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OCHOBHBIE ITOJI0KEHUA

* [Ipoenennbiii ananu3 BoisiBieHHsE CYNQT y HOBOPOXKACHHBIX YCTAHOBUII OOJBIIYIO 9D (EKTHB-
HOCTB MOMCKA B TPYIIIaxX PUCKA — MAlHCHTOB C BBIPAYKEHHOW OpajuKapAued U ceMeHBbIM aHAMHE30M
CBC — o cpaBaenuto ¢ OKI'-ckpuHUHTOM.

e JlecaTuieTHU KaTaMHe3 TAIMEHTOB MMOKA3all, YTO KOMOMHAIMSI Tepanuy OeTa-aApeHoOI0KaTopoOM
B COUETaHWMM C OTPaHUYEHHEM JIBUTaTeIbHOI0 PeXUMa U YCTAHOBKOM y psijia MAI[MeHTOB KapIUOBEpTe-
pa-nedudpuiuiaTopa odbecneunBaet npoduiaktuky CBC u HopMaibHOE pa3BUTHE PEOCHKA.

W3yunts 3QPeKTHBHOCTH AMATHOCTUKHA CHHAPOMA YIIMHEHHOTO mHTepBaiga QT
(CYUQT) y nereit u pe3ynbpTaThl HAOIIOACHUS AETEH 110 JaHHBIM KaTaMHe3a.
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[IpoBeneHo OOCIIeOBaHUE JETEH JABYX TPYIIT PHCKa — HOBOPOXKICHHBIX C Opa-
MarepuaJjsl 1 JUKapAued MeHee 2 MEepPUEHTWIS U CEMEHHBIM aHAMHE30M BHE3aITHOW CMEpPTH,
METOAbI U jieTelt ¢ cuHKone ¢ moMombsio DK -CKpHHUHTA, KOMIUIEKCHOTO 00CIICIOBaHUS
BBIJICIICHHBIX TPYIII, U HaOIoIeHue ieTelt B Teuenue 3,5—10 ner .
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YCTaHOBIJIEHO, YTO B IEPUOJIE HOBOPOXKJIEHHOCTH 3HAUMUTEIbHAS 4acThb JETel
MMeEeT MPEXoJislee BTOPUYHOE YUIMHEHHe KoppurupoBanHoro QT, uro TpeOy-
et OKI'-xonTpons mocne neuenus. OOcnenoBanue AeTel W3 TPy pPUCKa HMe-
eT OOJIBIIYI0 BEPOSATHOCTh BBIBJICHHUS NalMeHTOB ¢ uauomnatuueckum CYUQT,
TOTJIa KaK y OECCHMIITOMHBIX JIETEH ¢ HOPMAJIBHOW YacTOTOW CEpACYHOTO PUTMA
BBISIBIIEHHE OOJIEHBIX BO3MOYKHO TOJIBKO MpH mposeaeHnu DK -ckpununra. Y mna-
[UEHTOB C CHHKOIIE Ha aMOyJIaTOPHOM dTare 00CIeI0OBaHusI HEOOXOIUMO UCKITIO-
YeHHE IMUPOKOTO CIIEKTpa 3a00JIeBaHMM, BKIIOYask BPOXKICHHBIC U TIPHOOPETCH-
Hble 0ojie3HU cepama. KiuHudeckuid cTaryc HaOJIoIaeMbIx OOJIbHBIX HE BCETla
COOTBETCTBYET M3BeCTHRIM BapuanTtam CYUQT.
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HezaBucuMo OT HamWuusi WIM OTCYTCTBUS MOJICKYJISIPHO-T€HETHYECKOTO TIOJI-
TBEPIKACHHS JMarHo3a Tepanus OeTa-aJpeHo0I0KaToOpaMu, U B e CIydaeB ee
COYeTaHHe B KOMOMHAIMU C UMILTAHTUPOBAHHBIM KapIUOBEPTEPOM-ehuOpHII-

3akiiroueHue JISITOPOM O0ECIIeUMBACT B TEUEHHE JIIMTEIBHOTO BPEMEHH  KIMHUYECKYIO CTa-
OMJIBHOCTH TIALIMEHTOB, YJOBJICTBOPUTENBHBIC TEMITBI AIMOIIMOHAIHLHOTO, HHTEI-
JIEKTYallbHOTO W (PH3MYECKOTO Pa3BUTHS, MPEAOTBPAIIACT PA3BUTHE CEPACYHBIX
COOBITHIA C HEOIATONPUATHBIM HCXOJIOM.
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Cunnpom ymnnHeHHoro uHTepBana QT ¢ Jletu ¢ /luarHoctuka  ['pynmsl pucka
* lucniancepHoe HaOmroneHne © Karamues ¢ [IpoduiiakTika BHE3aTHOW CMEPTH
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Highlights
* Risk group screening for LQTS among children with severe bradycardia and a family history of
sudden death syndrome demonstrates its superiority over routine ECG testing.
* A ten-year follow-up reports that beta-adrenoblocker therapy combined with limited physical
activity and implanted cardioverter-defibrillator ensures the prevention of sudden death syndrome and
normal development of pediatric patients.

To assess the diagnostic accuracy of long QT syndrome in children and to estimate
the results of the follow-up.

........................................................................................................................................................

High-risk groups of children with bradycardia less than the second percentile and/or a
family history of sudden death syndrome, and children with syncope diagnosed with
the ECG testing were included in the study. All patients underwent routine medical
examination, molecular genetic testing and were followed-up for 3,5-10 years.

........................................................................................................................................................

The majority of children haves transient corrected QT prolongation secondary
to therapy, requiring ECG monitoring. High-risk group screening reports higher
rates of idiopathic LQTS. ECG testing shows its efficiency among asymptomatic
children with a normal heart rate. Patients present with syncope at the outpatient
settings require the exclusion of a wide range of diseases, both congenital and
acquired heart disease. The clinical status of the examined patients does not always
correspond to the known LQTS variants. Molecular genetic analysis provides
relevant information on the genetic heterogeneity of the disease, including new
mutations, both pathological and beneficial ones.

........................................................................................................................................................

Regardless of the presence or absence of molecular genetic confirmation of
LQTS, beta blocker therapy in some cases combined with implanted cardioverter-
defibrillator prevents the development of the adverse events in the long-term
period and ensures normal emotional, intellectual and physical development.

........................................................................................................................................................

