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Pesiome

MepunapTtanbHas KapaMoOMWMONATUSI  «AMArHO30M MCK/IHOYEHUS» Y KEHLMH C CUCTONIMYECKOW CepAeYHOM HEAO0CTaTOYHOCTbIO
HeWn3BEeCTHOW 3TMONOTUM, Pa3BMBLLENCS B KOHLE HepeMeHHOCTV UK nocne poaos. CMHAPOM yaanHeHHoro uHTepeana QT npep-
cTaBnset coboi nepBuYHOe 3neKkTpuyeckoe 3aboneBaHne cepaua, ConpoBoOXaaloLeecs yanmHeHmeM nHtepeana QT Ha 3nekTpo-
kapanorpamme (3KT), peLunanBMPYIOLLMMU NAPOKCU3MAMU XKENYA0YKOBOW TaXxMKapAMK U BbICOKMM PUCKOM BHE3aMHOW CMepTy.
Llenbto paboTbl 66110 NPOAEMOHCTPUPOBATL M MPOAHANM3MPOBaTb CyYyal MepunapTanbHOW KapAMOMMOMNATUM B COYETaHMM
C CMHAPOMOM YANMHEHHOTO UHTepBana QT y nauueHTku ¢ MyTauumeit B reHe FLNC. XeHwmHa 38 net uepes 4,5 mec. nocie ponos
rocnuTanu3npoBaHa nocie BHE3aMHOM OCTaHOBKWM KPOBOOOpPALLEHMS M yCNewHO NPOBeAEHHON CepAeYHO-ero4Hoin peaHuma-
umn. Ha anekTpokapanorpaMme BbISIBNEHO yAanHeHWe nHTepBana QT, Nnpu axokapanMorpadun — akMHe3 anuMKanbHOro 1 cpefHe-
ro CErMeHTOB MepeaHeN CTEHKM NIEBOTO XENyAouKa U MENOKeNYA0YKOBOW Neperopofku, BEPXYLLKK, Gpakums BbiIGpoca neBoro
xenypoyka - 32%. lNpu kopoHapoaHrmorpadum (KAl) CTEHOTMYECKOrO MOpaXeHUs! KOPOHAPHbIX apTeEpPU HE BbISBNEHO.
KoHueHTpaums N-KOHUEBOro npeAawecTBEHHMKA MO3roBOro Hatpuit-ypetndeckoro nentuaa (NTproBNP) B kpoBu coctaBuna
33 300 mr/n. Mpu MaccoBoM napannenbHoM cekBeHMpoBaHum 17 reHoB B 3k3oHe 10 reHa FLNC (OMIM 102565) BbissBneH Hykne-
OTUAHbIA BapuaHT ¢.1609T>G (chr7:128480661T>G, NM_001488.4; rs760471547) B reTepo3vroTHOM COCTOSIHUM, NMPUBOASLLMNA
K aMUHOKMCIOTHOMY BapuaHTy p.Y537D. CoueTaHne nepunapTanbHOM KapAMOMUMONaTUK U CUHAPOMA YAJIMHEHHOTO MHTepBana QT
MOXeT yBe/M4MBaTb BEPOSTHOCTb BHE3AMHOM CEPAEYHOM CMepTh, 0COBEHHO Y reHeTUYECKM CKOMMNPOMUTUMPOBAHHbIX NALMEHTOB.
Heobxonmma cBoeBpeMeHHas AMArHOCTMKA OMUCAHHBIX COCTOSHWUI NS NPeAOTBPALLEHUS OCIOXHEHMA M yBENUYEHWS NPOLON-
YXUTENbHOCTM XM3HW NaALMEHTOB.

KntoueBble c10Ba: nepunapTanbHas KapaMoMUMonaTus, 6epeMeHHOCTb, cepeyHas HeA0CTaTOYHOCTb, GpaKLMs BbIOpOCA NEBOTO
KENYA0UKa, CEPAEYHO-NEroYHas peaHnMaLms, GUBPUANALMUS XKeNyLoUKOB
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Abstract

Peripartum cardiomyopathy (PPCM) is a diagnosis of exclusion in women presenting with heart failure due to left ventricular (LV)
systolic dysfunction. PPCM should be considered in case of unknown etiology of heart failure during pregnancy or after childbirth.
Long QT syndrome is a primary electrical heart disease associated with a prolonged QT interval on the ECG, recurrent paroxysms
of ventricular tachycardia, and a high risk of sudden death. Our aim was to demonstrate a case of cardiomyopathy in combination
with long QT syndrome in a patient with a mutation in the FLNC gene. A 38-years-old woman was hospitalized 4,5 months after
childbirth after sudden cardiac arrest and successful cardiopulmonary resuscitation. Long QT interval was revealed on the elec-
trocardiogram. Echocardiography registered an akinesis of the apical and middle segments of the anterior wall of the left ventri-
cle and interventricular septum, apex, left ventricular ejection fraction — 32%. Coronary angiography revealed no stenotic lesion
of the coronary arteries. N-terminal precursor of brain natriuretic peptide (NTproBNP) was 33300 mg/l. Mass parallel sequencing
of 17 genes revealed the nucleotide variant c.1609T>G (chr7:128480661T>G, NM_001488.4, rs760471547) in a heterozygous state
in exon 10 of the FLNC gene (OMIM 102565), leading to the amino acid variant p.Y537D.The combination of peripartum cardio-
myopathy and long QT syndrome may increase the likelihood of sudden cardiac death, especially in individuals with a genetic
mutation of cardiomyopathy. Timely diagnosis of the described conditions is necessary to prevent complications and increase

the life expectancy of patients.

