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Pesiome

KaTexonamuHepruyeckasa nonumopdHas xenygoukosas Taxukapgama (KIMXKT) n cuHgpom
yannHeHHoro nHtepsana QT (LQTS) asnAoTcA ABYMA pasNnyHbIMK KaHanonaTuamu, npo-
ABNAOLWMMNCA NPEVMYLLECTBEHHO Y MOSIOAbIX MALMEHTOB NPY CTPYKTYPHO HOPMasibHOM
cepue CXOAHOW KIMHNYECKOWN KapTUHOW, HO C Pa3HbIM KNMHUYECKUM TeYEHMEM.
ABTOpbI NPeACTaBNAT KNMHMYECKM cnyydan atunmyHon KIMKT y poACcTBEHHbIX nauu-
€HTOB, XapaKTepu3yloLlenca TPaH3UTOPHbIM yanuHeHnem nHTepsana QT 6e3 c¢BA3m ¢
dusnyeckon Harpyskom. Y 8-netHero npobaHpa C peuuavBUPYOLLMMU CUHKOMANbHbI-
MW COCTOAHMAMU Ha GOoHe NONMMOPOHON XKeNyaoUKOBON TaxMKapAmU C TPAH3UTOPHbIM
yanvHeHvem mHTepBana QT passunacb dubpunnauma xenynoukos (OXK) 1 BHe3anHasA
cepaeyHan cmepTb (BCQ). Y ero 32-neTHel maTepu TakKe Habnoganncb CMHKOMNasbHble
cocToaHuA, anu3ofbl nonnumopdHom KT ¢ TpaH3UTOPHBIM yaANUHeHnem uHtepsana QT 1
BepoATHOCTbIO Hanuuuma LQTS no wkane Weapua 5,0 6anna, 4to N03BOAWIO YCTaHOBUTb
avarHo3s LQTS. MNaymeHTKe 6bin umnnaHtuposaH VK ¢ uenbto nepBuYHoOm NpodunakTnkm
BCC. NMpun MonekynApHO-reHeTMYeCKOM 1CCieloBaHNN y MaTepPU 1 CbiHa OOHapyXeHa Be-
pOATHO naToreHHasa myTauma B reHe RYR2, onvncaHHaa paHee y nauneHToB ¢ KIMXKT.
Takrm 06pa3om, Nog MacKko TPaH3MTOPHOTO YANIMHeHUA MHTepBana QT MOXeT CKpbIBaTb-
ca grarHo3s KIMXKT, noatomy TpebyeTca BHUMaTENIbHOE PacCMOTPEHUE KIMHUYECKUX AaH-
HbIX 1 06A3aTeslbHOe reHOTUNMPOBaHKe naureHTa. XoTa leyeHne obenx KaHanonaTun
O[MHAKOBOE, KNMHNYECKIME NCXOAbl Pa3finyHbl, Tak Kak KIMXKT nposasnaeTtca 6onee 3noka-
YeCTBEHHbIM KIIMHNYECKNM TeYEHNEM.
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Abstract

Catecholaminergic polymorphic ventricular tachycardia (CPVT) and long QT syndrome
(LQTS) are two different channelopathies, manifested mainly in young patients with a
structurally normal heart with similar clinical manifestations, but with a different clinical
course.

The authors present a clinical case of atypical CPVT in related patients characterized by
transient prolongation of the QT interval without connection with physical exertion.
An 8-year-old proband with recurrent syncopal conditions against the background
of polymorphic ventricular tachycardia with transient prolongation of the QT interval
developed ventricular fibrillation (VF) and sudden cardiac death (SCD). His 32-year-
old mother also had syncopal episodes, episodes of polymorphic VT with transient
prolongation of the QT interval and a probability of having LQTS on the Schwartz scale
of 5.0 points, which allowed the diagnosis of LQTS to be established. The patient was
implanted with an ICD for the purpose of primary prevention of SCD. The genetic study of
the mother and son revealed a likely pathogenic mutation in the RYR2 gene, previously
described in patients with CPVT.

