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KpacHosapck, 2022 .
3TMONOIMA N BCTPEYaEMOCTb CMHAPOMA yannHeHHoro QT.

CuHgpombl yanuHeHHoro QT (LQT) — pasHopogHaA MNaH3THMYECKas rpynna HapyLleHun,
MONYUYMBLLUMX HaA3BaHME KaHANOMNATUM, MOCKOJ/IbKY OHWM Bbi3biBalOTCA AedeKTaMn B MOHHbIX
KaHanax cepgua. PacnpocTtpaHeHoCTb cuHApomoB yanamHeHHoro QT npubnusutenbHo 1 Ha
5000-7000 yenoBekK. bonbwunHcTBO cnydyaes ygnnHeHHoro QT BbI3BaHO MyTauMAMM B NATU
M3BECTHbIX reHax MOHHbIX KaHanos cepaua (KCNQ1, KCNH2, SCN5A, KCNE1.KKCNE2). TeHeTuKa,
NieXkalaa B oCHoBe CMHAPOMOB yannHeHHoro QT, cnoxHa. Bo-nepBbixX, CywecTByeT OKyCHan
reteporeHHocTb. Hambonee 4yacTbli M3 CUMHAPOMOB yaauMHeHHoro QT, ayTocOMHoO-
OOMMUHAHTHBIM cuHApom PomaHo-Yopaa Bbi3BaH MPEMMYLLECTBEHHO MyTaUMAMWU B ABYX
nokycax, KCNQ1 n KCNH2, a TaKkxe cogencrteyowmm TpeTbum nokycom, SCN5A. Bo-BTopbIX,
pa3Hble MYTAHTHbIE annenn B OA4HOM M TOM e JIOKYCe MOTYT BbI3blBaTb ABa Pa3/INYALOLLMXCA
cMHagpoma ygnamHeHHoro QT, cuHgpom PomaHo-Yopaa v ayTOCOMHO-PeLeccUMBHbIA CUHAPOM
xepsenna-J/laHre-HunoceHa.

MaToreHes cuHapoma yaanHeHHoro QT.

CuHgpom yanumHeHHoro QT BbI3biBaeTca gedeKTamu penonAapusauum B KAeTKax cepgua.
Penonspusauma — ynpasasemblit npouecc, Tpebyowmin H6anaHca mexay HanpaBAE€HHbIM
BHYTPb K/JIETKM NMOTOKOM HATPUA U KanbLUMA U U3 KNETKU — Kanua. JucbanaHc yaavHAeT unm
YKOpaunBaeT ANINTENbHOCTb NOTEHLMaNa AEeUCTBUA, BbI3bIBAIOLLErO COOTBETCTBEHHO YA/IMHEHME
WU coKpalweHue nHTepsana QT Ha aneKkTpokapauorpamme. bonbWMHCTBO cy4yaeB CMHAPOMA
yonvHeHHoro QT BbI3BaHbl MyTaUMAMW C  yTpaToM QYyHKUMM B reHax, KOAMPYHOLLUX
cy6begmMHUUbI AN NONHble BENKN KaHaNoB KanuA (Ha3BaHMA 3TUX reHoB HaunHatoTca ¢ KCN).
3T MyTauMM YMEHbLIAIT PenonApu3aumio, TeM CambiM NpoAseBaA NoTeHuuan AencTBuA
KNeTKM W yMeHbluaa Mopor Ansa nocnegyowen aenonapusauuu. Y Apyrux NaumeHToB C
CUHAPOMOM yanuHeHHoro QT myTauumn ¢ ycuneHnem GpyHKUMM B reHe HATPUEeBOro KaHana,
SCN5A, BeayT K nNOBbIWEHHOMY MPUTOKY HATPMA, BbI3bIBAaA aHANIOTUYHbIE M3MEHEHUA
noTteHuMana gencrema u adpdekTbl penonapmsaunm.
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deHoTUN U pa3BUTME CMHAPOMA yAAnHeHHoro QT