Long QT syndrome ¢ Children, Diagnosis * Risk groups ¢ Outpatient follow-up
10-year follow-up ¢ Sudden death prevention
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Cnmcox cokpaieHui

CBC — CHHJIPOM BHE3AIHON CMEPTH
CYUQT — cungpom yniauHeHHOro uHTepBana QT
QTc — KOppUTrHpOBaHHBIN nHTepBan QT

BABb — Oera-aapeHo0I0KaTOPbI
WKJ] — uMIUIaHTUPOBAHHBIN KapIHOBEPTEP-
nepuOpUIISTOP

KT — xemymoukoBasi TAXUKaAPIHSI

Beenenne

Cunnpom ymnunennoro uutepana QT (CYHQT)
OTHOCHUTCSI K TPYIIE BPOXKACHHBIX OONe3HEH MpPOBO-
JAIIeH CHCTEMBbl, 4bsl MATOr€HeTHYecKas CYIIHOCTb
3aKJII0YAeTCs B TEHETHYECKH JIeTePMUHHPOBAHHBIX
WU3MEHEHUSIX CTPYKTYpbl M (D)YHKIMUA TPaHCIOPTHBIX
KaHaJIOB KapIUOMHOIMTOB. J[aHHBIE 0COOCHHOCTH Ha
(oHe cMMIaTHYECKOH CTUMYIISIIMU (OPMHUPYIOT HApy-
HIEHUE TPaHCMEMOPAHHOTO ABHMIKCHUS MOHOB Kallus,
HaTpusl M KaJbLUS U 3aMeJUIeHHe IepHuojia peross-
pHU3anruu MeMOpaHbl KapJHOMHOLINTA, OTPELIIsisi TeM
CaMbIM BBICOKUN PUCK PA3BUTHSI KEITYTOUYKOBBIX TaXH-
apuUTMUI U BHe3amHoi cmeptu [1].

WzBectHO, uTO Manudecranus 3a001eBaHHUS BO3-
MOXKHa B JIIOOOM BO3pacTe, yalle OHa MPOUCXOIUT B
7-11 ner y MansuukoB U B 16—18 net y neBouek. Y
psna 6onpHbIx CYUQT manudectupyeT ¢ BHE3anHON
CEPACYHOM CMEPTH, HANOOJIBIIYIO CJIOKHOCTD JJIs BBI-
SIBIICHUSI TPEACTABIISIOT MALUEHTHI ¢ OECCHHKOMAb-
HBIMH, 1 0COOCHHO “HeMBIMHU hopMamMu 3a00IeBaHus,
TO €CThb, B OTCYTCTBHE JIEKTPOKapAHOrpaduuecKkoro
narrepHa. M3BecTtHO Takxke, 4T0 57% ManMeHToB yMH-
patot B Bo3pacte a0 20 net, 6onee Beicokuii puck CBC
OTMEYAeTCsl Y MaJBYUKOB M MOJIOJBIX MyX4uH [1-3].
Bce »T0 moguepkuBaeT Ba)XKHOCTh PAHHETO BBISABIIE-
HUs 0OJIe3HEH MPOBOASIIECH CHCTEMBI Cep/Illa y JIeTeH,
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HEO0OXOIMMOCTh HAKOIICHUS JAHHBIX O BBISIBICHUH U
TedeHuu 3a0oseBanus. [Ipobiaema coxpaHseT akTyasb-
HOCTB, TOCKOJIBKY TUAarHOCTHKA TIEPBUYHBIX «IJIEKTPU-
YeCKUX» OOJIe3HEH cep/ila, a TAKXKe PEeLICHHE BOTIPO-
ca 0 JaJIbHEHIIeM HAaOIIOICHUU JICTeH MPEICTaBISICT
00bEeKTHBHBIE TPYAHOCTH: TepBbiii DKI['-ckpuHUHT B
Poccun mpoBogutcs Tonbko B 12 Mec., MOJEKYIsip-
HO-TEHETHYECKOE HCCIIeIOBaHUE MMEeT HH3KYH J0-
CTYITHOCTb, & MHTEPIPETAIs JTaHHBIX HCCIIeIOBAHUN
TaKKe SIBJSIETCS] TOCTATOYHO CJIOKHOM 3a/1aueil B cBe-
T€ TIOSIBJICHNS HOBBIX JaHHBIX O TE€HETHYECKOW TeTepo-
TeHHOCTH 3a0oneBanus |3, 4].

B ocHOBe npoQuIaKTHKH BHE3AIHOW CMEPTH Y
JIAaHHOM KaTeropuu INAaldeHTOB — MPHUHLHUI PAHHEU
muarHoctuku CYUQT ¢ yd4eToM IHarHOCTHYECKUX
kputepueB lllBapiia, mpu HEOOXOAMMOCTH — MOJIE-
KYJISIPHO-TEHETHUUECKOTO IOATBEPKACHUS AUAarHo3a,
BBIBEPEHHOW TaKTWKM HaOmtoneHus u Tepamnuu [4, 5].
Y4uuTeIBas 3HAYUTETHHYIO PACIIPOCTPAHEHHOCTH 3200-
neBarus (1:2500-1:3000 HOBOPOXKIIEHHBIX), IHUATHO-
ctuka CYUQT mpoomutcst OO ¢ TTOMOIIBIO 2JIEK-
TPOKApANOTPAPUIECKOTO CKPHHUHTA HOBOPOXKIICH-
HBIX, KaK 3TO TIPOUCXOIUT B PSIIC EBPOTICHCKUX CTpPaH,
7100 1pu 00CIIC0BaHUM JISTCH 13 IPyII pucka [6—8].
OO6cyxaatoTcs CleayIoIye rpynIbl pUCKa, B KOTOPBIX
HeoOxoauMo nposeaeHue DK -kouTposns [1, 13]:

* HOBOPOXKJICHHBIC, MIACHIIBI ¥ IETH PAHHETO BO3-
pacta ¢ pelKHuM PUTMOM H/HIIM OTSATOIICHHBIM aHAM-
HE30M 110 BHE3aITHOW CMEPTH Y POACTBEHHUKOB;

* IETH W TIOIPOCTKH C CHHKOTIAIbHBIMU COCTOSTHUSI-
MU, BO3HUKAIOIINMH KaK B IIOKOE, TaK 1 Ha oHe pr3u-
YECKOW Harpy3KH, 0COOCHHO MPH TIaBaHUH, JTHOO MPH
TPOMKOM 3BYKE;

* ICTU C BPOXKIEHHOW HEHPOCEHCOPHOM TYTOyXOCTBIO.

C menpro u3ydeHus >PQPEKTUBHOCTH BBISIBICHUS
CYUQT y mereili TpyIIn pucka 1 pe3yabTaToB HaOIIO-
JIeHWsI TTallMeHTOB MBI mpoBenu aHamu3 DK '-ckpu-
HUHTA Y HOBOPOXKJCHHBIX JIeTel ¢ Opagukapauei u/
WA CEMEWHBIM aHaMHE30M CHHIpOMa BHE3aIHOU
cmeptu (CBC), y nmereil ¢ mepeHECEHHBIM CHUHKOIIE,
a TaKkKe U3yuniu katamHes 10-j1eTHero HaOIroIeHUS
nereit ¢ CYHNQT.

Taomuua 1. ['pynmel Ha 3Tanax TUarHOCTHKH U HAOTFOICHUS
Table 1. Groups at the stages of diagnosis and monitoring

MarepuaJbl 1 METOABI

Jwnzaiin uccnenoanus. Ha 1-m atare 6putn 00ce-
JIOBaHbBI TP TPYIIIBI IETEeH, YTO TIO3BOJIUIIO BBIICIUTH
W3 HUX IIeJIeBbIe Tpynbl Habmonenus (Taom. 1).