Thus, under the mask of a transient prolongation of the QT interval, the diagnosis of
CPVT may be hidden, therefore, careful consideration of clinical data and mandatory
genotyping of the patient is required. Although the treatment of both channelopathies is
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the same, the clinical outcomes are different and CPVT is manifested by a more malignant
clinical course.

Keywords: catecholaminergic polymorphic ventricular tachycardia, transient
prolongation of the QT interval, mutation in the RYR2 gene

B BBEOEHWNE

KaTexonamuHepruyeckasa nonmmopdHan xenygaoukosas Taxnkapaua (KIMXKT) asnaet-
CA NOTEHUMASIbHO JieTaNlbHbIM HacNeACTBEHHbIM aPUTMUYECKM CUHAPOMOM, NPOABAA-
IOLMMCA ABYHaNpPaBiieHHON U NONMMOPOHON XenyAoUYKoBOWN TaxMKapanew, Bbl3BaH-
HOM GU3NYECKOW Harpy3KoM MM SMOLMOHaNbHbIM cTpeccom [1]. MNpun ypoBHeE cMepTHO-
ctn 30-50% K Bo3pacty 35 net KIMKT aBnseTca oAHON 13 Hambonee 310KayeCTBEHHbIX
CepAeyUHbIX KaHanonatun, NPoABAAIOWNXCA NPEVMYLLECTBEHHO Y MOMOAbIX NaLVeHTOB
npu CTPYKTYpHO HopMmanbHoM cepaue [2]. CoobuwaeTcs, uto Yactota KIMKT pocTturaert
1:10 000, HO ee paKTMyecKaa pacnpPoOCTPaHEHHOCTb Hem3BecTHa [3].

MatoreHHble mMyTauum B reHe RYR2 6binu npaeHTudrumpoBaHbl noutn y 60% nauyu-
eHToB C KIMXKT [4]. KaHan cepaeyHOro pvaHoOANMHOBOMO peLenTopa, Kogupyembli reHOM
RYR2, npenHa3sHaueH 4f1A BbICBOGOXKAEHMNA KanbLUKA 1 JIOKann30BaH Ha MembpaHe capko-
nnasmartuyeckoro petnkynyma. Mytauum B reHe RYR2 ¢ ycuneHnem GpyHKLMMN Bbi3blBAIOT
aHOMaJIbHbIV BbIXOA KaNbLA 13 CapKOMIa3MaTUyeCckoro peTukynyma, Uto NpuBOAKT K 3a-
LEePXKKe AenonapusaLum 1 enyaoukoBbiM apuTMuam, Habnogaemoim npu KMXKT [5, 6]. B
TeyeHrie HeCKOJNIbKMX NeT MyTauum B reHe RYR2 cuutannch cneunduryeckumm TonbKo and
KIMXT. OgHako BbICOKOMPOM3BOAUTENIbHOE CEKBEHMPOBAHME HOBOro nokoseHuna (NGS)
MoO3BONUIIO NAEHTUPULMPOBATL MyTaLMK B STOM FeHe 1 Npwy APYrrX 3a6oneBaHmnaxX, Takmx
KaK CMHAPOM yanuHeHHoro nHTepeana QT (LQTS) [7] n ngrnonatuyeckas oubpunnaums
xenygoukos (OX) [8].

CumnTombl KIMXKT ¢ TpaH3nTOpHbIM yanuHeHnem nHtepsana QT n LQTS, ocobeHHO npu
LQTS 1rna 1, cxofHbl B TOM, YTO dr3Myeckas HarpysKka Bbi3blBAET »Keny[oUYKOBYO apuUT-
Muto, Kotopasa moxeT npmsectn K BCC. TouHbIN AnarHO3 MMeeT BakHOe 3HayeHue, no-
CKOJMbKY YacTOTa apUTMMYECKMX COObITUIN NpU fleyeHnn beTa-agpeHobnoKaTopaMmm ocTa-
eTCA 3HaumTeNbHO Bbiwwe y naumeHToB ¢ KIMXKT, uem y naumneHTos ¢ LQTS [9]. Y nauyneHTOB
¢ KM>KT pa3BrBaeTca aputmumA 13-3a 60/1bLLOMO KOMYECTBa KasbL1s, BbICBOOOXAAaeMOro
13 capKomniasmaTnyecKkoro peTnkysyma, B TO BpeMs Kak y nauneHTos ¢ LQTS pa3suBaeTca
torsades des pointes 13-3a NOBbILLIEHHOW paHHe NOCTAENONAPM3aLMU U 6oee BbICOKOM
reTeporeHHOCTV MPOAOIKNTENBHOCTM MOHO(A3HOrO NoTeHUMana AencTBNA Cpean pas-
JIMYHBIX Y4aCTKOB MMOKapAa.

