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Pedepar

CraTps Ha KIIMHAYECKOM ITPHMEpE NPUBIIEKACT BHUMaHUE Bpadeil k mpobiiemMe yanuHEHHOro nHTepBana Q7 u cBs-
3aHHOH ¢ Hell mpoOieMe BOSHUKHOBEHUSI 0OMOPOKOB (cuHKOME). CHHKOIIE — COCTaBHAs 4acTh CHHIpPOMA Y-
HEHHOTO MHTepBana 07, 1 0OMOPOKH OBIBAIOT MPEIBECTHUKAMH BHE3AITHOHN cepaedHol cMepTH. OMHAKO CHHKOIIE
y MAIUEHTa ¢ yUIMHEHHBIM HHTEpBaoM 7 MOXKET UMETh IIaTOTCHE3, HE CBS3aHHBIN C aHOMAJINSIMH HOHHBIX Ka-
HaJOB cepAua. IHBIMU CI0BaMH, Y TAKOTO MaIeHTa MOXET ObITh BTOpOe 3a00JI€BaHNE B BUJIE CHHTPOIIUH I10 OT-
HOIICHUIO K YINTHHEHHOMY WHTepBairy O7, B olpenenéHHoi Mepe IMUTHpYIoIee nposieHus goiaroro Q7. B npu-
BeI€HHOM ncTopuu 3aboneBanns manneHTKH C. 33 JeT mokasaHa cI0XKHOCTH Tu(PepeHINATbHON THarHOCTHKHI
MPUYIHH CHHKOIIE, PELIAIONINM 3B€HOM B KOTOPOIi, TOMUMO KJIMHUYECKOH KapTHHBI, OKa3aJICsi MaJION3BECTHBIH IMIH-
POKO¥ BpaueOHOW IPAaKTHKE TaK Ha3bIBAEMbBIH THIIT-TECT, @ TAK)KE U TPYJOEMKOCTH IIOCTAHOBKH OKOHYATEIIEHOTO
JMarHo3a TEHETHYECKOro THIA 2 yAIUHEHHOTO HHTepBana O7, 1is OnpeAeeHnst KOTOPOro NoTpedoBaIoch Moje-
KYJISIPHO-TEHETHUECKOE HCCIIEJ0BaHIE — ITOJIHOOK30MHOE CEKBEHHPOBAHHUE. Y ManueHTKH C. CHHKOIIE OKa3aIHiCh
Ba30BarajbHOM IPUPOJIBI ¥ HE OBIIIN CBSA3aHBI C YIUIMHEHHBIM HHTEpBaoM (7, 0HaKO yrpo3a BHE3aITHOH cepied-
HOW CMEPTH €CTh, M B CTaThe 0003HAYECHBI TEPANIEBTHYECKIE 1 HHBIE MEPOIPUSATHUS IO CHUIKEHHUIO 3TOTO PUCKA.
KuroueBble cjioBa: ynnuHEHHBIA HHTEepBan 7, CHHKOIE, THIT-TECT, IIOJIHOIK30MHOE CEKBEHUPOBaHHE.
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Abstract

Using a clinical example, the article draws the attention of doctors to the problem of the prolonged OT interval
(“long OT”) and the related problem of fainting (syncope). Syncope is a component of long QT syndrome, and
syncope is a precursor of sudden cardiac death. However, syncope in a patient with long QT syndrome may
have pathogenesis that is completely unrelated to abnormalities of cardiac ion channels. In other words, such
a patient may have a second disease as a syntropy relates to prolonged QT interval, to an extent mimicking long OT
syndrome. The presented medical history of a 33-year-old patient S. shows the complexity of differential diagnosis
of the causes of syncope. The crucial part in the diagnosis, in addition to the clinical picture, was the so-called
“tilt test”, little-known to general medical practice, as well as the laboriousness of making a final diagnosis of the
long OT Syndrome type 2, which required a molecular genetic study — whole-exome sequencing. Patient S. had
vasovagal syncope that not associated with long OT syndrome, but she has a risk of sudden cardiac death, and the
article identifies therapeutic and other measures to reduce this risk.
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K Hacrosimuemy BpeMeHHM JOKa3aHa IeHEeTHYecKas
NPUPOAA HACIEACTBEHHOTO CHHAPOMA yAJIUHEH-
Horo uHTepBana QT (LQT), a Takxe ecth 4€T-
Kkue kpurepuu auarsoctuk [1]. K xapaktepasim
MpU3HaKaM Ha anekTpokapanorpamme (IKI') or-
HOCAT yJiauHeHue unrepsaia Q7 ¥ NapoKCHU3MBbI
JKeNyIo4yKoBOM Taxukapauu [2]. Knunuueckue
nposiBiieHus cunapoma LQT TunuyHbl U Xapakre-
PHU3YIOTCS MOBTOPSIOIIMMUCS MPUCTYIIAMH HOTE-
PH CO3HAHUSI BCICACTBUE PA3BUTHI MOTUMOP(HOH
JKEJIYAOUYKOBOH TaxHWKapAuH, MPEUMYIIECTBEHHO
tuma «torsades de pointesy.

