUYTPOOHOW rMMOKCUI MN0La.
OueHnka no wkane Anrap 7/8. HeoHatanbHblii nepuog
OCMOXHEH JiblxaTeNbHON HEA0CTaTOYHOCTbIO, 6paju-
Kapaueii. B TeueHue 15 CyTOK HaX04MNCA B OTAENEHUN
peaHumaLuu.

AHaMHes 3aboneBaHNs: KapAMONIOrMyeckoe obene-
AOBaHWE UHULUMPOBAHO Nocne 06HapYXeHUs y naum-
€HTa XPOHWYECKOI cMeLllaHHoi TyroyxocTy Il ctenenu
B Bo3pacTe 1,5 roga.

CornacHo pesynbTaTam KOMMNEKCHOro Kapamoso-
rMYeckoro o6¢cnefioBaHNs Npu BbIMONHEHWU 9X0Kap-
anorpaduyeckoro (3xoKr) uccnegoBaHns pasmepbl
Kamep cepfua M cokpaTuTeNnbHas CNOCO6HOCTb B
npegenax HopMasnbHbIX 3Ha4YeHUM, AaHHbIX 3a BI1C He
nonyyeHo. o faHHbIM aneKTpokapanorpaduyecko-
ro (9KT) uccnepoBaHus 3apmkcMpoBaHa CUHycOBast
6paguapuTMu1a C YacTOTOW CEpPAEYHbIX COKpaLLEHMWil
(4CC) o1 75 50 110 yA./MUH. OTMeYeHa 3HauNTeNbHast
BapuabenbHOCTb KOPPUrMpPOBaHHOIO MHTepBana Q-T
(QTc) ot 460 mo 493 Mc B NOKOE, C YAJIMHEHUEM [0
494-500 mc npu nepexofe B OpTOCTaTUYECKOE NOJIO-
XeHue (puc. 2).

Mo AaHHbIM CYTOYHOro MoHuTOpUpoBaHus KT
(CM3KT) BbifiBNEeHbl 3NW30Abl CUHYCOBOW BpaguKap-
Avun (o 50 ya./MUH), a Takxe 3aperucTpupoBaHo
yanuHeHue uutepeana Q-Tc po 507 mc npu aBToMa-
TUYeCKOM nojcyete B TeyeHue 21 yaca 5 MUHYT, Npu
PYYHOM nepecyeTe KOPPUrMpoBaHHbIid MHTepBan Q-T
cocTtaBun 455-466-488-502 mc.

B Xope cTauuoHapHOro o6cnefoBaHusa NPoBeAEH
KOMMNJIEKCHbIN anddepeHunanbHo-LUarHocTUYeckunii
MOWCK, B pe3ynbTaTe KOTOPOro 6bIIM UCK/HOYEHbI BTO-
pUYHble NPUYKHBI YASIMHeHUs Q-T-uHTepBana: anek-
TPO/MITHbIE HapylweHus (rMnoKanuemus, runomarHue-
MUsl, TUNOKanbLneMus), 3HAOKPUHHBIE (TMNOTMPEO3),
a TakXe NpueM fieKapCTBeHHbIX Npenaparto., YAIUHSA-
towmnx uHtepsan Q-T.

MaumneHT 6bIn cTpaTMdULNPOBAH B COOTBETCTBUM
C AuarHoctuyeckumm kputepusamu LBapua: Bpox-
AeHHas rnyxota — 0,5 6anna; uHTepean Q-Tc Ha IKI
nokos 6onee 460 mcek — 2 6anna, Takum o6pasom,
cymMMa 6annoB coctaBuna 2,5 6anna, YTo 03Hayano
CPefHI0K BEPOATHOCTb CMHAPOMA YANIMHEHHOTO WH-
Tepsana Q-Tc.

OLHaKO Ha OCHOBAHUU COBOKYMHOCTU KIMHU-
YECKMX W WHCTPYMEHTaNbHbIX AaHHbIX — CTOMKOI
CMHYCOBOW 6pafukapaun, AOKYMEHTUPOBAHHOIO
YAJMHEHUS KOPPUTMPOBaHHOro uHTepBana Q-T
(c anusopamm npesbiweHns 500 Mc) U BbISBJIEHHOM
LBYCTOPOHHei HeMPOCEHCOPHOIA TYroyxocTn — 6bIN0
NpeAnoJioXXeHo Hanuyne pefKon ayToCOMHO-peLec-
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CMBHOIW GOPMbl CUHAPOMA YAJIMHEHHOTO MHTEpBa-
na Q-T, a uMeHHO cuHppoma [xepsenna-Jlanre-
HunbceHa.