MHTepecHo otmeTuTb, uto NnpmepHo 30% nauuneHToBs ¢ KIMKT npy Hannumn npexoas-
LLlero ymepeHHoro yaiMHeHnsa nHtepsana QT 6onee 460 mc Obinv OlIMOOYHO AArHoOCTH-
poBaHbl Kak LQTS [10], uto yka3biBaeT Ha cnoxHocTy otanuma LQTS ot KIMKT.

B 3TOM MccnenoBaHmm Mbl coobuiaem o MyTauum B reHe RYR2, o6Hapy»KeHHOW y MaTe-
PU 1 CbiHa, Y KOTOPbIX ObIfM NOEHTUYHbIE KIIMHUYECK/E NPOABEHNA B BUAE CUHKOMasb-
HbIX COCTOAHWUI, KOPOTKUX 3Nn30A0B HeycTonumeor KIMKT Ha ¢poHe bpagmkapamm v anu-
30[0B TPaH3UTOPHOTO YANHeHUs nHTepBana QTc 6e3 cBA3U C GPU3NUYECKO Harpy3KON.
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B KIIMHUYECKAA XAPAKTEPUCTUKA MALMEHTOB W PE3YJIBTATbI
FEHETUYECKOIO AHAJIN3A

MpobaHA — 8-NeTHUN ManbuYmK NOCTYMN B peaHUMaLOHHOe oTaeneHre 4- ropoa-
CKOW OETCKOWN KNMHNYECKON GONbHULbI C OCTAaHOBKOW CepAeyuHOo AesTeNlbHOCTY U npe-
KpaleHvem 3¢deKTMBHON remoanHaMuKkm Ha ¢oHe dubpunnauum xenynoukos (OXK).
Mocne pnutenbHOW peaHUMaLMK Y MOBTOPHbIX KapAMoBepCuin Gbina KOHCTaTMpPOBaHa
KNMHMYeCKasa cMepTb.

B aHamHe3e poguTenun pebeHka oTMevany peungmBrpytoLmne CUHKOManbHble COCTO-
AHNA C PaHHero JeTCTBa, He CBA3aHHble ¢ GM3NYecKon Harpy3kol (pebeHoK 3aHMmanca
TaHUamu), 3acTaBuBLUME UX 06paTuTbCcA B PHIL, HeBponorum 1 Helipoxupyprum c nogo-
3peHnem Ha anunencuto. Mpu obcnegoBaHuKM pebeHKa B Bo3pacTe 7 fieT no gaHHbIM MPT
1 KT CTPYKTYpPHbIX HapyLUeHWUA rOfIOBHOIO MO3ra BbIiIBNEHO He 6bl10. HeBponornueckumi
[MarHo3 6bl1 UCKNUEH 1 poanTensaM Oblo peKoMeH0BaHO 06paTUTLCA Ha KOHCYNbTa-
uno K kapguonory. Ha 3Kl B 12 otBefieHMAxX Ha ¢doHe cmHycoBol bpagukapgum ¢ YCC
54 yn/MUH 6bIIM 3aperncTpuMpoBaHbl yanuHeHne nHtepeana QT >600 Mc, HapylueHus
penonapu3aLmmn B HUXKHeNaTePanbHbIX OTBEAEHMAX U N3MeHeHMsA 3y6La T B oTBeaeHUsx
V1-V2 (puc. 1).