Beicokast yacToTa ciryyaeB BHE3aIIHOM cepaey-
HOW CMEPTH B MOPaXEHHBIX CEMBbSAX BBIJIIBUHYJIA
cuagpoM LQT Ha ofHY U3 NUAUPYIOMIUX MO3U-
U TaTOJIOTUYECKUX COCTOSTHUM, ONPEICIEHHBIX
KaK ONTHMAaJIbHbIC MOAEIH 10 U3YyUYEHHUs BHE3all-
HOU cepaeuHoit cmepTtu [3]. PazBuTue TUNHU-
HBIX KJIMHUYECKUX MPOSBICHUI HACIEACTBEHHO-
ro cugapoma LQT accouuupyior ¢ pa3nuuHbIMU
reHaMH, KOTOPBIX B HACTOSILEE BPEeMsl oIperesie-
HO He MeHee 12 [4,5]. B onHoM u3 reHoB oOHapy-
JKEHa MyTalusl, OEIKOBbIC TPOAYKTHI KOTOPOH —
TpaHcMeMOpaHHbIE MOH-CEJIIEKTHUBHBIC KaHaJIbl
1 MeMOpaHHbIEe KOMIIOHEHTHI. M3MeHenus conpo-
BOXKJIAIOTCS MOTepeil PyHKIUH KaJlueBbIX KaHa-
70B ¢ 3anepxxkoit penomspuzanuu (LQT1, LQT2,
LQTS5, LQT6, LQT7) nubo ycuneHneM QyHKIIUHA
HaTpueBblx (LQT3) unu kaneiuesix (LQTE) ka-
HaJIOB, IPUBOAAILUMH K 3aJ€PKKE TOKOB pEOs-
pHU3aLKH.

AKTyanpHOCTH mpoOneMbl cuHapoma LQT
00ycioBJIeHa HEAOCTaTOYHONH HHPOPMHPOBaH-
HOCTBIO NEJUATPOB, TEPANIEBTOB, HEBPOMATOJIO-
rOB M JJa)Ke KapAHoJOoroB 00 3TOM CHUHIPOME, YTO
HEPEAKO MOXKET MPUBOAUTH K BpaueOHBIM OIINO-
kaM. CX0XecTh KIMHUYECKUX MPOSIBICHUN CHUH-
npoMa LQT ¢ knaccuueckuMu 3MHJIENTHYECKUMHU
NPHUCTYIIAMU YaCTO CHOCOOCTBYET rUNEpAUarHo-
CTHKE 3ujencui [3], 4To HEPEenIKO MOXKET MPUBO-
JIUTh K BHE3AITHOM CEPIEUYHON CMEPTH MAIUEHTOB
¢ cunapomoM LQT, cocTosiHUEe KOTOPBIX UHTEP-
MIPETUPOBAHO HEBEPHO, HECMOTPS Ha PETYISIpHOE
MOCEUIEHNE CIIEIHAINCTOB.