Keywords: peripartum cardiomyopathy, pregnancy, heart failure, left ventricular ejection fraction, cardiopulmonary

resuscitation, ventricular fibrillation
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BBEAEHUE

MNepunaptanbHas kapgmuomuonatus (MKMIM) - penkoe
TSXKENoe uanonatTyeckoe 3aboneBaHwe, pa3BMBalOLLEECS
B TeYeHue nocnegHero Mecsua 6epeMeHHOCTU UK NepBbIX
5 Mec. nocie poaoB y XeHWMH 6e3 UCXOAHOM NaTonormu
cepaua, nposBhsoWweecs CepaeyHorm HefoCTaTOYHOCTbIO
BCNEeACTBME CUCTONIMYECKON AMCHYHKLMM MMOKapAa NeBOro
XENyA0uKa, 4acTo nMetoLiee HebnaronpusaTHbIA NporHos [1].
Yacrota MKMI1 cocrasnsiet 1 cnyvan Ha 1150-4000 popos
B CLWA, 1 cryyait Ha 1 000 - B KOxxHoi Adpuke n 1 cnyyai
Ha 300 - Ha [aunTu [1]. 3aboneBaHKe acCcOLMMPOBAHO C BbICO-
KMM DUCKOM CMepTV MaTepeil U HOBOPOXAEHHbIX W yalle
BCTpeyvaeTcs y abpoaMepmnKaHoK, pexxe — y asmaTok M Kpaw-
He peako -y eBponeonaos [1]. ToyHble MeXaHW3Mbl, KOTO-
pble npuBoadT K NMKMTII, He fcHbl. PazBuTui0 MoryT cnocob-
CTBOBATb (DAKTOPbI pMUCKA CEPAEYHO-COCYANCTbIX 3abonesa-
HWI (TakmMe Kak apTepuanbHas rMnepToHus, CaxapHbli Aua-
6eT, KypeHue), bakTopsbl, CBA3aHHbIe C BEpEMEHHOCTbIO (Takue
Kak BO3pacT, KONM4ecTBO OepeMeHHOCTEN W POXAEHHbIX
[leTel, NekapCTBEeHHble NpenapaTbl, 0COBEHHOCTU MUTaHKS),
BOCMaNeHNe, ayTOMMMYHHbIE peaKLMW, BUPYChl, reHeTuye-
CKas npeapacnonoxeHHocTb [2]. KnuHnyeckn MNKMIT yacto
nposBNSeTCcs CepAeYHON HepocTaTouHoCTbl. Oblme peko-
MeHAalUMM No BEAEHMIO NALMEHTOB BKITHOYAKOT AMETY C HU3-
KMM COAEpXaHMEM HATpU§, OrpaHUYeHue >KUAKOCTM.
MNpenapatamu Bbibopa sBASIOTCA B-agpeHo6n0KaTOPbI;
TMAPaNasuH U HATPaTbl A5 CHUKEHWS NOCTHArpy3Ku; Anmype-
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TMKKU (Pypocemma, rmapoxnopTnasni) npy Haamuum 3acTon-
HbIX SIBNEHWIA; B MOCNEPOLOBOM NEPUOLE — AHTarOHUCTbI
anbA0OCTEPOHA, WHIMBUTOPBI aHrMOTEH3MHMPEBPALLAIOLLETO
depmeHTa (AMN), HGnokaTopbl peLenTopoB aHMMOTEH3U-
Ha || (BPA) 1 MHrMBUTOPBLI peHMHa (BO BpeMs BepeMeHHOCTH
610KaTOPbl PEHWUH-aHTMOTEH3MH-aNbA0CTEPOHOBOM CUCTEMDI
npoTMBOMOKa3aHbl, BPA npoTMBONOKa3aHbl Npu KOPMAEHUK
rpyabto) [3, 4]. Jleuenne ceppeyHoi HepoctaTouHocTn (CH)
[LOMKHO NPOAO/MKATLCS MO MeHbllerd Mepe 6 MecC. nocne
MOIHOrO BOCCTAHOBAEHWUS UMW [ONblUE Y HEKOTOPbIX 60/b-
Hbix [5]. Puck peumamsa MKMI1 npu nocnepytowmx bepe-
MeHHocTax coctasnseT ot 30 go 50% [6, 7].