bbino BbinosiHeHo XM 3KI, Ha KOTOPOM PErncTprpoBann YacTble NoMMOpPdHbIE Xe-
NY[OYKOBbIE SKCTPACUCTONbI, 3MM304bl HeycTolumBon nonumopdHon KT Ha doHe bpa-
AvKapaun co cpepHert YCC 54 ya/MuH n TpaH3nTopHoe yanuHeHne QTc go 580-600 mc
(puc. 2). Mo pe3synbratam XM KT 6bin rocnutanvsnposaH B 4-to [[KB, no gaHHbIM IxoKI
CTPYKTYpPHbIX NOPa)KeHUIN ceppLa He BbiABEHO, Obln YCTaHOBMIEH AMArHO3 «HapyLUeHns
putMa ceppua» (>KenyfoyKoBble SKCTPACUCTONbI, 3MM304bl HEYCTOMUYMBON MONMMopd-
How XKT), pebeHOK BbinvcaH fJomoi. Yepes 6 mecsALEeB NOC/e SMOLMOHaNbHOIO cTpecca y
pebeHKa pa3BUIOCb CMHKOMANbHOE COCTOAAHUE, NPOM30LLIa OCTAaHOBKA CepheyHon aen-
TeNbHOCTY (GUOPUNNALKMA XKenyLoUKoB), 1 pebeHOK Obin JOCTaBNeH B peaHMMaLNOHHOe
oTfeneHre, 0 YeM U3NOXKEHO BbILLE.

10wt 5 g S50 035

Puc. 1. 9KI-12 npo6anpa
Fig. 1. Proband’s ECG-12
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Puc. 2. CytouHoe moHuTopupoBaHme KT npo6aHpa. ®parmenTtbl Kl ¢ snnsopamm yanuHeHusa QTc ao
580 MC 1 HeYCTOMYMBbLIM NapOKCM3MOM ABYHanpasneHHom KT

Fig. 2. 24-hour holter monitoring of proband ECG. ECG fragments with episodes of QTc prolongation up
to 580 ms and nonsustained paroxysm of bidirectional VT

B3ATa KpOBb Ha reHeTMyeckoe TeCTUPOBaHWE, KOTOpPOe MpPOBeAeHO MOCMEPTHO C
NMUCbMEHHOTO COrNacuA MaTepu Ha NPoBefeHVie FeHOTUMNPOBAHUA U aHOHUMHYIO Ny6AN-
Kauuio pesynbraToB. MiccnegosaHuvie nposoamnu metogom NGS ¢ ncnosnb3oBaHveM naHe-
nu reHoB Extended Cardio (Sophia Genetics) Ha cekBeHaTope NextSeq (lllumina). ¥ na-
LMeHTa BbiABNEH BEPOATHO NaToreHHbI BapuaHT IV Knacca cornacHo kputepnam ACMG
[11] c.11814C>A (p.Ser3938Arg, rs794728704) B reTepo3UroTHOM COCTOAHUN B reHe RYR2.
Kpome 3Toro, o6Hapy»xeHa 3ameHa c.4076G>A (p.Arg1359His, rs750836033) c HeycTaHOB-
NeHHoN KnuHnyeckor 3HaummocTblo (Il knacc nnn VUS) B reHe MYH7, KogupyioLuem Taxe-
nyto Uenb B-M1O3MHa 1 acCOLUNPOBAHHBIM CO CTPYKTYPHbIMM HAPYLLUEHMAMM MUOKapaa
(cm. Tabnuuy).

32-neTHAA MaTb npobaHga obpatunack B PHIL «Kapguonorus» ¢ uenbio obcne-
posaHuAa nocne BCC ee 8-netHero cbiHa. B aHamHe3e oTmeuyana CMHKOMasbHble CO-
cToAHUA B Bo3pacTe 7, 11, 13 u 19 neT, He cBA3aHHble C pM3NYeCKON Harpyskon. Ha
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leHeTnYecKne BapnaHTbIl, BbiAABJIEHHbIE Y NayueHTa metogom NGS
Genetic variants identified in the patient by the NGS method

len DK30H MonoxxeHune B KAHK 3ameHa AK rs s
annensa

RYR2 88 c.11814C>A p.Ser3938Arg rs794728704 -

MYH7 30 c4076G>A p.Arg1359His rs750836033 0.0000199

MNpumeyanuna: NGS — meTof BbICOKONPOU3BOANTENbHOMO ceKBeHnpoBaHua; KOHK — komnnemenTapHaa [IHK; AK — amuHokucnota.