[ns OKOHYaTenbHOW BepubuMKauunm puarHosa
BbIMO/THEHO MOJTHOTEHOMHOE CEKBEHWpPOBaHMWE, MO
pesynbTaTaM KOTOPOro MaToreHHbIX, BEPOATHO naro-
FeHHbIX, MyTauuil C HeonpedeneHHOW KNMHWYECKON
3HAUMMOCTb0, aCCOLMMPOBAHHbBIX C CUHLPOMOM YAJIU-
HEHHOro MHTepBana Q-Tc, a TakXXe HanuyneM Jpyrux
3ab0neBaHuii cepaLa, BbIBIEHO He 6bINoO.

YunTbiBasi OTCYTCTBUE Xano6, CUHKONaNbHbIX CO-
CTOSIHMIA, OTATOLLEHHOr0 CEMENHOro0 aHaMHesa, 3ape-
FMCTPUPOBAHHBIX XKENY[0YKOBbIX HapyLWeHWA puTma
cephua, CTONKOro yanmHeHusa nHtepsana Q-Tc Ha KT
MOKoS, 6bII0 NPUHATO PeLleHne BO3AepXaTbCa OT Ha-
3HayeHus Tepanun 6eTa-afpeHoboKaTOpamMu 1 npo-
[OJIXKUTb HabtoJeHne B IMHAMUKeE.

KAMHUYECKUU CAYYAM 2

Jesouyka X., BnepBble NocTynuna B oTAeNeHne
AETCKOW KapAuonoruy u MeanLMHCKOA peabunuta-
uum OrbyY «<HMUL um. B.A. Anma3soBa» B Bo3pacTe
11 net ¢ xanobamn Ha peLuauBUPYIOLLNE NPECUHKO-
nanbHble COCTOSIHMSA, BO3HUMKalOLL e BO Bpems 3abopa
KpPOBM, @ TakXe Nnpu nepexoje U3 ropusoHTanbHoOro
NOJI0OXKEHUS1 B BEPTMKaNbHOe, CMHKOMNANIbHbIX COCTO-
SIHUIA He oTMeyanocb. B TeueHne 6 net npodeccumo-
HanbHO 3aHMManacb nnasaHueM. CeMeiHbl aHaM-
HEe3 OTArOLLEH: Y MaTepu B Bo3pacTe 25 neT (uepes
1,5 Mecsaua nocne pogos) BCC (npu Xu3Hu oTMeya-
NIUCb PeLuauBUpYIOLLME CUHKONANbHbIE COCTOAHUS),
y npageaywkn (aeaywka mambl) — BCC B 56 neT Bo
cHe. lpu natonoroaHaToMM4yeckoM uccliefoBaHuK
MaTepu CTPYKTYPHOM NaTonorum ceppua He BbisiBfie-
Ho. 9KI maTtepu 1 npageaywkn oTCYTCTBYIOT, OAHAKO
npegoctaBneHa KM geaywku (oTua Mambl) ¢ 3ape-
FMCTPUPOBAHHbIM YANMHEHUEM KOPPUrMPOBAHHOMO
uHtepsana Q-T fo 488 mc.

N3 aHaMHe3a 3a60/seBaHMA M3BECTHO, YTO MpH
MPOXOXJEHNUM NIAaHOBOr0 06Cnes0BaHNA B CNOPTUB-
HOM aucnaHcepe Ha JKI nokosi 6bIN0 3aperucTpupo-
BaHO TPaH3WTOPHOE YANMHEHUE KOPPUTMPOBAHHOIMO
untepsana Q-T po 483 mc. lNpu npoBeaeHUn Benoap-
rOMeTpuu BbISIBNEHO YANIMHEHUe uHTepBana Q-Tc Ao
571 Mc Ha nuke QU3NYECKON Harpysku npu yactore
cepAeyHblX cokpawieHuit 172 ya./mMuH. CnopTMBHbIMM
Bpayamu OTCTpaHeHa OT CNOpTa U HanpaB/ieHa Ha 06-
cnefoBaHme.