LQT na OKI" MoxeT ObITh BpOXXIEHHBIM U MTPHU-
oOpeTéHHbIM. Ero omacHOCTh A1 )KM3HU Halu-
€HTa 3aKJII0YaeTCsl B TOM, YTO BO3SHHKAET 0coOast
¢dbopma KelyJouKOBOW TaxUKapAWH (MPOSBIIS-
omascs oOMOpPOKaMH, B psifie ClIydaeB IEepexo-
aamas B GUOPUIIISLHIO KEJIYIOYKOB U CMEPTh
nanueHTa). B To xxe Bpems manueHt ¢ LQT moxer
HMETh 0OMOPOKH, HE CBSI3aHHBIE C AIEKTPHUUECKON
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naToJIOTHEH cepaua, a 00yCIOBICHHbIE pa3iny-
HOM, B IIEPBYIO OYepeab HEBPOJIOTMUECKOM MaTo-
JIOTHen.

[IpuBonuM ucTOpHUIO 3a00J€BAaHUS MALUEHT-
xu C. 33 net, y KOTOpOM Ipy HAJINYUU BPOKAEHHO-
ro LQT c 15 neT cTanu BO3HUKAaTh CUHKOIIE, MTPH-
pOAy KOTOPBIX YJAJIOCh YCTaHOBHUTH JIHUIIb MPU
JIUTENBHOM KIMHUYECKOM U MHCTPYMEHTAJIbHOM
UCCIIEZIOBAHUH.

[TanuenTka ¢ 14 net Haxoguiace Ha ydéte
y kapauosora B c¢Ba3u ¢ LQT na OKI'. B nmepsriii
pa3 oHa moTtepsna co3HaHue B 15 neT mocne Iu-
TeJIBHOr'0 MpeObIBanus Ha conHue. Crnenyroomuit
3MU30]l CUHKOIE MPOU30IIEN B Bo3pacTe 32 neT
(8 2018 1)) B xymHOM aBTOOYyCe. B Tperuii pa3 ona
norepsija co3Hanue B Bo3pacte 33 net (B 2019 1)
MIpU CMEHE TOJI0KEHU TeJla, Oy TUB TOTEMHEHNE
B TJ1a3aX, 3BOH B yIIaX, CHJIEHYIO TOJIOBHYIO OOJIb.
Co cnoB Myka, e€ JTUIO0 MOTEMHENO0, PyKH OBLIH
COTHYTHI B JIOKTsIX. be3 cozHanwmst 6bu1a okoo 1,5—
2,0 muH. OyHYyBIINCH, YYBCTBOBAJIA CEOS XOPOIIIO,
npoBayia maMaTH He OblI0. Bo Bpems Bcex Tpéx
CHHKOIE OBLIO HEMPOU3BOJIIEHOE MOYCHCITYCKaHHE.

Onuencus 1Mocie MpoBeACHUS 3JIEKTPOIHIE-
(hanorpaduu (33I') cHA IMTENLHOCTHIO 2 4 ObLIIa
uckiodena. [locne 301 npu BCTaBaHUM IPOSBU-
JIUCH MTPU3HAKY MTPEIICUHKOIE — 3BOH B yIIaX, MO-
TEMHEHUE B I71a3ax, roioBHas 0ok, OHa motepsiia
CO3HAHME B YETBEPTHIN pas.

[Juarnos npu Beinucke: « CHHIPOM BEreTaTHB-
HOW AUC(QYHKIMU, aCTEHOHEBPOTHUYECKUU CHH-
JIpOM C HEOJAHOKPAaTHBIMU CMHKonamMu. CHHIpOM
yanuHEHHOro uHTepBaja 7. CUHKOIBI HEYTOU-
HEHHOT'O TEHE3a».

B nsatslii pa3 cunkone passuioch 02.12.2019
NIpH NPUHATHH BEPTUKAJIBHOTO IOJIOKEHU S, TOs-
BUJIUCH 3BOH U IIIYM B yIIIaX, CUJIBHO 3aKPy>KHJIaCh
ronosa. be3 cosnanus ona Obuta 1 MUH, IOCIe 4ero
B Teuenue 10 MUH He MoTJa MOHATH, YTO C HEH
CITyYHJIOCh.