CuHppom yanunHeHHoro uHtepsana QT (CYMQT, LATS) -
CMHAPOM, A9 KOTOPOr0 XapakTepHbl HapylieHue paboTbl
MOHHbIX TOKOB B KapAMOMMWOLMTAX, YOJMHEHWE WHTEpBana
QT Ha KT (yaMHeHMeM KOppurMpoBaHHOro MHTepeana QT
npuHATo cumntatb 460 Mc 1 Bonee y XeHWMH, bonee 450 mMc -
Yy MYXXYMH), MAPOKCU3Mbl XENYA04KOBOW Taxukapauu Tuna
«MUpyaT», 0BMOPOKM M BHe3anmHas cepaedvHas cmeptb [8].
PacnpocTpaHeHHOCTb cuMHApOMa cocTaBnger 1:2500-
3000 HOBOpPOXAEHHbIX. YAnuHeHWe uHTepBana QT MoxeT
ObITb Kak reHeTyeckn OOYCNOBNEHHbIM — MNEpPBUYHbLIM
(y50- 75% naumeHnToB) [9],Tak M BTOPUYHBIM,NPUOBPETEHHbBIM
B pe3ynbrate BO34eNCTBMS HebnaronpusaTHbiX (aKTOpoB.
B Hactoswee Bpems u3BectHO 17 reHoB (6OMbLUIMHCTBO
M3 KOTOPbIX KOAMPYIOT CYyObeanHULIbI KAaNMEeBbIX, HATPUEBBIX
WK KanbLMEBbIX MNOTEHLMAN-3aBUCUMbIX MOHHbIX KaHANO0B),
OTBETCTBEHHbIX 33 pa3BuThe 3abonesanus [10]. Hapywenue



DYHKUMM MOH-CNeundUYecknx KaHanoB CepaeyHbiX KNeTok
W CTPYKTYpbl HenkoB, perynmpyrwmx ux GyHKUMOHWPOBA-
HWe, NMPMBOAAT K MATONOMMYECKOMY M3MEHEHWMIO CKOPOCTM
MOHHbIX TOKOB M YBENIMYEHUIO NPOAOIKUTENBHOCTH MOTEH-
umnana pencreug, yto Ha IKI oTpaxaeTcs yA/JMHeHueM
nHtepeana QT. BpoxaeHHble MyTaumMu NPUBOAAT UM K NON-
HOM noTepe QYHKUMM NOPAXKEHHOTO KaHana, Uan ee CHUXe-
HWI0. YOJIMHEeHWe NOTeHLManoB AeiCTBMS CnocobCTBYET BO3-
HMKHOBEHMIO MOAMNOPOroBbiX KonebaHuii MNOTEHUMANOB
B (ase 2 unu 3, T. H. paHHel nocTaenonspusaummn, Kotopas
ABNAeTCH TpUrrepHoiM GakTopoM AN BO3HUKHOBEHMS
XM3HEYrpoXatoLwen nonMMophHON Xenyno4KoBOM Taxmkap-
amn (KT) Tmvna «nupyat» (TdP), koTopag 4acto sBnsercs
NPUYMHONM BHE3anHoM cmepTh y 6onbHbix ¢ LQTS [11].K pas-
BMUTUIO BTOPUYHOMO YAJAMHEHHOro WHTepsana QT u/uwnu
pa3suTuio TdP MoxeT npuBoaunTb Lenbiit psag dakTopost:

cepaeyHo-cocyancTble 3aboneBaHms U coctosHus (bpaaum-
Kapaus, AB-6nokagbl, nay3bl; KApAMOMMONATMM, B T. Y. TaKO-
Ly6o, 0CTpas UWEeMUS MUOKAPAA, UHCYbT, apTepuanbHas rm-
nepTteHsus/rmuneptpodus nesoro xenyaodka (J1K), nponanc
MWTPANbHOrO KfanaHa, XpoHMYeckas cepaeyHas HepocTa-
ToYyHOCTb (XCH), MUTpanbHbIM CTEHO3, MeTaboNMYeCcKnii C1H-
ApOM 1 ap.);

SHOOKPUHHblE 3ab0oneBaHMs U COCTOAHMS (TMMNOTUPEO3,
rMnepTMpeos, rMNepriMkeMus, rMNOrMUKEMMS, MepPBUYHBIN
rMnepanbLocTepoHU3M, heoxpoMouMTOMa, rMneprnapaTmpe-
03, MaHrMNONUTYUTapK3M, TMNOrOHAAM3M U p.)