B xoae KOMNieKcHOro o6cnefoBaHus, NPoOBEAEH-
Horo B ®I'BY «<HMWULL um. B.A. Anma3oBa», AaHHbIX
3a CTPYKTYPHYIO MaTonoruio U BPOXAeHHble NOPOKU
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cepiua He nosiyyeHo. McknoyeHbl BTOPUYHbIE MPHU-
YMHbI YANUHEHUS uHTepBana Q—T: 3NeKTPONUTHbIE Ha-
PyLIEHUs, IHAOKPUHHbIE 3a60NeBaHNA, NpUeM nekap-
CTBEHHbIX MpenapaTos, yAauHsALWNUx nitepsan Q-Tc.

Mpu aHanu3e anekTpoKapAuorpapuyeckux LaHHbIxX
BbISIBNIEHbI CNeaytolne xapakTepHble U3MEHeHUs: B
COCTOSIHUM NMOKOS PerucTpMpoBancs CUHYCOBbIA pUTM
CO CpejHeil YacTOTON CepAeYHbIX COKpALLEHMii 0T 56
[0 72 yA./MWUH 1 BapuabenbHbIM 3HaYeHUEM KOppu-
rupoBaHHoro Q-T-untepBana ot 440 go 480 mc. IMpo-
BeZleHWe OpTOCTaTUYeCKOW NPobbl CONPOBOXAANOCH
yBennyennem YCC po 88-110 ya./MuH ¢ napannenb-
HbIM MporpeccupyowwnM yanuHennem Q-T-uHtepeana
J10 3HayeHuin 474-494 mc.

Mo faHHbIM cyTOYHOro MoHuTOpUpoBaHus IKI 3a-
perucTpupoBaHo yanuHenne Q-Tc go 570 mc npm ag-
TOMaTMYecKoM aHanuse B TeyeHune 17 4 34 MuH, npu
CpefHecyTOYHOM 3HauyeHun 467 Mc (AuManasoH Korne-
6aHuit 426-570 mc). Mpu pyyHOM NepecyeTe MakKcu-
ManbHbIA nHTepBan Q-Tc coctaBun 490 MC Ha MUHU-
manbHoi YCC (56 yA./MuH), Ha MakcumanbHoit YCC
(136 ya./MuH) — 426 mc (puc. 3).

BbinonHeHa npo6a ¢ [,03MpoBaHHON (U3NYECKOii Ha-
rpy3Koii (TpeaMUA-TECT): HapYLLEHUs pUTMa U NPoBOAU-
MOCTY He 3aperncTpupoBaHbl, uHTepsan Q-Tc Ha 4-i Mu-
HyTe BOCCTaHOBUTE/bHOrO nepuopfa coctasun 434 mc.

KoHTponbHOe obcnefoBaHue NpoBeAeHO Yepes
2 Mecsua nocne NpekpaLLeHns TPEHMPOBOK ANs Ang-
(hepeHUNanbHOIi AUarHOCTUKM C O6POKAYECTBEHHBIM
Q-T-pemogenupoBaHueM, HabnwAaeMbIM y COpTC-
MeHOB. CTaTUCTMYECKN 3HAYMMOWN JMHAMUKW NpOJON-
XUTENbHOCTU MHTepBana Q-T BbIABNEHO He 6bifo.

ORIGINAL PAPERS

Lpp ot 'Mﬂ% e

Ha ocHOBaHWW OTATOWEHHOTO0 CEMEHHOro aHam-
Hesa W [aHHbIX KJIWHUKO-MHCTPYMEHTaNbHOrO 06-
cnefioBaHus (HECMOTpPS Ha TPaH3UTOPHbI XapaKTep
yANMHeHns uHTepBana Q-Tc), 66110 BbILBUHYTO Npea-
MoNoXeHne o HacneacTBeHHol dopme LQTS, ¢ Hau-
60NblUeN BEPOATHOCTbIO — 2-TO MOJIEKYNIIPHO-TEHETH-
yeckoro Tuna (KCNH2-accouMmMpoBaHHoro).

lpoBeaeHa cTpaTUdNKaLMS BEPOATHOCTU BPOXKAEHHO-
ro LQTS no kputepusm LLBapLia; 3aperncTpupoBaHHas 6pa-
aukapaua — 0,5 6anna; cnyyait BCC B ceMbe B MONOJOM
Bo3pacTte o 30 net — 0,5 6anna; yneH ceMbm C CUHAPOMOM
yAAMHeHHoro uHTepeana Q-T — 1 6ann, TakuM o6pasom,
CyMMa cocTaBuna 2 6anna, YTo 03Hayano CPeSHIK Bepo-
ATHOCTb CMHAPOMa YAIMHEHHOrO UHTepBana Q-Tc.