CvHApombl yanuHeHHoro QT xapakTepusyloTcs yaJuHeHWem uHTepsana QT M aHOManusmU
3ybua T Ha aNeKTpoKapAMorpamme, BKAKOYAA TaXMapUTMUIO U MNOAUMOPPHYHO KeNya04KOBY O
TaxvKapguio. MenyaouykoBasa TaxMKapAuMa XapaKTepusyeTcs W3MEHEeHMEeM aMnauTyabl WU
CKpyyMBaHMem Komnsekca QRS. MonumopdHan KenyaoukoBas TaxuMKapaua CBA3aHa C
YOANHEHHbIM MHTepBanom QT 1 06bI4YHO 3aKaHYMBAETCA CNOHTAHHO, HO MOKET YMOPCTBOBATL U
nporpeccMpoBaTb B GUBPUNNALMIO }KENYyA0UYKOB

Mpyn camom 4YacTom BapuaHTe cMHAPOMA yanuHeHHoro QT, PomaHo-Yopaa, 06MOpOoKKU M3-3a
aputMmm  cepgaua —  Haubonee  yacTbim  npusHak. Ecam pebeHoK  ocTaeTcs
HeAMarHOCTUPOBAHHbLIM UM HEe NOJyYaeT NevyeHne, CUHKONANbHble COCTOAHMA MOBTOPAOTCA U
MoryT 6bITb neTanbHbiMK B 10-15% cnyvaeB. Tem He meHee oT 30 po 50% MHAMBMAYYMOB C
CMHAPOMOM yanuHeHHoro QT HUKOrg4a He MMElT CMHKONAAbHbIX cMmnTomoB. CepaeyHble
aNM30/4bl Yalle BCEro BCTpeyatoTca B Bo3pacTe oT 9 Ao 12 net, yMeHbLIAACb CO BpEMEHEM.

3nu3ogbl MOryT MNPOUCXOAUTb B /IO6BOM BO3pacTe, ec/n CNpPOBOLMPOBaAHbI MPUEMOM
MegMKaMeHTOB, yaauHawowmux mHtepsan QT. Hedapmakonornueckme Ttpurrepbl cepaeydHbix
cobbITMin Npu cuHApPome PomaHo-Yopaa OT/IMYAtoTCA B 3aBUCMMOCTM OT OTBETCTBEHHOIO FeHa.
Tpurrepbl LQT1 — 06bI4HO agpeHepruyeckne CTUMYAbl, BKAOYAA PU3IMYECKYHO HArpysky M
BHe3anHble amouuu (1cnyr). Jinua c LTQ2 HaxoAAaTcA B pUCKE KaK NPU HarpysKke, Tak U B MOKOE,
a TaK¥XKe Mpu CAYXOBbIX CTUMYNAX, HANPUMepP 3BOHOK ByaunbHUKa uan TenedoHa. MauneHTbl ¢
LQT3 nmetoT anm304bl € 3amegneHMeM cepaedHblX NoKasaTenen B nepmoapl OTAbIXa U CHa.

Kpome Toro, 40% cnyyaes LQT1 npoasnAwT ceba go 10-neTtHero Bo3pacta; CMMNTOMATMKA
noasnaetca Ao 10 net xu3Hu Tonbko B 10% cnyyaes LTQ2 n kpaliHe peako npu LQT3. CuHapom
LQT5 penKuii, o Te4EHUM U TPUFTEPAX U3BECTHO MEHbLLE.



CuHgpom ygnuHeHHoro QT uvMmeeT HEnoAHYK MeHEeTPAaHTHOCTb, KaK C TOYKM 3peHuA
3/IeKTpoKapamorpadmyeckmx aHOManuMn, Tak U CUHKoNanbHbIX 3nn3onos. o 30% 60nbHbIX
MOryT MMeTb MHTepBasbl QT, nepekpbiBaloOWMecs C HOPMaJAbHbIMKM  KonebaHusmu.
Bapbupytowanca akcnpeccma 3aboneBaHUA MOXKET NPOUCXOAUTb KaK BHYTPU CEMbW, TaK U
meXay cembAmMmu. M3-3a HEMnoJsIHOM NEHETPAHTHOCTU ANA TOYHOrO AMArHo3a y Y1EeHOB CEeMbM
4acTo HeobxoAMMa Harpy3odHas 31eKTpoKapauorpadms.