NaToNOrns/M3MEHEHNS HEPBHOM CUCTEMBI (MHCYNLT, 60-
nesHb [MapKMHCOHA, 3NMnencus/cynoporu, HepBHas aHopek-
cu9, Bo3byxaeHue;

3NEKTPONUTHbIE HAPYLLEHUS: TUNOKANMeMus < 3,5 Mmonb/n,
B T. Y. Npu cuHgpome baptepa v npu cnHapome [uTenbMaHa,
runoMarHnemms < 1,7 Mmonb/n, rmnokansupemmns < 8,5 mr/an,
rMnepHaTpMeMus, MHOroKpaTHas pBoTa, AMapes, reMoananus;

(aKTopbl OKpYyXalolwen cpefbl (TMNOTEPMUS, FTUMNOKCUS,
anHo3 CHa, BO3AEWCTBME CBMHLA, YrapHOro rasa, anekTpuye-
CKOrOo TOKa v ap.);

obuwme dakTopbl (KEHCKMI Nof, BO3PaACT cTaple 65 ner,
CK® < 30 mn/mMuH/1,73M2, uMppo3 neyeHn, TpoMbo3Mbonms
neroyHon aptepum (TIJ1A), LedUuUT TMAMUHA);

BOCManuTeNbHble/ayTOUMMYHHbIe (DaKTopbl (MMXOpaaka,
Cencuc, CUCTEMHas KpacHas BOMYAHKA, pEBMATOMAHbINA ap-
TPWT, CApKOWA03, PACCeSHHbIVM CKNepo3, LeNnakus, peakumm
OTTOPXEHUSI TpaHCNNaHTaTa, BUY, nosbiweHne C-peakTnBHO-
ro 6enka, 6enKoB TENNOBOro WoKa, uMToknHoB O®HO-anbda,
Wn-1, N-6, aHtuten SSA/Ro);

TSKENbIN aeduumt benka;

nepeHachILLeHWe Xene3om, PeppuTUHOM;

MHTOKCMKALMS HOCHOPOPraHMYECKMMU COEAUHEHNIMMU;

nekapcTBeHHble npenapatbi? [10];

HaKNOH roN0BbI, NOTPYXXeHWE B XONOAHYH BOAY M Ap.

TunuunbiMu nposenennsmm LQTS aBnswoTcs o6Mopokmy,
OCTaHOBKa Cepala, BHe3amHas CepAaevyHas CMepTb.
MNauneHTaM, NMepeHecwnM B MPOLWJIOM OCTAHOBKY CepaLua,
pEKOMEHAYeTCS YCTaHOBKA WMMNAHTUPYEMOro Kapawo-
BepTepa-gedubpunnaropa (MKMI), Hapsagy ¢ MCNONb30BaHM-

1 https://crediblemeds.org.
2 https://QTdrugs.com.

em 6eta-bnokatopoBs. [pu BTOpMYyHOM LQTS nedyebHble
MeponpuSTUS HanpaBaeHbl Ha KOPPEKLMI0 COCTOSHWA, Mpu-
BeALINX K ero passuTuio [12].

OmHUM M3 reHoB, ANS KOTOPOro HenaBHO Obina npopae-
MOHCTPMPOBaHa B3auMMOCBSA3b C PA3BUTUEM HENPOMBILLIEY-
HbIX 3a00NEBaHUM U HECKONbKMX TUMOB KapAMOMWOMNATUM,
asnsetcs reH FLNC (cuHoHum: ¢unamur C, GKMUHCBS3b18a10-
wud npomeun 280) [9, 13-17]. Ten FLNC xopupyeT ¢una-
MUH C, KOTOPbIM B KApAMOMMOLIMTAX U B KNETKAX CKENeTHbIX
MbILIL, SBASETCS OCHOBHbLIM aKTMH-CBA3bIBAOWMM 6ENkoM.
[MTOMWMO CTPYKTYpHOW pOAM M y4aCTMa B OpraHu3auuu
Z-nuHun, dunammH C urpaeT BaxKHyH ponb B cUCTeMe aerpa-
faumun b6enka 33 u koHTpone npouecca aytodarmum [18-20].
Co BpeMeHu nepBoro onucaHus mytauuin B ree FLNC npu
cemenHoi dopme TKMI B 2014 r. KONMYECTBO COOOLLEHMI
0 ero ponau B pasBWUTUM BCEX BUOOB KapAMOMMONATUIA CTpe-
MUTENIbHO BO3PaCTaeT, yTo AenaeT dunamuH C 0OHUM U3 Hau-
6onee 3HauMMbIX HeNKOB, aCCOLMMPOBAHHbIX C KapAMOMMO-
natmamm [9, 13-17, 21-23].

B paHHOW cTaTbe BMepBble OMUCHIBAETCSA KIMHUYECKUNA
cnyyan [KMI B coveTaHun C CMHOPOMOM YAJIMHEHHOMO
uHTepsana QT y naumeHTKM ¢ MyTaumen B reHe FLNC.