C y4yeToM OTCYTCTBUA CTOMKOrO YAJAUHEHUS UHTEp-
Bana Q-Tc Ha 9KI nokos, cMHKONaNbHbIX COCTOSHUN,
3aperncTpMpoBaHHbIX XeNyAo4YKOBbIX HapyLeHuii
puTMa cepaua oT Tepanuu B-afpeHo6i0KaTOpaMu
ObINI0 NPUHATO peLleHne BO3AePXKaTbCA L0 NOJTyYeHUs
pe3ynbTaToB reHeTUYeckoro 06¢cneoBaHus.

B pamkax AnarHoCTU4eckoro noucka BbIMOJIHEHO
MONHOTEHOMHOE CeKBEHKUpOBaHue. PesynbTtaTbl uccne-
[OBaHMUS HE BbIIBUIN NATOTEHHbIX, BEPOSTHO NaToOreH-
HbIX BapuaHTOB W1 BapUaHTOB C HEOMNpeLeneHHON KNu-
HWUYecKoii 3HauumMocTbio (VUS) B uccnefyeMbix reHax.

MauneHTKa NpofoMmKaeT HabnAaTHCA aMByNaToOPHO.

KAMHUYECKUU CAYUAH 3

MauueHT T., 16 neT, HanpaBneH Ha 06cnefoBaHne
13 CNOPTMBHOIO JMCraHcepa B CBA3W C anu3ofamu yi-
NuUHeHus nHtepeana Q-Tc.

u BN B (P S S N S ) 1 va

— Ty ——

V) EAGYD! DO GOMLwae NNy

VU Z0rvsa/o Al 1084k

Puc. 3. ®parmMeHT CyTOUHOr0 MOHUTOPUPOBAHMSA INEKTPOKapPAMOrpaMmMbl nauneHTkn X. (nHtepsan Q-Tc 475 mc)

Fig. 3. Fragment of daily monitoring electrocardiogram of patient G. (Q-TS interval 475 ms)
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Ha momeHT o6cnepoBanus B ®IBY «HMUL
nMm. B.A. AnmMa3oBay anob He 0TMeYaeT, CUHKOMaNbHbIX
W NPeCUHKONanbHbIX COCTOSHUIA He 6bino. B TeyeHne
5 neT 3aHumaeTcs hyT60/10M EXEAHEBHO MO 4-5 Yacos.
CemeiiHblit aHaMHes no BCC v reHeTUyecKku-geTepMuHm-
poBaHHbIM 3a601eBaHUSAM CEPALIA HE OTATOLLEH.

B xofe KOMNIeKCcHOro o6¢cnefoBaHus, NPOBefEH-
Horo B ®IrbY «<HMWUL|, um. B.A. AnmasoBa», faHHbIX
3a CTPYKTYPHYIO NaToNoruio U BPOXAEHHbIE NOPOKK
cepAua He nonyyeHo. McknyeHbl BTOPUYHbIE MpK-
YMHbI YANUHeHUs uHTepBana Q-T: 9NIeKTPONUTHbIE Ha-
pyLLeHUs], 3HAOKPUHHbIE 3a60NIeBaHNS, NPUEM JieKap-
CTBEHHbIX NpenapaTos, yAIMHALWMX uHTepean Q-Tc.

Mo AaHHbIM MOBEPXHOCTHOI 3K B NONOXEHMU
nexa uHtepBan Q-Tc Haxofgunca B npeaenax Hop-
ManbHbIX 3HauyeHwii (410-448 Mc) ¢ anu3oaamu yanu-
HeHus po 498 mc B opTocTaze. CMIKI geMOHCTpupo-
Bano yanuHenne Q-Tc o 531 Mc (aBToMaTuyeckui
aHanus), B To BPeMsl Kak Npu pyyHOM nepecyeTte Mak-
cuManbHblid MHTepBan Q-Tc gocturan nuwb 467 Mc.
HeckonbKo pas, B TOM yucne B CNOPTMBHOM JUCNaH-
cepe, MpoBoAnaach npoba ¢ J03MPOBaHHON Husmye-
CKOW Harpyskoil (Tpegmun-tect): uHTepBan Q-Tc Ha
4-i MUHYTe BOCCT@HOBUTENIbHOIO Mepuoja cocTaBun
455 mc.