JKI-12 pernctprpoBanu CUHYCOBbIN PUTM C yMEPEHHbIMU HapyLLEeHVAMN penonapmnsaumnm
B HVXKHEenaTepasabHOM 0651acTy, NPOAOMKNTENbHOCTb MHTepBana QTc B npefenax HOpPMbl
(407 mc) (puc. 3).

Mo gaHHbIM Ox0oKI 1 MPT ceppua CTPYKTYpPHbIX HapyleHuin He BbiasneHo. Mpu XM
JKI 6bina 3apernctpmpoBaHa nonMmopdHasn xenygoukosasa skcTpacuctonma (306 K3C
3a nepuog XM), napHas K3C v enynoukoBasa anioputMua no Tuny bureMmHun, 3ape-
rmcTpmpoBaHo 11 3MM3040B HEyCTOMUMBON NONMMOPQHON XKenyAoUuKOBOWN TaxMKapamm
co cpepHeint YCC 170-179 ya/muH (puc. 4). B nepuon 604pCcTBOBaHUA U CHa 3aperncTpu-
poBaHo 69 3nN13040B NaToNorMyeckoro yanuHeHus nHtepesana QTc (500 mc n 6onee) 06-
wern npogomKutTenbHocTblo 11 yacos 10 MUHYT - 38 3nNn300B B Neprog 604pCTBOBaHNA
1 31 3nu3op B Neprof HOYHOro cHa. MaureHTKe 6bin1 HazHaueH 6eTa-6nokaTop — nponpa-
Honon 40 mr no Y2 Ta6. 3 pa3a B AeHb, OHAKO 3KCTPACUCTOSbI U SMN304bl HEYCTONYNBON
nonumopdHon KT coxpaHanuck. InarHos npexopauiero LQTS naumeHTKe Gbin ycTaHOB-
NeH Ha OCHOBaHUW KNHMYecKnx AaHHbix (BCC ee 8-neTHero cbiHa, CUHKOMNAasbHble COCTO-
AHNA B aHaMHe3e), yannHeHua QTc npu maHyanbHoM oueHke anm3onos XM SKIT go 600 mc
W YacTbiX 3Nn30[0B HeycTonumson nonumopdHon XKT. OueHka BepoaTHocTM LQTS no
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Puc. 3. 9KI-12 matepu npo6aHaa
Fig. 3. ECG-12 of the proband mother
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Fig. 4. 24-hour holter monitoring of proband’s mother. ECG fragments with polymorphic VPB and
nonsustained VT paroxysm

wkane LLeapua coctaBuna 5,0 6anna. MauneHTke 6611 MMNNaHTUpoBaH VK[ n3-3a Bbico-
KOW BEepOATHOCTY pPeLuanBUPYOLLIX apUTMAIA C Lienblo nepeuyHomn npodunaktnkm BCC.
Bo Bpema perynapHbIX KOHTPOJSIbHbIX NMOCeLleHUn 6b110 3adUKCMPOBaHO OnpaBAaHHOe
cpabatbiBaHue VK[ B nepriog 604pCcTBOBAHMA.
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KnuHunuecknii cnyyain KatexonaMmmHeprmyeckom nonmopdHo xenygoukoBor Taxkapaum
C TPaH3UTOPHbIM yANIMHeHnem nHtepsana QT y poACTBEHHUKOB C MyTaLmen B reHe RYR2

B pesynbrate reHetumueckoro aHanmsa obHapyxeHa Ta e MyTauma c.11814C>A
(p.Ser3938Arg, rs794728704) B reTepo3nroTHoM coctoaHun B reHe RYR2, uto n y cbiHa.
HykneotugHaa 3ameHa B reHe MYH7 oTcyTcTBOBana. [ijnarHo3 6bi1 M3MeHeH, U C y4eTom
AaHHbIX reHOTUMUPOBAHWA YCTaHOBJIEHA KaTexonammnHeprmyeckasa noimmopdHas »eny-
[0YKOBAA TaxMKapamna C TPaH3UTOPHbIM YANTMHeHeM nHtepsana QT, CMHKoManbHbIMK CO-
cTosIHUAMUK, UMnnaHTauma K.