KIMHUYECKWUIA CNYYAN

Y naumeHTkM 38 neT 6e3 cepaeyHO-COCYAMCTON, UHDeK-
LUMOHHOM NaToNoruu, ankorofibHOM WM APYruX 3K30reHHbIX
MHTOKCMKALLMIA, NeKapCTBEHHOM Tepanuu B aHaMHese yepes
2 MeC.nocse BTOPbIX CAMONPOU3BOSbHBIX CPOYHBIX HEOCTOX-
HEHHbIX POLLOB PA3BUICA KPAaTKOBPEMEHHbIW 3MM1304, NCUXO-
MOTOPHOrO BO3OYXAEHMS, MOTOpPHOM adas3uu, Ae30pueHTa-
ummn. Haxoamnach Ha CTaLMOHAPHOM Nle4YeHUn B HEBPONOTU-
YECKOM OTAENEHWM, AAHHBIX O HaNMUYMKM HEBPONOTrMYECKOW
M KapAMONOrMYEeCcKOM NaTonornuM He monyyveHo, noobcneno-
BaHWe w1 nocneaytollee neYeHne pekoMeHA0BaHbl He Obiin.

Yepes 4,5 mMec. nocne ponoB BO BpEMS NPOrynku pas3su-
nacb Gubpunnauus xenynoukos (PX) ¢ ocTaHOBKOW KpOBO-
obpauleHns u gpixaHus. [locne ycnewHom cepaeyHo-
NEerovyHoON peaHMMaLUK rocnUTanmn3npoBaHa C HanpaBuTenb-
HbIM [MAarHO30M «OCTPOE HapyLlleHWe MO3roBOro KpOBO-
obpalueHus».

pu oCcMOTpe CoCTosiHME THKeNoe, Koma. [Nepuoguueckoe
nosiBfieHne TOHMYeckux cypopor. Cnefbl PBOTHbIX Macc
Ha Koxe. [ofieHn NacTo3Hbl. [1pn manbnauum MArkMx TKaHemn
O0TMEYaeTCcs KpenuTauus no nepefHeit NMOBEPXHOCTU LUEW.
[lbixaHne CMOHTaHHOE, ayCKyNbTaTMBHO — XKeCTKoe, ocna-
6neHHOe B HWXHMX OTAenax C obewx CTOpPOH, Han BCew
MOBEPXHOCTbIO NIErKUX BbICTYLUMBAKOTCS €AMHUYHBIE CyXUe
xpunebl. ApTepuansHoe gasnenune (AQ) 90/50 MM pr. CT.,, puT™
NMPpaBWIbHbIA, YacToTa cepheyHbiX cokpaweHun (HCC) -
120 ypapoB B MWHYTY, LeHTpaNbHOEe BEHO3HOe AaBne-
Hue (LBM) 200 mm BoL. CT., catypaumns — 84%. XX1BOT B34yT,
MSrKWiA, Npy nanbnauumn 6esbonesHeHHbIN. [poBeaeHa MHTY-
6auma Tpaxeu C MOMOLb BPOHXOCKOMA, HavyaTa MCKyC-
CTBEHHAsl BEHTMUAALMS Nnerknx B pexxume BIPAP.

Mpu 3nexkTpokapaunorpadumm (3Kl 3aperucTpupoBaH
cuHycosbivi put™ ¢ YCC 124 ypapa B muHyTy, SIQIII, otpuua-
TenbHbIi 3ybew T B V3-V6, yannHeHUE KOPPUTMPOBAHHOIO

2022,16(17%121-129 |MEDITSINSKIYSOVET | 123



nHtepsana QT go 510 mMc no MoanPUUMPOBaHHOM GopMyne
Bazett, B npouecce HabnwogeHns - yBenuyeHne MHTepBana
o 523 mc (puc. 1 A, b).

Mpu nabopaTtopHoM 06CNeaoBaHUM BbISIBNIEHDI IEAKOLM-
T03 (23,2 x 10°/n), 3HauuTENbHOE MOBbLIWEHWE acnapaTaMu-
HoTpaHcdepasbl (ACT) - 442 ME/n, anaHMHamMmHoTpaHcde-
pasbl (A/IT) - 370 ME/n, noBblleHWe nakTaTaernaporeHa-
3l (14N - 940 ME/n, ramma-rnioTaMuMATpaHCcnenTu-
pasel ([TTM) - 127 ME/n, nosblweHne anbda-amunasbl —
878 ME/n, kpeatnuHdochokmHasbl (KDOK) obwen — 263 ME/n
(c HapactaHuem B TeuyeHue cytok o 394 ME/n), MB -
174,2 ME/n (co cHmuxeHneM po 94,8 ME/n), kpeaTuHWHA —
128 w™kMonb/n (C HapacTaHueMm B TeyeHue CYTOK
0o 135 MKMONb/N, CHWXEHMEM TeMna MOYeOoTAeNneHms
no onurypuu), D-oumepa - 14325,0 Hr/Mn, akTUBMPOBAHHO-
ro 4actMyHoro TpombonnactMHoBoro Bpemenu (AYTB) -
153,9 cek, N-KOHUEBOro npeawecTBEHHNKA MO3rOBOroO
HaTpui-ypeTtnyeckoro nentnga (NT-proBNP) - 18 300
(c HapacTaHuneMm po 33 300 Hr/n), TponoHuHa | = 0,09 mkr/k
(c HapacTaHueM B TeveHue cyTok Ao 0,74 mkr/k), npokanbuu-
ToHnHa - 11,07 wmr/mn, C-peaktusHoro 6enka (CPB) -
152 Mr/n; rAMKMpOBaHHbIV reMornobuH — 5,3%, kanuin - 3,9,
HaTpuii — 141 mmonb/n.