Kpurtepun BrItOUEHMsI B IPYIIbl HAOMIONCHUS HA
2 orame: 3HAYCHHWE KOPPHUTHPOBAHHOTO MHTEpBaa
QT (QTc) Gomnee 450 mcek, 100pOBOJILHOE HHPOPMHU-
pOBaHHOE cOIVIaCHe POIUTEICH WM 3aKOHHBIX MpPEa-
cTaBHTeJIell peOCHKa Ha ydyacTHe B MCCIICAOBaHUU.
Kpurepun uckntouenus mist 1-it v 2-i1 rpynm: geTu ¢
SKCTpEMalbHO HU3KOW U OYEHb HM3KOW Maccoi Tena,
TSDKENON achukcuedt, ocTpbIMU WH()EKITMOHHBIMH 3a-
00JIeBaHUSAMH, BPOKACHHBIMU OOJIE3HAMH U IOPOKAMU
cepana. Kpurepun BiroueHust st 3-i TPyNHIbL: 110-
BTOpHBIE cuHKOIIE B coueTannu ¢ QTc 6omee 450 mcek,
JNOKYMEHTHPOBAaHHAsI ~ JKEIYIOYKOBasi  TaxXUKapIus
(°KT), nobpoBoibHOE HH(DOPMUPOBAHHOE COIVIACHE
poaMTeNnell WM 3aKOHHBIX TpeACTaBUTENCH pedeHKa
Ha y4acTHE B McclieoBaHUH. KpuTepuu ncKiIoueHus
Ui 3-ii rpynmel: HEHpOMBIIIEYHbIE, LepeOpanbHbIe,
9H/IOKpUHHBIE 3a00JIeBaHNUs, HH)EKIMOHHBIC OOJIC3HU
CepALa, UANONIATHIECKUE U BTOPUYHbIE KapANOMHUOIIa-
THH, BPO’KIACHHBIE IIOPOKH CEPALA.

VY neteit mepBBIX OBYX Tpynn HadanbHOe DK mc-
CJIeZIOBaHME BBITIONHIOCH Ha 3—4 Henene xu3Hu. [pn
BBISIBJICHUU BO3MOXKHBIX TIPUYWH HAPYIICHUS PETIONs-
puzamuu DKI™ nccnenoBanre mpoBOAUIOCH TIOBTOPHO
rociie KOPPEeKIHMH JaHHBIX COCTOSHHM, MpPU OTCYT-
CTBHMHM NPUYMH M NIPU TIO03PEHUH Ha nepBudHbIi CV-
NQT —uepe3 1 mecsi [8]. ducnanceproe HabIrOnCHIE
MIPOBOAMIIOCH TOJNBKO B TE€X CIy4asX, KOrja y pedeHka
ctoiiko coxpansuica OKI'-narreps CYNUQT.

CrannapTHas 3eKTpoKaparorpadus BeIIOIHIIACH
¢ omoikto anmaparos Shiller n mopraruBHOTO armma-
para Smart ECG. UartepBan QT onpenensics oT Havda-
na 3yboua Q 1o okoHuaHus 3yona T, KoppUTrHpOBaHHBIH
untepsan QT paccuntsiBaiics o popmyne bazerra[1].
Wnrepriperanns HeonaransHoi OKI' mpoBoaumacs ¢
yueToM pekomeHaanuii EBporeiickoro oOmiectsa Kap-
nuonoroB [8]. Y 17 gereit mpoBeneno NGS uccneno-
Banue JJHK (Next Generation Sequencing) B nabopa-
topun MAGI (PoBepetro, MTanus) no npuriameHuio

1 3Tan uccienoanus / research Stage 1

2 3Tan uccienoBanus / research Stage 2

S0 e ecece000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000

1-1 rpymma — 1040 HOBOPOXKICHHBIX, PONMBIIMXCS B TEUCHHE 5 MeECAIEB B JABYX

POIMIIBHBIX JI0OMaX, ObUTH 00CIe0BaHbI CIUTOMHBIM MeTofoM / Group 1 (n = 1040) born

2 nereit ¢ CYUQT / 2 children with LQTs

within 5 months in two maternity homes were examined by a continuous method — mssss

2-1 rpynna — 29 HOBOPOXKIEHHBIX, BbIsABIEHHbIX B 2015-2016 rr. ¢ UCC menee 2

nepueHtus u/umu ¢ anamaesoM CBC B cembe (Tpynma pucka) / 2-nd group — 29
newborns identified in 2015-2016 with heart rate less than 2 percentile and / or with

a history of SCD in a family (risk group)

2 neteit ¢ CYUQT /2 children with LQTs
—_—

3-if rpynma — 34 pebenxa ¢ cunkore u nogospernreM Ha CYNQT, HanpaBieHHBIX K

aputmonory B Tederue 2009-2015 rr. / 3-d group — 34 children with syncope and

15 nereit ¢ CYUQT / 15 children with LQTs

suspected LQTs, who were referred to an arrhythmologist during 2009-2015 mw

Ipumeuanue: CBC — cunopom enezannoii cmepmu;, CYUQT — cunopom yonunennoeo unmepsana QT; YCC — uacmoma cepoeunvix

COKpawyeHull.
Note: LOTS — long QT syndrome; SDS — sudden death syndrome.
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U TIPU COJICUCTBUU PYKOBOJIUTEIIS JITAOOPATOPUH TIPO-
(heccopa Marreo bepremu. B nocieayromiem nposo-
JIWIIOCH HAONIOZICHWE JCTEH C MPEArnojiaraéMbiM WK
nonteepkaeHHbIM auarno3oM CYUQT, nanueiil sran
cocraBmi ot 3,5 mo 10 ner. MccnemnoBanue omoOpe-
HO JOKaIbHBIM DTHdeckuM komuteTtomM ['BOY BIIO
KpacI’'MYV ot 5 uronst 2013 1. (mporoxon Ne49/2012).