[prHNMasa BO BHUMaHWE OTCYTCTBUE CHHKONab-
HbIX COCTOSIHUIA, OTCYTCTBUE YANMHEHUA WHTepBana
Q-Tc Ha cepumn IKT nokos, cnyyaes BCC B cembe B
MOJIO[IOM BO3pacTe, BEPOATHOCTb HAMYUA Y naLueH-
Ta CUHAPOMa yANMHEHHOro uHTepBana Q-Tc (no kpu-
TepusM LBapua) 6bina pacueHeHa Kak HU3Kas.

C yyeTOM TpaH3WTOPHOro XapakTepa YAJNMHEHUS
nHTepBana Q-Tc, a TakKXe XenaHua nauueHTa u ero
popuTeneii NPoAOMKUTL 3aHATUA npodeccroHanb-
HbIM CMOPTOM, 6b1J10 NPOBELEHO NOJTHOTEHOMHOE CEK-
BEHWPOBaHMe, N0 pesynbTaTaM KOTOPOro BbisiBNEHa
natoreHHas myTaums B reHe KCNQT.

OBCY)XAEHUE

HacneacTBeHHble apUTMOreHHble CUHAPOMbI, B TOM
ymncne CUHAPOM yAJIMHEHHOrO UHTepBana Q-T, Hepeako
NpesCcTaBnsAoT CO60M CNOXHYH UarHOCTUYECKYHO 3afa-
uy BBUAY BapnabenbHoM KnnHndeckoii n IKM-KapTuHbI U
NOTEHLMaNbHO XM3HEyrpoxatoLlero TeyeHus. OwmoKu
ANarHoCTUKM, C OLHON CTOPOHbI, MOTYT UMeTb (aTanb-
Hble NOCNeACTBUS, C APYroil CTOPOHbI, MPUBOAUTD K He-
060CHOBAHHbIM MOXWU3HEHHBIM OrPaHUYEHUSIM.

CywecTByeT 3HauuTenbHas HeonpefesieHHOCTb
AN Bpaya B TPaKTOBKE KAMHUYECKMX CUTYyaL Wi, Kor-
[ia UMeeT MEeCTO TPaH3UTOPHOE YANNHEHWE UHTepBana
Q-Tc, korga GeHoTun 3aboneBaHusi He COOTBETCTBYET
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reHoTUNy, YTO MOAYEpPKNUBAET HEOOXOAMMOCTb HaKo-
MAEHUSA U ONUCAHUS TaKMX ClyYyaeB U YETKOro eMHOro
noAxoAa K AnarHoCcTHUKe 1 fanee B BeAeHUN NaLUEHTOB.

CornacHo uccnepoBaHuaMm, go 40% anarHosoB
LQTS, ycTaHOBNEHHbIX B HecnewuuanusnupoBaHHbIX
YYPEXAEHUSX, HE MOATBEPXKAAIOTCA NPU IKCNEPTHON
OLieHKe B NpoGubHbIX LeHTpax [15].

LlenecoobpasHoCTb perynsipHoro nepecmoTpa AaH-
HbIX FEHETUYECKOro TECTUPOBAHNS NOATBEPKAAETCS Kiu-
HUYECKUMN HabnoaeHusMn. CornacHo MCCnefoBaHuio
V. Karlinski n coaBr., cpeay 1829 nauueHTOB C yAJMHEH-
HbIM MHTepBanoM Q-Ty 32 n3HayanbHO He 6bINo BbISIB-
NeHO NaToreHHbIX BapuaHToB. OgHaKo npu NOBTOPHOM
NPOBEAEHNN aHaNK3a B CBA3M C COXPaHAIOLLUMUCS KITUHK-
YecKMMU NposiBNeHnsaMM y 35% nauueHToB JaHHOM rpyn-
Mbl 6b11 MAEHTUDULMPOBAHBI NPUYNHHBIE MyTaLwK [16].