Mpu 3xokapguorpadum (3xoKl) pmametp aoptbl -
32 MM, KnanaHHbli annapat 6e3 ocobeHHOCTeN, TONWMHA
MEXKeNyA04KOBOM MePeropoakn U 3agHen cteHku JDK -
9 MM, MaKCMManbHblA nepegHe-3adHWIA pa3Mep J1€BOrO
npeacepams — 25 MM, 06beM — 32 MJ1, KOHEYHbIN AMACTONMU-
Yyeckuin pasmep npasoro xenygovka - 30 MM, nnowagb
npasoro npeacepams — 9 cm? KOHEYHbIM AMaCTONMYECKMiA
obbem JIK - 84 mn, dpakuma soibpoca (PB) JDK - 32%.
BoisBneH akuMHe3 anukanbHOro M CpefHero CerMeHToB
nepenHen creHkn JDK n MexokenyLoyYkoBOW Neperoponky,
BepxyLK. MNoBblWweHHas Tpabekynapusauns JIK, He cooTBeT-
CTBYIOLLAA KPUTEPUSM AMArHOCTUKM HEKOMMAKTHOrO MMWO-
Kapza. B nonoctv nepukappa XuaKocTb A0 4 MM MpaBoro
xenynouka. Cuctonmnyeckoe OaBneHWe B NErovyHon apre-
pun (CONA) 42 mm pr. cT. (puc. 2 A, b).

Mpn kopoHapoaHrmuorpadum (KAT) cTeHoTMYeckoro
NMOpaXKeHMs KOPOHAPHbIX apTepuit He BbISBNEHO (puc. 3).

Mpn KT opraHoB rpyaHOM KNETKM B MPaBOM JIErKOM
B Npoekummn cermeHToB S1-2 1 S6, B NeBOM NerkoM B Npoek-
unn S6 onpenensoTCs MHOXECTBEHHbIE NEPUOPOHXMANbHbIE
o4aru ynnoTHeHus, CiMBatoLmecs Mexay coboi ¢ obpasosa-
HMeM B npoekuum S2 cnpaBa 30Hbl KOHCOMUAALMM NNEFOYHOW
TKaHM, 4TO COOTBETCTBYET MOJMUCErMEHTAPHON ABYXCTOPOH-
Hel MHEeBMOHWW, OOHAKO HeNb3s MOMHOCTBIO MCKIOYUTD
cneumduyecknin BocnanutenbHbiv npouecc. Kpome Toro, npu
KT opraHoB rpyLHOM KNETKM B XMPOBOM KNETYaTKe BbisiBNe-
HO DonblUOe KONMMYEeCTBO BO3AyXa B BMAE NPOCIOEK (MHEB-
MOMeAMaCTUHYM). Yepe3 CyTkM - MOosBNeHWe B MNpaBoOK
nneBpanbHOM MONOCTU CBOBOLHOW XMAKOCTU (puc. 4).

[na w“cKNYeHns AMCCEMMHMPOBAHHOTO Tybepkynesa
BbINOMHEHbl AMACKMHTECT, 3aTeM MOAMMepasHas LenHas
peakums Ha MukobakTepum Tybepkynesa, nokasaBLMe OTpU-
uatenbHbl pe3ynbTat. lNpu BakTepnonorMyeckoM aHanuse
CMblBa OPOHXOB MHOrOKpaTHO BbisiBNeH Acinetobater 107,
YyBCTBYTE/IbHbIN K NOIMMUKCHHY E.
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PucyHok 1. dnektpokapanorpadms
Figure 1. Electrocardiography
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Mpy  ynbTpa3BYKOBOM WCCNEA0BAHUM MNEBPaNbHbIX
nonoctei BbisBneHo 300 MA XXMOKOCTU B NPaBoOW MieBpasb-
HOM MONOCTW, B NEBOW MIEeBPaNbHOW MONOCTU XKMAKOCTb
He BM3yanM3MpoBanachb, B AMHAMMKE — [BYXCTOPOHHWI
rMapoTOpaKc.

Mpu BPOHXOCKOMNWMU BbISIBNEHbI MPU3HAKKM remMoacnmpa-
LMW M aciMpaunn XenyaoyHoro COLEpPXMMOro C mossne-
HWEM B AMHAMUKe MPU3HAKOB AMPPY3HOro ABYCTOPOHHEro
OpOHXMTA C yMEpeHHO BbIPAXKEHHbIM THOWHO-remMoppa-
TMYECKMM 3KCCYAATUBHBIM KOMMOHEHTOM.

Mpu KT-aHrmonynsmMoHorpadum npusHakoB TIJIA
He BbISIBNEHO.