Pe3syabrarsl

BroisiBienue CYUQT y HOBOpOXKAEHHBIX JeTell ¢
Opaaukapaueii

[Mpu npoenennn IKI'-ckpunnnara n3 1040 obce-
JIOBaHHBIX HOBOPOXAEHHBIX y 41 pebenka (3,9%) Ha
nepsoii IKI" ormeueno ymmHenne QTc 6onee 440 mc
(recTaunoHHBIN Bo3pacT — oT 28 no 41 Hex., Me = 34
Hen.). etu 2-ii rpynmnsl HaOIIOAAMKCh B CTallMOHApPE.
Ilo crenenn ymnunenust QTc netu pacmpeneauyinch
npuMepHo oguHakoBo (Puc. 1): B 1-i rpymnme y 32 Ho-
BOPOXKICHHBIX 3HAUCHME II0Ka3aTels Kojebdasoch OT
440 mo 469 mcek, y 6 — B mpenenax 470-500 mcek, y
2 nmereit — npeBbiciiio S00 Mcek, BO 2-# TpyIme dmc-
JIO JIETeH ¢ MPEBBIIICHNEM BEPXHEH TPaHUIbI HOPMBI
OBUIO MPHMEPHO TAKUM JKE, OJJHAKO MPOICHT HaOIo-
nJaeMbix ¢ QTc>500 mMcek ObLT TOYTH BABOE OOJIBIIHM,
gyeM B nepBoil. [1o pesynasraTamM cyTOUHOTO MOHUTOPH-
posanusa OKI no Xonrepy, B 1-i rpynne 14 nanueHTon
(M3 HUX 6 HEOHOLIEHHBIX) UMENU YIJIMHEHHE UHTEp-
Baja QTc 6onee 0,46 cex, y 8 Obl1a TIOKYyMEHTHPOBaHA
Opaaukapaus pa3HON CTENEHH BBIPAKCHHOCTH, allb-
TepHauus BoJHbI T BbIsIBIEHA Y 2 1eTEl.

Knuandeckoe oOcienoBaHue IeTeH BBIIBHIO Be-
pPOSTHBIE TIPUYHMHBI BTOPUYHOTO YAJIUHEHHUS HWHTEp-
Baja QTc: BHYTPMIKETYNOYKOBBIE KPOBOM3IHUSIHUS
y 7 nereit (oleHKa 1Mo mIKayie Anrap Mpu pOXIECHUH
B mpenenax 4-7 0ajioB, NMpOBOAMIIACH amIaparHast
MBJI, 3areM ety mojydajau JI€4EHUE I10 MOBOLY 1ie-
peOpanbHOll MIeMun); y 7 AeTeill — AIIEKTPOIUTHBIC
HapyIlIEeHUs B BUJIE THIOKAJIBIIUEMHUH WIIM THITOMarHu-
eMHH, Y 3 ObLIM JOKYMEHTHUPOBAHBI Ke(asoreMaToMbl,
y 3 neredl ¢ nuaberndeckoi (erormaTheil — SMHU30/IbI
TUIOINIMKEMUH, Y 6 HOBOPO)KICHHBIX — BBIPA’KCHHAs
runepOmInpyOMHEMHUsT ¢ TOKCHUECKUM BIIMSIHUEM Ha

13 ®2 rpynma / 2 group

o
W

m ] rpymma / 1 group

17
15
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Interval QTc values, s

£

78

3npavenns HATepBayga QTc, ¢/
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Pucynok 1. Pacnipeznenenue HOBOPOXIEHHbIX AETEH Mo crerme-
HU yIUTMHEHUs KoppurupoBanHoro uaTepsaia QT (%)
Ilpumeuanue: QTc — koppueuposanmwiii unmepsan Q1.

Figure 1. Distribution of newborns by degree of elongation of
the corrected interval QT (%)

Note: QTc - corrected QT interval

LEHTPAIBHYIO PETYISIHNI0 cepeuHoro putMa (Puc. 2).

B ocranpnbIxX 15 cityyasx npuunMHbBl U3MEHEHHUH He
OBUIH YCTaHOBIICHBI. BayKHO OTMETHTH, YTO KOPPHTH-
pyemble IPUYMHBI BTOPHYHOTO YIJIMHEHUS MHTEpBaja
QTc game BcTpevamnuch B MEepBOM rpymre. Y manueH-
TOB 2-{ TPYyMITbI OHH BBIABISUIUCH PEXKE, OJHAKO y OfI-
HOTO peOeHKa C TeCTallMOHHBIM Bo3pacToM 31 Hemens
AKCTPEMAILHO HU3KUH YpoBeHb Kaiblus (0,5 MMOITB/1)
CTaJl OCHOBOHM 3mK3071a (GUOPUIUIALUH KEITYIOUKOB C
OCTAHOBKOH cepjiia, MpOBeIeHHE pPEeaHUMAallMOHHBIX
MEPOTPUSITUIT BOCCTAHOBUJIO CEPACUHYIO JIEATEIb-
HOCTb, HO Pe3yJbTaT JAaHHON KIMHUYECKOW CUTYaIH
— QHOKCHUYECKOE MOPAXKEHHUE FOJIOBHOTO Mo3ra [9].

[Toce mpoBeneHusT KUCIOPOIOTEPAITUH, KyIHPO-
BaHUS JIEKTPOIUTHBIX HAPYIIEHUH U IPYTUX COCTOS-
HHU CTOWKOE yuTmHEeHHe nHTepBaia QTc coxpaHsuioch
TOJIBKO Y TBOMX AeTei, uTto coctaBmiio 0,19% ot uncia
BCEX 0OCIICZIOBAHHBIX, OHU OBUTH BBIICIICHBI B TPYIIITY
pucka mo pazsututo CBC u B3ATHI 11O HAOIOCHHE.
Bo 2-i1 rpynme Takke BBISBICHBI JBOE ACTEH CO CTOM-
kuM ynauHeHueM QTc Ha MOBTOPHBIX dIEKTPOKAPIUO-
rpaMMax, 9to coctaBuio 6,8%. To ecTs anexTpokapu-
orpaduueckoe 00cIe0BaHNE HOBOPOXKACHHBIX JACTEH
W3 TPYIIbI pucka (¢ Opaaukapaueil U OTATOIICHHBIM
cemeitapiM anamHe3oM 1o CBC) B 35,7 pa3a yarie BbI-
SIBJISIET MALIUEHTOB C BhICOKOBEPOSTHRIM CYMQT.

AHanu3 KIMHUKO-aHAMHECTUYECKUX W (YHKIINO-
HaJBHBIX TaHHBIX YCTAHOBHII Y ATHX YETBEPHIX HAOIIO-
JAEMBIX JHATHOCTHYCCKUNA ypOBEHH KOMIUIEKCA KPH-
tepues [1IBapua (Tabm. 2), 4o m03BOIHII0O 000CHOBATH
pennonokuTensHenii quarao3 CYUQT.