B ObCYXIOEHWE

KnnHnueckne npoasnexna LQTS (CMHKoNanbHble COCTOAHMA, XN3HEYrpoXKatoLLme Xe-
Ny[OYKOBblE TaxMKapaumn Bo BpemMsa GU3MUYEeCKoW Harpysku) aHanornyHbl TakoBbIM Npwu
KIMXT. Mo3ToMy B HEKOTOPbIX KIMHUYECKUX CUTYaLMUAX CIOXHO oTnnumTb LQTS ot KIMTKT.
MpumepHo 30% nauymeHToB ¢ KIMXKT 6b11m ownboYHO amarHoctTupoBaHbl Kak LQTS npu
HanMumMy NPexoaALLero yMepeHHoro yanuHeHna nHtepsana QT B 3TUX C/lyyasx, COCTaB-
nsawuiero 6onee 460 mc [12].

MpepblayLire nccnefoBaHUa MPOAEMOHCTPUPOBANY, UTO 3HAUYMTENIbHOE YNCIIO Cllyya-
eB KIMKT 6b1n10 owmnboYHO AnarHocTMpoBaHo Kak LQTS. Tester et al. nokasanu, 4to noyTn
6% 13 269 naumeHToB ¢ LQTS c oTcyTCcTBMEM MyTauMin B reHaX, acCOLMMPOBAHHbIX C 3TOWN
natonorunen, umenn mytaumm B reHe RYR2, accounmposaHHom npexae Bcero ¢ KIMKT [3].
Medeiros-Domingo et al. nokasanu, 4to NoYT TPEeTb NaLMEHTOB C GEHOTUMOM «aTUMNnY-
Horo/Bo3moxHoro» LQTS 1 cHKonanbHbIMY COCTOAHUAMM MPU GU3NYECKOW Harpyske 1
QT c 480 mMc nmenun MucceHc-myTaumio B reHe RYR2, uto yKasbiBaeT Ha HeoOXO4MMOCTb
onddepeHumanbHol guarHoctuku mexgy LQTS n KIMXKT [9].

B AanoHckom nccneposaHunn Ozawa J. et al. [12] y 9 n3 104 naymeHTOB C NepBOHavasb-
HbIM ArarHo3om LQTS 6binun obHapy»<eHbl MyTaumm B reHe RYR2. OHu 6b11v HenpaBunbHO
[OMNarHoCTMPOBaHbl MO 4 pa3nnYHbIM NpUYMHam: 1) TpaH3UTOPHOE YANNHEHME NHTepBana
QTc nocne cepaeyHo-NeroyHon peaHnmauny; 2) yanuHeHme nHtepsana QTc nocne TecTa
C annHedPUHOM; 3) OTCYTCTBUE XKENYLOUKOBbIX aPUTMUIA NpK TecTe C GU3NYECKON Harpys-
Kow; 4) npegnonoxeHune Hannuua LQTS 6e3 fokazaTtenbcts. CBA3aHHble ¢ KITKT xenynou-
KOBble apUTMMK MOTYT GbITb BOCNPOU3BeAeHbl BO BpeMs TecTa C Gpr3nueckor Harpy3Kon
unu nHdysuen nsonpotepeHona. MHaykuma asyHanpasneHHon KT yctaHaBnmBaeT ana-
rHo3 KIMXT Ha doHe «norpaHuyHoro nHtepsana» QTc. OgHako y HebonbLIOro yncna na-
LMeHTOB C MyTaumamm reHa RYR2 coobLanocb 0 TOM, YTO OHU fiEMOHCTPUPYIOT GeHoTMN
LQTS unun nepekpobiBatownincsa ¢eHotmn tmna LQTS v KIMKT [13].