PucyHok 2. Dxokapanorpadus
Figure 2. Echocardiography

A- napacrtepHanbHasa npoekuMa no LUIMHHOM ocK; b - anukanbHas YeTblpexKamepHasa npoeKkuuns — noBblWeHHas TpaGeKyﬂﬂpMBaLlMﬂ BEpXywKn

PucyHok 3. KopoHapoaHruorpadus: CTeHOTMYECKOro NOPAKEHMS KOPOHAPHbIX apTePUI He BbISBNEHO
Figure 3. Coronary angiography: no stenotic coronary artery lesions were detected

PucyHok 4. KomnbloTepHas ToMorpadus opraHos rpyLHoMn N
KNIETKM NP NOCTYNAIEHNM MNpu komnbtoTepHoi Tomorpadum (KT) ronoBHoro mosra

Figure 4. Admission chest CT scan OaHHbIX 3a OCTPYH MaTO/I0TMKO FOJIOBHOIO MO3ra He BbidBNe-
HO. B MATKMX TKaHAX Wen no nepeaHei NoBEpXHOCTH NO3BO-
HOYHOro CcTONba MPOCAEXMBAKOTCS MPOCNONKM BO34Y-
xa (KT-kapTuHa MexMblleyHOoM 3MbU3EeMbI LWen).

Mpu 3nekTposHuedanorpadum 3nunentMdoOpmMHON
aKTUBHOCTU HE BbISIBIEHO.

Mo pe3ynbTatam NtOMOANbHOM NYHKLMM B TMKBOPE OTMe-
yancg umto3 150 KneTok B MK/, NOBbIWEHWE YPOBHS MIHOKO-
3bl (8,3 MMONb/N), HATPUK, Kanus u benka.

[Npu ynbTpa3BykoBoM nccienosaHum (Y3M) opraHos 6ptoLu-
HOM MONOCTH, NOYEK M 3abPIOLUMHHOMO NMPOCTPaHCTBA BbisiBAE-
Hbl M Y3HbIE U3MEHEHMS MEYEHM, NOSKENYA0UYHOW XKenesbl,
noyek. [loceB nMKBopa pocT MUKPODNOPbI HE BbISIBUI.

Mpu KT opraHoB 6ptoLWIHOM NONOCTM U 33aBPIOLMHHOMO
NPOCTPaHCTBA BbISiBJEH CBOOOAHBIN ra3 B OPOWHOM nono-
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PucyHok 5. KomnbloTepHas Tomorpadums opraHoB 6prolLHom
NoNoCTU NPU NOCTYNAEHUN
Figure 5. Admission abdominal CT scan

CT1 (N0 Manow KpUBU3HE Xenyaka, napaaopTanbHo), nepdo-
pauMu NobiX OpraHoB OpIOLHOM NONOCTU He BbISBNEHO.
Yepes cyTkM - MOMHOE MCYe3HOBEHME CBOBOAHOro rasa
B OPIOLLIHONM NONOCTM M NapaaopTanbHoO (puc. 5).

Mpu 330¢aroractpoayopeHockonmu (AMAC) rpybbix nato-
NOTUYECKUX U3MEHEHUI CIM3UCTON He BbISBIEHO, UCKITHOYEHO
XeNyLoYHO-KMLIEYHOe KpOBOTEYEHME, BbISIB/IEH racTpOCTas.

Mapkepbl peBMaTonornyeckon (B T. Y. aHtudoconmnui-
Horo cuHgpoma (ADJIC)), ayTOMMMYHHOW NaToNormMu, TPOM-
60GuniA, aHTUMMOKApAMAbHbIE aHTUTENA HE BbISIBNIEHDI.

MaumeHTKa OCMOTpeHa HeBpOnoroM (OCTpoe Hapylle-
HMe MO3roBOro KpoBOoOOpaLLEHUS UCKIOYEHO, BTOPUYHbINA
MEHWHIUT HEeUH(DEKLMOHHOrO reHesa), Henpoxupyp-
rOM (OaHHbIX 33 4YepermHO-MO3roByld TpaBMy M TpaBMy
MO3BOHOYHMKA HE BbISBNEHO), TPAaBMAaTONOIOM (AaHHbIX
3a OCTPYH TPaBMATONOMMYECKYK MaTONOMMI0 He BbISBEHO),
FTMHEKONOroM (OCTPOM TMHEKONOrMYeCKOM NaTonorum
He BbISIBNEHO), OTOPWHONAPUHIONONOM (N0p-NaToNormMm
He BbISIBNIEHO), XMPYPrOM (OaHHbIX 33 neppopaLunio noaoro
opraHa OplOWHOM MOMOCTU HET, UCTOYHMKOM reMoacnupa-
LMK, @ TaKXKe MOLKOXHOW 3IMPU3EMbl, MTHEBMOMEANACTUHY-
Ma, MHEBMOMEpUTOHEeyMa, BepodTHee BCero, CTana
MWKPOTPaBMa MeMBPaAHO3HOM YaCTW Tpaxeu Npu NOMbITKax
MHTYb6aLMM Ha AOroCnuTanbHOM 3Tane), TepanesToM (Aua-
rHOCTMpOBaHa MnepunapTanbHas Kapauomumonatug, ©X,
CepaeyYHO-NerovyHas peaHuMMaums Ha [LOorocnuTanbHOM
3Tane, acnupaums COAEPXMMOro Xenyaka, reMacnupaums,
acnMpaumnoHHas NHEBMOHMS, CENCUC, CUHAPOM MONMOPraH-
HOW (B T. 4. OCTPOM CepaeyYHOM) HeAOCTaTOYHOCTH, TMMOKCHU-
YeCKui renatur, TMnoKoarynsLMOHHbIA CUHAPOM).