Bce yetBepo manreHToB HaXOMsTCs MO HAOMIONCHH-
€M JIETCKOTO KaproJiora U apUTMOJIOra B COOTBETCTBUU
¢ KIIMHWYECKUMU pekoMeHaanusmi [5, 9]. Karamuectu-
yeckoe HaOmroneHue nereil cocraBwio or 3 mo 10 et
Tpoe nereit nomyvaroT OeTa-010KaTopsI (TIPOIPAHOIION) C
YAOBJIETBOPUTEIHHBIM 3(PEKTOM, YTO B IIEJIOM COTVIacy-
eTcs ¢ HaOmoneHIsIMH IpyTuX aBTopos [ 10]. Hu y omHoro
13 HaOMonaeMbIX He OBbIJIO SMHM300B MOTEPH CO3HAHMS.
VY nmByx aereit (neBouku 10 net u mampamka 3,5 j1eT) Ha
(one Tepanuu BAB 3naueHust untepsaia QTc yMeHbIIH-
JIMCh JIO CYOHOPMAJTbHBIX 3HAUCHWH. Y MaJbdMKa C He-
OnaronpusTHEIM ceMeiHbiM aHamHe3oM 1o CBC coxpa-
HsieTcsl n3MeHeHHast Mopdoorus BoiHbl T (IByx¢a3Has)
u ymmnenue QTc 1o 477 (MakcumanbHO — 110 580 Mcek)

u | rpymma/ 1 group B 2 rpymma/ 2 group

31,65

‘He yeranopness
‘Non installed

Tumep

Huper biiubinemia

Pucynox 2. [Ipranns! yUTHHEHNS! KOPPUTHPOBAHHOTO HHTEPBA-
na QT y HOBOpoXIeHHBIX JieTeit (%)

Ilpumeuanue: B)KK — enympuoiceny0oukosoe KposousiusaHue.
Figure 2. The causes of QT prolongation in newborns (%)
Note: [VH — intraventricular hemorrhage.
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24 Briasnenue u nabmonenue aeteii ¢ CYUQT

B TedeHne 18 yacoB B cyTku. PebGenky 3 roga 3 mecsa,
OH YYBCTBYET ce0sl Y/IOBIETBOPUTEIHHO, (hu3Hueckoe
U TICHUXO-OMOLIMOHAJIBHOE pAa3BUTHE COOTBETCTBYET
BO3pAaCTy, KaTaMHe3 cocTaBui 3,3 roza.

VY opnoro pebenka (Manpuuk 10 5et) cpemHee 3a
cytku 3HaueHne QTc coxpamsercs B Ha ypoHe 480
MCEK, MaKCUMaJIbHbIE 3HaueHus — 560 Mcek, Ipu HTOM
BHEIIHUX HAPYIICHUH (PU3MUECKOrO U MHTEIUICKTYalb-
HOTO pa3BUTHA He oTMedaeTcs. PomuTenu oTkazannuch
OT TMpoBelleHHs Tepanuu OeTa-aJApeHOOIOKATOPOM
(BAB) o momydeHust pe3yabraTa MOJICKYISPHO-TEHE-
THUYECKOTO MOATBEPKACHUS TuarHosa. PebeHok moce-
aeT IIKOJTY, OCBOOOXICH OT YPOKOB (PU3KYIIBTYPHI.
Pemmaercs Bompoc 0 BbIACICHUH KBOTHI JIJISl TIPOBE/IE-
HUS OTICHKY TEHETHYECKOTO cTaryca MetomoM NGS.

BroisiBienue CYUQT y gereii ¢ cuHkone u Ha-
0Jro1eHne 00JIbHBIX

YV DanMeHTOB C CHHKOIAJIbHBIMM COCTOSHHSIMH
nonTBepxkaenne nuarnoza CYMQT Oputo Hambonee
CJIOKHBIM U TPYJOEMKHM, TaK KakK IIOTPeOOBaIO Tpe/-
BapUTEIIBHO HCKITIOYCHHS IMHPOKOTO CIIEKTpa COMa-
THYecKor marojioruu. Ilocime dero Bce 34 mamueHTta
OBLTH B3ATHI IOl HAOMIOACHIE IETCKOTO KapIuoJiora u
apUTMOJIOTa, B TOM YHCJIE YETBEPHIM JETSIM MPOBOIUII-
CsSI MOHUTOPHHT CEPIICYHOTO PUTMA C IOMOIIBIO UM-
TUTaHTUpOBaHHOTO neTekropa Reveal XT, cemu getsam
MIPOBEJICHO 3JIEKTPO(U3UOIOTHICCKOE UCCIICIOBAHHE.
bnaromapss sTomy ObUTH pacmuppoOBaHBl MPHYUHBI
CHUHKONAJIBHBIX COCTOSHUHN y 19 manueHToB, y HUX JAH-
arHOCTHPOBAHBI CICAYIONMNE HAPYIICHUS CEPICTHOTO

purMa: cuaapoM Bonbda-Ilapkuncona-VYaiira (6), cy-
MPaBEHTPUKYJSIPHAS TIAPOKCU3MANIbHAS TaXHUKapIus
(2), gacras >xenymoukoBas akctpacucromnus (7), arpro-
BEHTPHUKYISIPHBIE OJIoKabl 2—3 cTeneH# (2), CHHAPOM
cmabocTy CHHYCOBOTO y3ia (3), mumaTaroHHas Kap-
JuomMuornaTyst ¢ puopusueit npencepauit (1).

VY octanpHBIX 15 TIPOOAHIOB W WICHOB MX CEMEH
c(hopMyIHpPOBaH MPEATIOIOKUTEIBHBIN TUarHO3 HUIHO-
narndeckoro CYMQT. K nacrosimeMy MOMEHTY TOJTY-
yeHo noareepxkaeHue auarHoza CYUQT mo pesynbra-
TaM MOJICKYJISIPHO-TEHETHUECKOTO HCClenoBanus y 4
MIAIMEHTOB, TaHHBII IWarHO3 MCKIIOUeH — y 6 marmeH-
TOB, Y OCTAJILHBIX 5 HAOMIONAEMBIX HE OBUIO MOTYYeHO
TeHEeTHYECKOTO MOATBEePKACHNS Auarao3a. C paspere-
Hus penakiuu International Heart Journal mbl ccputaem-
Csl Ha Pe3yNBTaThl TEHETHUECKOTO MCCIIEIOBAHNS, KOTO-
poe OBLTO POAHATU3UPOBAHO KOJUIEKTHBOM aBTOPOB.

Bce HaOnromaemple MMENM B aHaMHE3€ CHHKO-
naipHble coctossHus U DK -kputepun CYUQT (QTe
y Bcex jaereit npeBbicua 460 Mcek), B TOM 4HCIIe Tie-
puon ynnuHenust QTc B TeueHHe CyTOK IpPEBbIIIAN OT
30 no 75% BpeMeHH, y 4 neTel BECKUM KpPHUTEpPHUEM,
MTOJITBEPIKAAIONINM JAUArHO3, OblIa JOKyMEHTHPOBAH-
Hasl KeIyJI0YKOBas MapoKCU3MajbHasl Taxukapaus. Y
12 HaOmromaeMbIX JeTell KIMHUKA HE MMella HU3BECT-
HBIX XapaKTEPUCTUK KAKOTO-THOO M3 KIMHUKO-TEHE-
tnyecknx BapuantoB CYUQT. Tak, getu He mmenn
poOJIEM CO CITyXOM, aHOMaJIMi CKeJeTa, HapyIIeHHH
HWHTEJUICKTYaJIbHOTO Pa3BUTHSI; CHHKOIIE Pa3BUBAIIUCH
BHE CBS3U C (PU3NYECKON HArpy3Kod, B TOM YHCIE C
IJJaBaHUEM WJIM TPOMKHMU 3ByKaMH.