Cemelinblli anamues U HACAe0CMBEEHHOCHb.
Matp ymepina B 48 jeT Bo CHE (IPEANoI0KUTENb-
HO OT BHE3AaIHOW CepJeYHON cmepTH). Y Mmare-
pH OBLITM apTepuaibHAasi TUIIEPTEH3US M STTH30/IbI
MOTEPH CO3HAaHMS, BO3HUKAIONINE B MOJIOXKEHUHU
néxa, B COCTOSTHUU TOKOS, ITTUTENBHOCTBIO 5 MUH,
BOCCTaHAaBIIMBAJIUCh CAMOCTOSITEIBHO, POJCTBEH-
HUKWU JIenaiu eil uckycctBenHoe asixanue. E€ OKI
HejoCcTymHa. Y cTapiieit cecTpsl (36 et) u e ae-
teit nannble OKI' 6e3 matonorum.

Obvexmusnoe obcnedosanue. O0IIEE COCTO-
sTHUe yaoBieTBoputenbHoe. Hopmoctenuk. Poct
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Puc. 1. XontepoBckoe MOHUTOPUPOBAHUE IEKTPOKAPIUOTPAMMBI IalU-

entku C. AnprepHanus 3yomna 7

163 cm, mMacca Tema 55 KT, MHJIEKC Macchl Tejaa
20,7 xr/m2. Koska po3oBoro 1Beta. Cepiiie — TOHBI
sicHble. [lynbe 85 B MUHYTY, pPUTMUYHBIH, YIOBIIET-
BOPUTENBHBIX KadecTB. ApTEpHAJIbHOE AAaBJICHUE
108/90 MM pT.CT.

buoxumuueckoe uccredoganue Kposu OT
14.12.2019: xanuit 4,34 MmMoab/I, HaTpuUH
134,6 mmonb/n, xaopunsl 104,0 Mmonb/m, mar-
Huit 0,85 MMOIIB/I, KalbIIU MOHU3UPOBAHHBIN
1,25 MMOITB/J, THPEOTPOITHBIN TOPMOH, TPHHOATH-
POHHUH U THPOKCHH B HOPME.

[anHnble B oTHomeHuu uHTepBana QT B nu-
HaMMKe: Koppuruposanubiid uarepsan Q7T (QT)
517 mc (2.12.2019), 520 mc (3.12.2019), 496 mc
(5.12.2019), pu XONTEPOBCKOM MOHHUTOPHUPO-
Banun OKI' QT 583 mc, OT, na ¢one mpuéma
B-anpenoomokaropa (BAB) (MeTomponona cyknu-
HaTa 25 Mr) 483 Mc. B cBsi3u ¢ Tem, 4TO y manu-
entku C. aprepuanbaoe nasienue 90/60 MM pT.cT.,
no3y BADB yBennuuBanu mocTeneHHo.

IIpn xontepoBckoM MoHUTOpHpoBaHUH OKI
oT 19.09.2019 nnutenbHOCTHIO 22 4 29 MUH pUTM
CHHYCOBBIM, MaKCHMaJbHasi 4acToTa cephed-
HBIX COKpaueHuit 166 B Munyty, O7=289 mc, mu-
HHUMaJlbHasi 4acTOTa CEpPACYHBIX COKpAILICHHUH
50 B MunyTy, PO=131 mc, QT=558 mc. DxTonuue-
CKasl aKTUBHOCTH He 3apeructpupoBana. Ha Bcém
MPOTSKEHUH HCCIENOBaHUS 3apeTruCcTpUpOBaHa
aneTepHanus 3yona 7. [lartepH panHei pemnons-
pu3anuu xxenyaoukos. [lokasarenn BapruadenbHO-
CTH CEepIEYHOro puTMa B HopMme (puc. 1).