CuvHApombl yaanHeHHoro QT MoOryT conpoBOXAATbCA AOMONHUTENbHBIMW AAHHBIMKU MPU
MeguUMHCKOM ocmoTpe. Hanpumep, cuHapom [kepsenna-flaHre-HunbceHa (MIM N2220400)
XapaktepusyetcAa rnyboKoM BPOXKAEHHOW HEWPOCEHCOPHOWM [YXOTOM B COYMETaHUM C
CUHAPOMOM yanuHeHHoro QT. 3To ayTOCOMHO-peLeccMBHOe 3aboneBaHne, BbI3bIBAEMOE TaKKe
onpegeneHHbIMM MyTaumammn B ogHom u3 apyx reHos (KCNQ1l wn KCNE1), yyacTeyrowmx B
Pa3BUTMM AyTOCOMHO-AOMMHAHTHOIO CMHAPOMa PomaHo-Yopaa.

[eTepo3nroTHble POACTBEHHUKM MAUMEHTOB C CUHApomMom [Kepsenna-/laHre-HunbceHa He
rNyXue, HO UMetoT 25% PUCK PasBUTMA CMHAPOMA yaanHeHHoro QT.

OcobeHHOCTM GEeHOTUNNYECKUX NPOABAEHUN CUHAPOMA YANMHEHHOro QT:
e nvHHbIM QTc (>470 mc ansa MyxK4umH, >480 MC ANA KEHLLMH)

e Taxmapmtmma

* CMHKOManbHbIe 3Nn304bl

* BHe3anHaa cmepTb

NeuyeHne cnHppoma ygnunHeHHoro QT fleyeHne cuHpapoma yanuHeHHoro QT HanpaBneHoO Ha
npeaoTBpalleHne CUMHKOMANbHbIX 3NM3040B U OCTaHOBKM cepaua. OnTUmanbHoe neyeHue
3aBMCUT OT MAEHTUPUKALMM OTBETCTBEHHOrO B AAHHOM Cayyae reHa. Hanpumep, Tepanua b-
aapeHob0KaTopammM A0 Hayvasla CMMNTOMOB — Hambonee apdpekTnBHbIM MeToa npu LQTL u,
otyactn, npu LQT2, Ho ero sdpoekTmBHocTb Npu LQT3 HesHauuTenbHa. lMpu nedveHun b-
aapeHobnoKaTopamu HeobxoAMMO TLLATENIbHO MPOBEPATb COOTBETCTBME BO3PACTHLIM [03aM,
He NpepbiBaTb NPUEM eKapCTBEHHbIX CPeaCTB.

Ona 60onbHbIX ¢ BpagmKapamelrt MoryT oKasaTbCA HEOBXOAUMMbBIMW BOAUTENU PUTMA; MOXKET
notpeboBaTbcA AOCTYN K BHEWHMM agedubpunnatopam. MMnnaHTMpyemble KapAnoBepTEPbI-
Aednbpunnatopbl MoryT 6biTb HeobxoammbiMu 6onbHbIM ¢ LQT3 MAM HEKOTOPbIM NMLAM C
CUHAPOMOM  yanuHeHHoro QT, anAa  Kotopblx  npobnematvyHa Tepanua  beTa-
agpeHobnokatopamu, Hanpumep O0NbHbIM OPOHXMANbHOMW acTMON, Aenpeccuen wau
caxapHbiM AnabeTom, a TaKkKe NaLmMeHTaM C OCTAHOBKOM cepAlLia B aHaMHe3e.

HeKkoTopble fIeKapcTBa, HanpMmep aHTUAENPECCUMBHBIN NpenapaT amUTPUNTUAUH, GeHUNIPPUH
N oMbEHUNTUAPAMMH, UM NPOTUBOTPUOKOBbLIE IEKAPCTBA, BKAtOYAA GIYKOHA30N M KETOHA30/,
[ONKHbI BbITb UCKAKOYEHbI M3-32 UX AENCTBUA, YyAAMHAOWEro MHTepBan QT MAM NOBbIWEHMA



CUMMNATUKO-TOHUU. WUCKNOYAOT TaKKe BMAbl AEATeNbHOCTM W CMNOpTa, CBA3aHHble C
MHTEHCUBHOM GU3MYECKOM HArPy3KOM M IMOLMOHA/IbHBIM CTPECCOM.

CvHApOM yAnuHeHHoro uHTepeana QT

YCC 90 ypgapos B MUHYTY, aamtenbHocTb QT 0,42 ¢, OTHOCUTENbHAA OAUTENbHOCTb MHTEpPBana
QT coctasnaet 128%, oTKOPPEKTUPOBAHHbIN MHTepBan QTC yanuHeH v paseH 0,49 c.