Tab6auuna 2. Pacger BepostHOcTH CYNQT y HOBOpOXKISHHBIX JeTei (1o OamtpHoi mkane Shwartz PJ, 1993)
Table 2. Calculation of the likelihood of LQT in newborns (Shwartz scale, 1993)

Junarnocruyeckue kpurepuu / Diagnostic criteria

Baausl / Scores IIpumeuanus / Notes

60000 0000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000s0sssscscscsososossssse

Koppuruposannsrit narepsain / Corrected interval

Schwartz et al. Circulation

QTc>0,48 3
QTc=0,46-0,47 2 _
QTc - 0.45 1 QTc=QT/VRR

Torsades de pointes 2
AnprepHanus T-Bonabl / T-wave alternation 1 TDKT /PVT
Penxwuii put™ 1uist nanHoro Bo3pacra / Rare rhythm for this age 0,5 (UCC B noxoe <2 %o0) / HR at rest
Cunxone Ha (oHe cTpecca / Syncope on stress 2
Cunxkomne BHe cTpecca / Syncope without stress 1
Bpoxnennast rmyxota / Congenital deafness 0,5
Tonreepxxnennsiit CYUQTy poncreennuka / Family history of LQTS 1
* HeoObsicuumast BC y wienoB cembu 10 30 et / Positive history of
SDS among family members under 30 years of age* 05

* OuH 4JIeH CEMbH HE MOXET OBITh 3acunTaH B 00e kKareropuu / One

family member cannot be counted in both categories

Pacuert BepostHoctn CYUQT y HabmromaembIx HOBoposkAeHHBIX aeteit / Calculation of the likelihood of LQTS in the study

groups

1 (meBouxa / girl) = QTc 0,48 + UCC 106 / HR 106 = 3,5 6amna / scores (BepositHblit CYWQT / highly probable LQTS)
2 (manpuuk / boy) = QTc 0,49 + YCC 100 / HR 100 = 3,5 6asna / scores (Bepositabiii CYUQT / highly probable LQTS)
3 (massauk / boy) = QTe 0,48 + 3 cirywass CBC cubcos B iepuosie HoBopoxkieHHOCTH / 3 causes of SCD in sibs = 4,5 6ana /

scores (BbicokoBeposTHEI CYWQT / highly probable LQTS)

4 (manpauk / boy) = QTc 0,52 + UCC / HR 106 = 3,5 6ana / scores (BepositHbiii CYNQT / highly probable LQTS)

Ipumeuanue: IDKT — napoxcusmanvnas sicenyooukogas maxuxapousi, CBC — cunopom enezannoii cmepmu, CYHUQT — cunopom
yonunennozo unmepeaia Q; YCC — uacmoma cepoeunvix coxpawenuii; QTc — koppueuposannuiii unmepsan QT

Notes: BAB — beta-adrenoblockers; HR — heart rate; LOTS — long QT syndrome; PVT — paroxismal venricular tachycardia; QTc —
corrected QT interval; SDS — sudden death syndrome; VT — ventricular tachycardia.




E.IO. EmenbsHuuk u ap. 25

MornekynapHO-reHeTHYECKOe MCCIIEJOBAaHNE BHISBH-
JIO Hapsiy ¢ M3BECTHBIMHM MYTAallUsIMU 2 HOBBIX MyTa-
uu B reie KCNQ1; Takke 0TMEYEHO HECOOTBETCTBUE
TeHETHYECKOTO CTaTyca KIMHUYECKOMY — KaK B CITy4ae C
HanmureMm myTtaiuu p.Arg82Gln B rene KCNJ2, xapak-
TepHOW 1151 cuHpomMa AHjepceHa-TaBuiia npu oTcyT-
cTBUM ()eHOTHIIA TUCMOP(OreHe3a U HEBPOJIOTHUECKUX
HapyIIECHNUH, TO €CTh y peOCHKA BBISBICHBI TOJIBKO TPO-
SIBJICHUS] TSDKEJION CeplIedHON Iaroaoruy. BeisgBieHHas
B 9T0i1 ske cembe MyTanus p.Argl76Trp B rene KCNJ2
OblTa paclieHeHa Kak «IoOpoKayecTBEHHbIE/BEPOSTHO
JOOpOKaYeCTBEHHBIE» MITH OArONpHUsITHO MOIYJIUPYIO-
e TedeHue 3a00IeBaHusl, YTO MOATBEPKIACTCS KU~
HUYECKHMU pe3yibraraMu HaOmonenus [11].

JucnancepHoe HaOmOneHHe JeTed B CPEAHEM
cocrasmio 8,7 net (ot 4 no 12 ner). C yuetom Bcex
MOJTYYEHHBIX JaHHBIX OblIa MPOBEICHA KOPPEKIHS
Me/IMKaMEHTO3HOH Tepanuu — 9 maruenTaM Ha3Ha4eH
nocTosiHHBIN npueM BADB B MakcnManbHO HepeHOCH-
MO J103€, IPEUMYIISCTBEHHO aHAIPHIUHOM 1 MI/Kr/
CYyTKHU. Y JETell C mPeanoI0oKUTEIHHO 3-M BapUaHTOM
CYUQT (cyns no mopdomnoruu T), a Takxke ¢ manuge-
CTaluel KemyI0YKOBbIX apUTMHI OBLTH UMILUIAHTHPO-
BaHbI KapAnoBepTep-AepuOpIIISITOPEI, Y BCeX AeTei
WCKJIIOYECHBl MHTEHCHUBHBIC (U3MUECKUE HATPYy3KUd H
MIPUEM TpenapaToB, MPOJOHTHUPYIOIIUX MEPUOJL PEIo-
JSIpU3AA MEMOpPaHbl KapAUOMHUIIUTOB.

Bce netm He3aBHCHMO OT HamW4uus WU OTCYT-
CTBUSL MOJIEKYJISPHO-T€HETHUECKOTO IMOATBEPKACHUS
JIMarHo3a MpoJ0JDKAIOT HAOMIONAThCSl KapAUOJIOrOM U
apurmojiorom (Taom. 3).

Haubonpmmii uHTEpEC NPEencTaBiIsIOT CeMelHbIe
ciydau 3a0osieBaHus. B ofHON U3 HaOIrOmaeMbIX ce-
MeH BeisIBIICHO 1Boe neBouek ¢ CYUQT u panueit kim-
Huueckoi manngecranueit XXT ¢ cuakonamu — ¢ 6 JieT.
Crapiiasi cecTpa HMela 4yacTble HeOOOCHOBaHHbIE Cpa-
OarpIBaHMs WMILJIAHTHPOBAHHOTO KapAHOBEpTEp-Ie-
¢ubpmusatopa (MK/I) B nercree — ¢ 10 ner, a takxke
B niepuoe nyoeprara (4TO CTano NPUYUHON Pa3BUTHS
JIETIPECCUBHOTO cocTostHM ). OqHako mocie 17 jaeT oT-
MEUEHO YJIy4IlIeHHE PU TOCTOSTHHOM ITPUEME MpoIipa-
HoJI0J1a — Kynuposajiuch npuctynsl JKT; B Bo3zpacte 20

JIeT TallMEeHTKa CaMOCTOSTENFHO POJIMIIA TOHOIIEHHO-
ro manpuuka ¢ maccod 3100 1, UCC 144 B munyTy, 6€3
OKTI-narrepua CYUQT. CocrosiHue peOeHKa YI0B-
JIETBOPUTEIBHOE, OJTHAKO Y MaTepu B IMOCIEPOIOBOM
Nepuojiec OTMEYEHbI 4acThie cpabarbiBanus WKJ[ Ha
(done paszpurus npuctynos XKT. V mutamiieii cectpbl
POIUTENHN MOANMMCAIIN OTKA3 OT MMIUTAHTAI[MH TIpudopa
BBU/TY TUIOXOH ITEPEHOCUMOCTH IEKTPUUECKUX IIIOKOB
cTaplieil Jo4eprlo, IeBOUKa NodydaeT Tepanuio bAD.