Ha Buneo-23I-Mouutopunre ot 15.09.2019 Ha
MPOTSIKEHUH 2 4 B COCTOSIHUM aKTUBHOTO U Tac-
CHUBHOI'O OOJIpPCTBOBAaHUS, CHA U C MPOBEACHU-
eM (QYHKIIMOHAJIBHBIX MPOO0 3muienTudopmMHOH
AKTUBHOCTH, MHJICHTHYECKUX MPUCTYIIOB U UX
OOI-naTTepHOB B XOJE HCCIEAOBaHUS HE 3ape-
ructpupoBano. Ha snekrposnnedaniorpamme ot
20.09.2019 ouaroBsle U MapOKCU3MAJIbHBIE U3ME-
HEHU HE 3aperucTpupoBaHsl. [1o JaHHBIM peHTre-

HOBCKOH KOMIIBIOTEpHON TOMOrpaduu U MarHut-
HO-PE30HAaHCHOW ToMOrpaduu roJIOBHOI'O MO3Ta
ot 18.09.2019 — 06e3 maronornu. Buszyanuzanus
9KCTPaKpaHUAIBHOTO OTAeNa OpaxuouedaabHbIX
aptepuil rosoBHoro mosra ot 18.09.2019 — Ge3
MaTOJIOTHH.

Tunt-tect ot 19.12.2019 ¢ maccuBHBIM OpPTO-
CTa30M HE WHAYIMPOBAJ CHHKOMNAJIBHOE COCTO-
sHue. 24.12.2019 npu NOBTOPHOM THIIT-TECTE
C TTACCHBHBIM OPTOCTA30M M0 UTAIBIHCKOMY IIPO-
TOKOJY Ha 2-ii MUHYTE MOCIE WHTAISLIUA HUTPO-
crapes (0,4 Mr) pa3sBuiach BazoBarajiabHasl IPECHH-
KOIla CMEUIaHHOTO THTIA B BHJIE€ TOJIOBOKPYKEHUS,
MIOTEMHEHUS B ITla3aX, CHY)KEHHUS YaCTOTHI CEpAcY-
HBIX cokpaiieHnuit ¢ 135 1o 41 B MUHYTY, CHUXKE-
HHE CHUCTOJINYECKOTO apTEPUAIBHOTO JaBJICHHUS J10
85 MM pt.cT. U nuactoauyeckoro a0 0,3 MM PT.CT.

Takum obpasom, y mauneHTku C. ycTaHOBIE-
Ha couetaHHas naronorus: cuaapom LQT, Ho Ge3
HapyUIEeHUH CepIEUHOr0 puTMa, U Ba30BarajibHbIN
CHHJIPOM, IIPOSIBIISIIOIIUIACS OOMOPOYHBIMHU COCTO-
SIHUSIMU (CUHKOIIE).

Baxxneiimum stanom o0cinenoBaHus MAUCHT-
ku C. ObLIO reHeTHUecKoe uccnenosanue. [Ipoana-
JU3UPOBaHbI MOTEHIUAIBHO UMEIOIINE OTHOILICHNE
K 3a0oneBaHuIO mauueHTKH C. reHbl Ha MpenMeT
BIUAHHS Ha CTPYKTYpY U QyHKIHIO OeiKka B co-
OTBETCTBHUM C PEKOMEHJALMSIMHU AMEpPUKaHCKO-
ro KoJIje Xa MEANIIMHCKON e HETUKU U TeHOMUKHU
[6]. [To pe3ynpraTaM MOITHOAK30MHOTO CEKBEHUPO-
BaHHUsI ObLIa BBISBICHA YHUKAJIbHAS TyTUIMKAIHS
B reTepo3uroTHoM coctodHuu B reie KCNH2 ENS
TOW00262186.5:c.2676 _2680dup, Beaymias K CABH-
I'y PaMK{ CUHUTHIBAHUA U POPMHUPOBAHHIO MPEXK-
neBpeMeHHoro cromn-kogoHa NSP00000262186.5:p.
Arg894ProfsTer82. MyTauuu, Beaymue K ramjioHe-
noctarouHocT 6enxa HERG B pesynbrare mpex-
JeBpeMeHHbIX cTomn-konoHoB B MPHK kenh2 — Tu-
MMUYHBIA ¥ XOPOIIO U3BECTHBIH MEXaHHU3M pa3BH-
tus cugapoma LQT Tuma 2.
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[MammmenTke C. OBLIN TPEIIIOKEHBI CIIETYIONIHE
PEKOMEH JaIiH.

1. Orpaanyenne U3NIECKUX U IMOITHOHAIb-
HBIX HarPy30K.

2. [lpenaparsl, yAJIUHSIONINE TPOIOIKUTENb-
HOCTH HHTepBasa O7, He MOKa3aHbl B TCUCHUE BCEH
JKU3ZHM.