PuUCKn HacnepoBaHMA CMHAPOMA yannHeHHoro QT.

Nnua ¢ cuHapomom PomaHo-Yopaa umetot 50% WwaHc poantb pebeHKa ¢ yHacnen0BaHHbIMU
MyTaumamm B reHe. NocKoIbKy YacTOTa HOBbIX MYTALMIN HU3KaA, 6ONbLUMHCTBO HONbHBIX UMEHT
NOPa*KeHHOro poanTena (XxoTsa, BOSMOXHO, 6eccMMnToMHOro). YpesBbl4aitHO Ba*KHbl U MOTyT
OKa3aTbCA  YKM3HECOXPAHALWMMM NOAPOOHLIN  CEMENHbIM aHaMHe3 W TuiaTenbHas
KapAMO/IOrMyecKana OLEeHKa 4Y/eHOB CeMbu. PUCK MOBTOpPEHMA ANA CMOCOB MAUMEHTOB C
cuHapomom [Kepsenna-flaHre-HunbceHa — 25%, Kak U OXupaetca nNpu  ayTOCOMHO-
peueccMBHoM 3aboneBaHuu. MeHETPAHTHOCTb M30/IMPOBAHHOIO CUMHAPOMA yaauHeHHoro QT
6e3 rnyxoTbl A4NA reTepo3nroTHbIX HocutTenen cuHapoma xepsenna-JlaHre-HunoceHa — 25%.

Mpumep cuHapoma yanuHeHHoro QT. A.B., 30-neTHAA KeHWMHa C CMHAPOMOM YOJIMHEHHOrO
QT (LQT), obpatnnacb B reHETUYECKYIO KANMHUKY BMECTE C MYXKEM, MOCKO/IbKY OHWU MIaHUPYIOT
bepemeHHOCTb. [lapa Xxo4yeT 3HATb PUCK NOBTOPEHMA 3TOro 3aboneBaHuA y Jeten w



noaxoasaline MeToabl reHeTUYECKOro TECTUPOBAHMA M NpeHaTa/lbHOM ANArHOCTUKKU. HKeHWmHa
Take obecnokoeHa NOTEHUNANbHbIM BANAHNEM BepeMeHHOCTM Ha ee COBCTBEHHOE 34,0P0BbLE.
AnarHo3s cuHgpoma LQT yctaHOBAEH B Hayane TPeTbero AeCATUAeTUA XKU3HWU, Korga oHa
npoxoauna obcnegoBaHMe nocne BHe3anHoM cmeptn ee 15-neTtHero bpata. B uesom oHa —
3[,0POBbIN YENI0BEK C HOPMA/IbHbIM CTYXOM, OTCYTCTBUEM ANCMOPUYECKMX NMPU3HAKOB.

Y Hee HMKOrga He 66110 06MOPOYHBIX COCTOAHMIA. BnocneacTsmm anekTpokapamorpadpuyeckue
AaHHble NoATBEPAMAN AMArHO3 CMHAPOMA Yy Hee, ee OTUA WU OOHOM M3 TETOK NO OoTuy.
MonekynapHoe TecCTupoBaHue BbIABUNO MUcceHc-myTauuto B reHe KCNH2, paHee onucaHHyto B
ApYyrux cembax ¢ cuHapomom PomaHo-Yopaa, Tnn LQT2.

MepBOHaYaNbHO NauUMEHTKa nony4yana 6eTa-agpeHO6/10KaToOpPbl, HO ee KapAuonorn pewwnau,
yTo HU3KaA 3¢PeKTUBHOCTL b-aapeHobnoKkaTopoB npu LQT2 n neTtanbHbIM cnyyan y ee bpata
OnNpaBAbIBaOT MMMNAHTALMIO KapAnoBepTepa-4ePUbPUNNATOPA KaK ei, TaK U ee NOParKeHHbIM
poAcCTBEHHMKaM. lMaumeHTKa — NepBblii Ye/IOBEK B €€ CemMbe, MPOXOAALLMA reHeTuyecKoe
KOHCY/NIbTUPOBaHME N0 CUHAPOMY yaAANHEHHTo QT.