BoabmmHucTBO HAOMIOMAEMBIX JETEH M YJIEHBI HX
cemMeld — OOJBHBIC B3pOCIBIE — IOJYYarOT JICYCHHUE
BAB (areHosnos uiu OUCONposoi), Ha OHE KOTOPOTo
UMEIOT CTa0MIIbHOE COCTOsIHUE, Y Beex Ha DKI' coxpa-
HseTcs yanuHenue narepsana QTec.

Oo6cy:xnenne

Brissnenue gereii ¢ npuornarndeckum CYUQT sB-
JISIeTCsl CIIOXKHOM 3aj1a4eil JUIsl KINMHUITUCTOB, Y4TO MPH-
BJI€KaeT BHUMAHHE K Pa3IMYHBbIM IO/X0/laM JTUArHO-
CTHKHM JaHHOTo 3aboneBaHus. IIpoBeneHue 31eKkTpo-
Kapauorpaduaeckoro oocie0BaH s HOBOPOXKACHHBIX
JeTel IpyIIbl pUcKa (¢ peIKUM PUTMOM H/HJTH CeMel-
HeiM aHamHe3oM CBC) okasanoch HaubOosee 3ddek-
TUBHBIM CIIOCOOOM JMAarHOCTHKH — CTOWKOE Hapylie-
HUE PEeNoJsIpPU3aLUN MHOKap/a >KeITyJ04KOB U BEpo-
stapid uauonarnueckuiit CYUQT mo kpurepusm P.J.
Shwartz BeisiBiieH y 6,8% nereit ¢ ypymmaenuem QTc B
MepUoe HOBOPOKACHHOCTH, TO €CTh B 35,7 pa3 vaie,
yeM 1nipu nposenernu K -ckpuHuHra.

3naunTenbHas 9yacTh nmanueHToB ¢ CYUQT moxet
ObITh BbIsIBJICHA ¢ moMolnbto OKI'-ckpuHuHra — 10
HAIIUM JIaHHBIM, TI0]l HAOJIIOJICHHE MOT'YT MOIACTh JI0
0,19% c BepostaeiM CYUQT. Cpenu BBISBICHHBIX
MPUYUH TPAH3UTOPHOTO yanuHeHus uurepsana QTc y
HOBOPOXJIEHHBIX JeTei sBisitoTess BXKK Ha done ne-
pUHATaIbHON TUIIOKCUU, TUIIOTIIMKEMHUSI, IIEKTPOJINT-
HbIC HAPYIICHHS, TPUUEM BBIPAKCHHAS] TUIIOKAJIBIIHAE-
MUl CIIOCOOHA MPHUBECTH K Pa3BUTHIO PHOPUILLISAIUH
JKeITy04YKOB. BakHO OTMETHTB, UTO Mpexosiee yaau-
Henue uHrepBaia QT Ha GoHe pa3THMYHBIX COCTOSHUM
Neprosia HOBOPOXKJCHHOCTH (HE CBA3aHHOE C MpUMe-
HEHHEM JIeKapCTBEHHBIX IPENnaparoB, HapyIIAIOUINX

Ta6auna 3. Karamues gereit ¢ cunapomoM yamrnHeHHOro nHTepBana QT (abc.)
Table 3. Follow-up of children with prolonged interval syndrome QT (abs. nmb)

Hoarpynnsl 601bHBIX (110 pe3yJibTaTam
MOJIEKY ISIPHO-T€HEeTHYeCKOTro
uccjenoanus) / Subgroups of patients

Cunkone / JIoKyMeHTHPOBAHHbIE

Juarnocruueckue
KpUTepHn

IIsapna, 6a11 / Tepanus BAB/ UKJ/

(according to the results of molecular Syncope KT /Documented VT Diagnostic criteria BAB therapy  ICD
genetic studies) Shwartz PJ, point
[Tatments! ¢ nonTBepxxkaenHsiM CYNQT 1 5 35 4 3
(n = 6) / Patients with confirmed LQT ’
[Matments! ¢ HenoaTeepxkaeHHEIM CYNQT 1 1 4 4 2
(n=15) / Patients with unconfirmed LQT
[Maruents! ¢ uckaroueHHsiM CYUQT 3 1 45 1 _

(n=4) / Patients with excluded LQT

Ilpumeuanue: JKT — sicenyoouxosas maxukapous; bAB — 6ema-aopenobrokamopel; UKJ] — umnianmuposannulii Kapouosepmep-
oepubpunisimop;, CYHUQT — cunopom yorunennozo unmepeana QT.
Note: LOT — long QT syndrome’s diagnostic; VT — ventricular tachycardia; BAB — beta-adrenoblockers.
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PETOISIPU3AIINI0) MOYKET UMETH HEOIaropHusITHBIN HC-
X0JI. DTO MOIYEPKUBAET BAYKHOCTH IIMPOKOTO UCIIOIb-
30BaHUS DJIEKTPOKapArorpaduu y HOBOPOXKICHHBIX
neteit, mposenenus KT -KoHTpos B JTUHAMUKE, OTICH-
Ky BIUSHHS Pa3iMU4yHBIX (DAaKTOPOB Ha IIUTEIHHOCTH
AJIEKTPUYECKON CHCTOJBI Cep/Ila, a TakKe HeoOXOmu-
MOCTh WX CBOEBPEMEHHOM KOPPEKITHH.

BonbmmHCTBO CilydaeB BTOPUYHOTO YJTMHEHUS UH-
tepBata QT orpaHMuMBarOTCs HEOHATAIFHBIM TIEPHO-
JIOM ¥ KyITHpYIOTCsl Ha (DOHE JI€YeHUs] OCHOBHOTO 3a00-
JIEBaHUs, YTO COTIIACYeTCsl C JaHHBIMH JIUTEPaTyphI [6].
Hetsim ¢ BepostabiM CYUQT mokazano HaOIOneHUE,
BKJTIOUAIOIIIEEe OIEHKY KJIMHHYECKOTO CTaryca, OrpaHH-
yeHre (pr3ndeckux Harpy3ok u Tepamnuio bAbB, uTo obe-
CTieYrBaeT KIMHUYECKYIO0 CTaOMIIFHOCTH B TeueHue 10
JIeT — aZIeKBaTHOE AMOIMOHAIIFHOE, MHTEIIEKTyaTbHOE
1 (puznveckoe pa3BUTHE, MPUEMIIEMYIO IIEPEHOCHMOCTh
YMEpEHHBIX (PN3NYECKHUX HArpy30K, OTCyTCTBHE KH3HE-
yTpokaromux aputmuid, cuakorn, CBC.