3. Monutopusr ypoBHs kamus (1 pa3 B 6 mec
WM HEMEIJICHHO IPH TMOSABJIECHUH ON[YTHMBIX
cepaneoneHnii, 0OMOPOKOB), PEKOMEHIOBAHO J0-
MOJIHUTEJILHO K MocTosiHHOM Tepanuu BADB pac-
cMOTpeTh Bompoc o HazHadeHnu KCl per os mwim
CIIUPOHOJIAKTOHA.

4. KoHcynbranus Kapauoxupypra-apuTMoIiora
IS OTIpeNie]IieHUusT BO3MOXHOCTH M BPEMEHH HM-
TJIAHTAIMH KapaunoBepTepa-neGuoOprnIsaTopa.

5. KackagHblii ceMeMHbIA CKPUHUHT POACTBEH-
HUKOB 1-i U 2-i1 cTeneHu poaCTBa.

TIpu noBTOpHBIX ocMoTpax manueHTka C. co-
00I1aeT, 9TO YyBCTBYET ceOs yOBIETBOPUTENHHO.
OOMopokHu Ooipllie He Bo3HUKaIH. OHA KOHTPO-
JTUpyeT Mpollecc BCTaBaHUS — CHadaia 00s3a-
TENBHO CaJINTCs, JUIIb 3aTeM BcTaét. [IpnHnma-
et BAbB (MeTonposona cyKIiHaT), HAYHHAS C JTO3BI
12,5 mr, yBenuuuBas Kaxayro HeAeno Ha 12,5 Mmr.
B nacrosimee Bpems npuHuMaeT 162,5 Mr B cyT-
KU, IIpeanonaras 1oBecTd 103y A0 200 Mr B CyTKH.
C npuémoMm BAD cBsi3biBaeT HapylleHUE CHA —
TPYIHOCTh 3aChITaHUS W MPOOYKIEHUS Cpe-
1 HOuM. ApTepuanbHOe naBiieHue Ha ¢oHe BADB
90/60 MM pT.CT., 4acTOTa Myibca okoio 70 B MH-
HyTy. Ha ¢one mpuéma BAB nmponomxuTenpbHOCT
yuunénnoro Q7 He COKpamaercss U oCTaérces
0K0JI0 544 Mc (M3BECTHO, UTO TOCie 3P PEeKTHBHO-
ro neyenust BAb QT ocraércs ynnMHEHHBIM, HO
Y «OTBETYHKOB) CHMXKaeTCs aucnepcus Q7).

Takum oOpa3zom, oOcliemoBaHWE TAIIUEHTOB
¢ LQT u obMopokamMu MOKHO OBITH KOMIIJIEKC-
HBIM, €TO aJTOPUTM JOJKEH BKIIOYaTh METO-
IIBI FICCJIEIOBAHU S, TIO3BOJISIIONINE PACIIO3HABATD
npupoay obmMopokoB, He cBia3aHHBIX ¢ LQT.
HeoOxonnmo mpoBeneHNe TeHETUYECKOTO HCCle-
JIOBAHHSI — IIOJTHOTO TEHOMHOTO CEeKBEHHPOBa-
Hus Ui onpeneneHus tana LQT. DTo mo3BomuT
OTIPEAETUTh PEKOMEHJAIINH TT0 H3MEHEHUIO 00pa-
3a KU3HU U JIEKapCTBEHHON Teparuu 3a00JIeBaHMUsL.
NmnnanTanms kapauoBeprepa-aedudpuiisTopa
TO3BOJIUT MIPEOTBPAIIATh BHEZAMHYIO CEPACUHYIO
CMEPTH MaIHEHTA.
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Y4yacTne aBTOpPOB. YuacTue aBTOPOB OJJUHAKOBOE.
Hcrounnk dunancupoanus. lccinenoBanue He
HMMEJIO CIIOHCOPCKOU MOAAEPKKH.

Kongaukr uHTEpecoB. ABTOpPHI 3asBIAIOT 00 OT-
CYTCTBHH KOH(JINKTa MHTEPECOB 10 MPEJCTABICHHOM
CTaThe.
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