B nBYyX mepBbiX NpeAcTaBieHHbIX KAMHUYECKUX
cnyyasx nepBoHavyanbHas BbICOKasi KNMHWYecKas
BepPOSAITHOCTb LQTS He 6bina NOATBEPXAEHA Pe3y/b-
TaTaMu reHeTMYecKoro UccrefoBaHusi, YTo, B CBOK
ovepejb, onpesenuno AanbHenwWwyro TakTUKY BefeHus
naLMeHToB.

B nepeom cnyyae fuarHOCTMYECKUIA MOUCK Obin
chOoKycupoBaH Ha BbISIBIEHUM BTOPUYHbBIX MPUYKH
TPaH3UTOPHOTO yAMHeHus uHtepsana Q-Tc. MNaumneH-
Ty 66110 pekoMeHA0BaHo npoBefeHne KM B fekpeTu-
pOBaHHble BO3paCTHble NepUoSbl.

Bo BTOpOM cnyyae, HECMOTPS Ha OTpULATENbHbI
pesynbTaT reHeTMYecKoro TeCTUPOBaHUA, AUarHo3 Ha-
CNeACTBEHHOro CUHAPOMA 6bll NPU3HAH BEPOATHLIM
Ha OCHOBaHMM (EHOTUNUYECKUX MPOSBNIEHUA M OTH-
rOWeHHOro CeMenHoro aHamHesa. bbino pekomeH-
[AO0BaHO AMHAMUYecKoe HabnofeHue C perynsipHbim
9KI-KOHTpONEM W APYrUMU KapAUONOTUYECKUMN 06-
cnepoBaHuamu. C poanTensamu obcyxaeHa BO3MOX-
HOCTb MNOBTOPHOIO FEHETMYECKOr0 TECTUPOBAHMSA Yepes
2-3 roga pna MHTepnpetauun pesynbTaTtoB C y4eTOM
o6HOBRAKOLWMXCA 6a3 AaHHbIX. B nepcnekTuBe He uUc-
KJTIOYEHO NpoBefieHne paclUUPeHHOro reHeTUYeckoro
aHann3a (CeKBEHUPOBaHUE HEKOAMPYIOLLMX PEFMOHOB,
uccnefoBaHue 3NMreHeTUYeCKUX MoanduKaLmi).

JlaHHaA TakTMKa cornacyertca c pesynbTaTaMu
uccneposanus V. Karlinski n coaBT., B kKoTOpoM 31%
reHOTUN-HEeraTUBHbIX NALMEHTOB UMENU OTArOLLEHHbI
cemeiiHbln aHamHes no LQTS [16].

B npeactaBneHHOM TpeTbeM cyyae BepupuLmpo-
BaH 1 MonekynsipHo-reHeTUuYecknii BapmaHT LQTS. He-
CMOTPSl Ha peKOMeHAaunu no Mmogudukaunm obpasa
XXU3HU C UCKNIOYEHNEM NPODECCUOHANBHBIX CMOPTUB-
HbIX Harpy3ok, TepaneBTUYecKas TakTuka B OTHOLIe-
HUK Ha3HayeHus 6eTa-aflpeHo6N0KaTOpPOB TpeboBana
WHAUBKUAYaANbHOrO nogxofa. [lunemMma sakntovanacb
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B OTCYTCTBUW 3HAYMMOTO YaNNUHeHus Q-Tc (norpaHuy-
Hble MNU MUHUMANbHO NpeBblLLAOLINE HOPMY 3Haye-
HUA) NPY NOATBEPXAEHHOI NaToreHHoii MyTauuu. Mpu-
HMMas BO BHMMaHKe BO3PacT, N0, KNacc NaToreHHOCTH
BapuaHTa 06HaPYXXEHHOW MyTaLuu, Mbl NPUHANN pelle-
HMEe 0 Ha3HaYyeHMW Tepanun beTa-agpeHo6I0KaToOpamu.
[laHHbIN N0AX0 COOTBETCTBYET COBPEMEHHBIM MPUHLM-
rnam nepcoHann3nupoBaHHON MeANLMHbI NPU NEPBUYHbIX
3NEeKTPUYECKMX 3a60NeBaHUsAX CepALa, Korga Hanuyme
naTOreHHOro BapuaHTa MOXEeT CAYXWUTb CaMOCTOATE b
HbIM NOKa3aHWeM ANs NPOTEKTOPHON Tepanuu, He3aBu-
CUMO OT CTeneHun yanuHexus Q-T-uHtepeana [15, 16].