Juarnoctika CYUQT y manyeHToB ¢ MOBTOPHBIMH
CHHKOIIAJIbHBIMU COCTOSIHHSIMH SIBIISIETCS] BECbMa TPY/IO-
eMKHM TiporieccoM. [ [pumenenne B psze crydaeB MHOTO-
MECSTYHOTO MOHHTOPHPOBAHHMS CEPIICIHOTO PUTMA IT03BO-
JISIET BBIIBUTH MTALMEHTOB C IPYTHMH HAPYIICHUSIMH PHT-
Ma W BBIOpATh TSI HUX ONTHUMAIBHBIN CIOCO0 JIeUeHHs
[12]. BoisiBnenne nereii ¢ BpokaeHasiM CYHUQT tpebyer
WCKITIOYeHHUS] BAa30BaraJbHBIX CHHKOIE, KapIHOMHOIIa-
Ui, cuaapoMa Bomeda-llapkuncona-Yaiira n apyrux
HapyIIeHUH CepAEIHOTrO PUTMA U POBOTUMOCTH.

MonekyssipHO-TeHeTHYeCKoe 00CIIeIOBAaHNE YaCTH
HaOI0aeMbIX TTOKa3ajio, YTO M3BECTHBIE MyTAllMH Te-
HOB, ompeesromue pazsutue BpoxkneaHoro CYUQT,
HE BCErJa COOTHOCATCS ¢ (eHOTHIaMH Hanboree W3-
BECTHBIX BapWaHTOB 3a0oieBaHus. OmucaHbl JBE HO-
BbIE MyTAaIlNH, OJHA U3 KOTOPHIX, B reHe KCNJ2, Mmoxer
OBITH paccMOTpeHa Kak J0OpOKauecTBEHHas/BEpOST-
HO noOpokadecTBeHHas. [Ipomomkaromeecs: n3yueHne
CYUQT B pa3HbIX cTpaHaxX MPENCTABIsET HOBBIC JIaH-
HBIE 0 3a0oneBaHnu. Tak, HaMpUMep, B UCCIEIOBAHUN
CYUQT B momymsitmu FOxuo0i Adpuku oOcyxmaercs
(heHOTHIIMYECKAsT BAPUATHBHOCTD W PA3IMYHAsT KIHHU-
YyecKas BBIPaKEHHOCTh 3a00JIEBaHMs, a TAK)Ke BIIUSHUE
myTarn reHa KCNQ1-A341V Ha BeretarTuBHYIO pery-
JISIIATO 9acTOTHI cokparenns cepana [13]. Kpome Toro,
B uccnenoBannu John R. Giudicessi ¢ coaBT. paccma-
TPHUBAETCS POJb «aJJIeNIell BOZMOKHOTO PHCKa», KOTO-
pBIe CITOCOOHBI B OMPEICTIEHHBIX YCIOBUSIX 00€CTICUUTh
kmmanKy CYUQT (mampumep, mpu NMpUMEHEHHWH Jie-
KapCTBEHHBIX MpenaparoB, yumHsomux QT nim npu
QIIEKTPOJIUTHBIX HapylleHusx). M3ydaercss pons rexe-

THYECKHUX MOTU(PHUKATOPOB M HEOOXOTUMOCTH HCCIIEIO0-
BaHMs TEHETHYECKOTO PHCKA MOTEHIIMAIBFHO OITaCHBIX
apuTMHi Kak y neteid ¢ BepoataeiM CYUQT, Tak u ¢
TPaH3UTOPHBIM U3MEHEHHEM pernoisipu3anuu [14].

HezaBucuMo oT Hamu4us MOJEKYISIPHO-TEHETH-
YECKOTO TOATBEPKIACHNUS HaOIIoaeMble MaIllueHTHI C
CYUQT na ¢one orpaHndeHust GpU3NIECKOi aKTHBHO-
ctH, Tepanun bAD, a B HEKOTOPBIX CiIydasx — B KOMOH-
Hauuu ¢ MK/ uMeroT yaoBIeTBOPUTEIbHBIEC PE3yIbTa-
THI Tepanuu B Onmkaime 10 JeT, 9To moaATBepKaacT
3 (PEKTUBHOCTEL HCTOIB3yEMOTO B HACTOSIIEE BpeMs
anroputMa HaomoneHws [5, 10].

3akiioueHue

Y HOBOPOXKAECHHBIX JIETEH C PEAKHM PUTMOM H/HJIH
cemeiineiM anamue3oM CBC BepositHerii CYNQT BbI-
sBsieTcsl B 6,8% ciy4yaeB, MpH OOCIICIOBAHUH JETCH
crutomrHbM MetofoM DKI-ckpununra — y 0,19%. Ipu
Tpam3uTopHoM ymmHeHHH QTc y gerelr Tpebyercs
OKI'-KOHTPOJIE ¥ OCTOPOYKHOE HCIOIBb30BaHUE JIeKap-
CTBEHHBIX TPENapaToB, YITHHSIONINX MEPUOJ PETIos-
pHU3aMy MUOKap/a, TaK KaKk He MCKITI0YAeTCs] HATMIne
«aJuiesisi BBICOKOTO PHUCKa». Y JeTell ¢ NOBTOPHBIMHU
cuHKonabHEIME  cocTostHIsIME CYWQT BEIIBIISICTCS
MOCIIe UCKITIOUEHHSI IPYTUX BPOXKACHHBIX M MPHOOpe-
TEHHBIX apUTMHH, Kapauomuonaruil. OreHKa MoJeKy-
JSIPHO-TEHETHYECKOTO CTaryca MaIeHTOB IT03BOJIMIIA
BBISIBUTH HOBBIE MYyTAITUH, OTJENFHBIE U3 KOTOPHIX NMe-
IOT CBOMCTBO MO3UTHUBHOM MoAu(HKaIiy (peHOTHIIA.

Habmionenue fereit ¢ BEpOSITHBIM M TIOATBEPIKICH-
veiM CYUQT mnokazano, uro npodunaktuka CBC u
CHUHKOMAIBHBIX COCTOSHUN 00eCTIeYMBaeTCs CHIDKEHH-
€M JIBUTaTelIbHOW aKTUBHOCTH, MTOCTOSTHHOM Tepanuen
BAB, n y nereii ¢ panneit manudecranuei KT n/nmm
3-m BapuantoM CYUQT — ummmanTanuenn Kapauosep-
Tepa-aepuOpuIIsTOpA.
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