OnvcaHHble KNMHUYEeCKMe Ciyyan oTobpaxanu 3nn3ofabl HeYCTONYMBOM NonMopd-
How KT, He cBA3aHHON C GM3NYECKON Harpy3Kkom Ha GoHe BpagmKkapaun, C aNM3ofamu
TPaH3UTOPHOrO yannHeHus uHtepsana QTc. Y 8-neTHero npobaHaa Ha doHe nonumopd-
How KT, koTopas TpaHcdopmuposanacb B OXK, HacTynuna BCC. 32-neTHen matepu npo-
6aHga 6bin mnnaHTposaH VK ana nepsryHoii npodunaktnkm BCC. Harpy3ouHblii Tect
He NpeACTaBAANIOCb BO3SMOXHbIM BbINMOHUTbL B 3TUX CUTyauuax. Bo Bpema KOHTPONbHbIX
BM3UTOB MaTepu npobaHaa nHtepsan QTc ocTaBanca B fManasoHe HOPMbI, OAHaKO Obl10
3aduKcMpoBaHO onpaBfaHHoe cpabaTbiBaHne VK[ no nosogy HeycTOMUYMBOWM Monu-
MopdHol XKT. Kpome Toro, B 3ToM uccnefoBaHum Mbl obpaliaem BHMMaHUE Ha TO, UTO
anu3opbl KIMKT He 6b11n cBA3aHbl ¢ GM3NYECKON Harpy3KoM 1 NOABAAANCH B COCTOAHUM
MOKOA UM CTPECCOBOW CUTyaLnN.

He cywecTtByeT MexayHapoAHbIX ANArHOCTUYECKMX KpUTEpPKEB, MO3BONAIOWNX OT/IN-
yntb KIMXKT ot LQTS, 1 TpyaAHO OKOHYaTeNIbHO AMArHOCTMPOBATb MaLMEHTOB, Y KOTOPbIX
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€CTb Kak TpaH3uTopHoe yanuHeHne uHtepsana QT, Tak 1 nonmmopdHana »KT. BoamoxHo
CylLecTBOBaHMe Jaxe KOMOMHMPOBaHHbIX KaHanonatuin ¢ deHoTnnom Kak KIMKT, Tak n
LQT. Makita et al. [14] coobLwmnu, 4To B ABYX U3 NATA Cly4YaeB C MyTaLUAMMU B FeHe KanbMo-
LynviHa TakxKe Habnoganucb nepekpbiBatowmnecsa npusHakm KIMKT 1 LQTS. Heobxoaumbl
[anbHenwmne NCCnefoBaHnA Ana BbIACHEHNA NPUYNH YANMHeHMA nHTepBana QT y nayu-
€HTOB C MyTaUMAMU B reHax, accounmnpoBaHHbix ¢ KIMKT.

B 3AK/TKOYEHUE

MNpuBeaeHHble KNMHNYECKME ClyYan MOoKasblBatoT, YTo AnarHo3 KIMXKT moxeT 6bITb He-
pooueHeH y nauneHTos ¢ BCC, a guarHos «npexopawmin LQTS» TpebyeT paccMoTpeHus
Hanuuma KIMKT. O6a 3Tnx apUTMmnyeckinx CMHapoma TpebyioT BH/MaTENIbHOro paccMoTpe-
HUA KIMHUYECKMX JaHHbIX 1 00A3aTeNnbHOro reHoTunupoBaHua. oeHtudumkauma myta-
umm c.11814C>A (p.Ser3938Arg, rs794728704) B reTepo3nroTHOM COCToAAHUN B reHe RYR2
noateeprkaaeT amarHo3 KIMXKT. XoTa neyeHne obenx kaHanonatnin oanHaKoBoe, KNUHU-
yeckme ncxogbl pasnnyHbl, KMKT nposenaeTca 6onee 310KayeCTBEHHBbIM KIMHUYECKM
TEeYEeHnem.
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