SAKAIOYEHUE

Takum 06pa3oM, reHeTUYeCKoe TeCTUPOBaHKE Npes-
CTaBNSIET COO0M MOLLHbI MHCTPYMEHT BepuduKauum
ANarHosa npu HacnefCTBEHHbIX apUTMUSX, OfHAKO ero
MPUMEHEHNe COMPSXKEHO C HEOOXOLMMOCTbIO KpUTHYe-
CKOW MHTEpMpeTaLmm pesyibTaToB, UMEOLLMX 3a4acTyio
BEPOATHOCTHbIW XapakTep. KpaeyronbHbIM KaMHeM
JaHHOro npouecca fIBASeTCH MyNbTULMCLMNIMHAPHAS
3KCMepTHas OLeHKa, MPOBOANUMANA CheuuanucTamu ¢
rny60KMMM NO3HAHUSIMM B 061aCTU MONEKYNSIPHON Kap-
Znonoruu u natopnm3nonorum MOHHbIX KaHanoB.

06ocHOBaHa LienecoobpasHOCTb LieHTpanusaLmm
AMAarHOCTUKM U BEAEHWUS MOLOOGHbIX MaLMeHTOB B
CMeLuanu3MpoBaHHbIX apUTMOJIOTMYECKUX LLEHTpaX,
00bEANHSIOLNX KapANONOroB, 3N1eKTPOhM3N0noros
Bpayeil-reHeTUKOB.

B KauecTBe nepcrneKTUBHbIX HanpaBNeHWid Ans
JanbHeiilen paboTbl NPeACcTaBNAETCA HEOOXOAUMbBIM
MOLrOTOBKA YHU(PUUMNPOBAHHbBIX LWArHOCTUYECKUX
anroputMoB ANSi OnNpefeneHns TakTUKK BeLeHUs Kak
reHOTUN-HEraTUBHbIX MALWEHTOB, TaK M HOCUTEneil
MaTOreHHbIX BapMaHTOB C OTCYTCTBYIOWEN NN MUHU-
MasibHO GeHOTUNNYECKON aKcnpeccueii. BHeppeHue
MepcoHanM3MpoBaHHOr0 NOAX0Aa K HasHauyeHU Npo-
TEKTOPHOI Tepanuu W onpeaeneHnio JonycTuMoro

ORIGINAL PAPERS

YPOBHSI (M3NYECKNUX M IMOLMOHANBHbIX Harpy3oK, oc-
HOBAHHOIO Ha WHTErpanbHoOli OLLEHKE FeHEeTUYECKMUX U
KJIMHWYECKUX faHHbIX. Pa3apaboTka KOMMIEKCHOI WKa-
bl CTPaTUGMKALIMK PUCKA, YUUTIBAIOLLEN HE TONBKO Mo-
CTOSIHHOE, HO W TPaH3UTOPHOE yA/IMHeHNe UHTepBana Q-T.

AONOAHUTEAbHAA UHO®OPMALUA

Bknap, aBTopoB. Bce aBTOpbl BHECNU CYLeCTBEH-
Hblii BKJ1aZ B pa3paboTKy KOHLeNLMu, NPOBEAEHNE UC-
CNnefoBaHMsA M NOATOTOBKY CTaTbW, MPOYAM M 0806pU-
nn GUHanbHY BepcUto Nepeg nybnmkayue.

KoHbnuKT MHTepecoB. ABTOpbI AeknapupyoT oT-
CYTCTBME SABHbIX U NOTEHLMaNbHbIX KOHDIMKTOB UHTe-
PECOB, CBA3aHHbIX C Ny6MKaL el HacTosLWell CTaTby.

WUcTouHnk puHaHCcupoBaHusA. ABTOPbI 3aBNAIOT 06
OTCYTCTBMU BHELIHEro GMHaHCMPOBaHUSA MpW NpoBe-
JeHuUn uccnepoBaHus.

WHdopmupoBaHHoe cornacue Ha ny6nukauymio.
ABTOpbI MONYYNUN NMUCbMEHHOE Coriiacue 3aKOHHbIX
npeAcTaBuTENel NaLMEHTOB Ha NybnuKauu Meau-
LIMHCKMX JaHHbIX.
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