Ha doHe nHby3noHHOM, aHTMBaKTepManbHOM (@MNULLMA-
AMH + cynbbakTaM, METPOHMAA30A, KNAPUTPOMULIMH, MEPO-
neHeMm, uunaneHeMm, TMHe301UA, TUreLMKKH, MOAUMMUKCHH B),
[BYXKOMMOHEHTHOW reMOAMHAMUYECKON MOAAEPXKKM (HOP-
afpeHanuH, oobyTaMMH), MHOTOYMUCNEHHBIX CEaHCOB BbICOKO-
06beMHONM reMoamadunbTpaumm (MOKA3aHUAMM K KOTOPOW
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SABUIMCb MpOrpeccupyroime SBAEHMS CENTUYECKOro LUOKa,
[LLEKOMMEHCUPOBAHHbIV nakTaTaumpos 7,0 Mmone/n), auype-
TUYECKOM M OPYron NaToreHeTUYeCKom u CMMATOMaTUYeCKOM
Tepanuu CoCTosIHWE MAUMEHTKM C MONOXMUTENbHOM AMHAMM-
KOV B BUAE perpecca [iblXxaTeNlbHOM HeA0CTaTOYHOCTH (KCMST-
yeHue» MNapaMeTpoB MWCKYCCTBEHHOM BEHTUAAUMM fer-
kux (MBJ), ctabunuszaumnm nokasatenei razoobMeHa, NoBbl-
LUEHMSI YPOBHS CO3HAHMS A0 OrNyWEeHUS BHE MEAUKAMEHTO3-
HOM cepaumu.

Mpu noBTOpHOWM Ix0KT yepe3 10 gHel nocne rocnuTanu-
3aLMM OTMEYAETCS MONOXUTENbHAS AMHAMUKA B BUAE MOBbI-
weHuna ®B JIK no 40%, cHuxenna CONA no 35 MM pr. cT,
yepe3s 20 aHen — ®B J1XK 56,2% ¢ BocCTaHOBNEHWEM NOKab-
How cokpatumocTu. [Mpu KT opraHoB rpyaHoOM KneTku oTMe-
4aeTcs yMeHblUeHWe KOMYeCTBa XXMAKOCTU B NAeBpabHbIX
MOMOCTAX, HO COXPAaHEHWME XMAKOCTU B MOMOCTM NEpPUKAPAA.

Ha doHe perpecca p[bixaTenbHOM HeLOCTAaTOYHOCTU
nauueHTka bbina nepeeBegeHa Ha BbICOKOMOTOYHYH KWMCIO-
popoTepanuio. B nanbHeiwem perpeccupoBana Lepebpanb-
Has, AblxaTenbHas, NoYeyHas (perpecc fakratauuaosa, Hop-
Manu3aumsa TemMna Auvypesa), cepaevHas HepoCTaToYHOCTb
(c nonHoW nesckanauuen reMoaMHaMMYeCcKOM MOALEPXKKM,
Ha ¢doHe 4yero ObinmM AobBaBneHbl K TepanuuM MHIMOUTOPSI
AT®, 6eTa-6n10KaTOpPbl U AHTArOHWUCTbI MUHEPANKOPTUKOMA-
HbIX peLenTopoB), HOPMaNN30BANCb OTKIOHEHUS B BUOXM-
MWYECKOM aHaNN3E KPOBM, PEHTIEHONOTMYECKN MOATBEPXKAE-
Ha MONOXWTENbHAs AMHAMMKa B BWAE CHWMXKEHWMS 30H
N UHTEHCMBHOCTU UHDUNBTPALMM B TETKMX A0 MOMHOro pas-
pelleHns NHEBMOHUMK, pa3peLlleHns ABYXCTOPOHHEro rmapo-
Topakca. Ha ¢oHe npoBOAMMON Tepanum Npu XONTePOBCKOM
MoHUTOpUpoBaHum JKI OCHOBHOM pUTM CUMHYCOBbBIW, Cpef-
HA9 YacToTa cepaeyHblx cokpaueHumi (UCC) - 89 B MUHYTY,
MakcuManbHas — 132, MMHUManbHas - 54 ynapa B MUHYTY.
HapkenynoykoBbix 3kcTpacucton — 111, enygoukoBbix —
37,8 T.u. 1 rpynnoBsasg, 1 anuson 6ureMuHum B TedeHune 24 .

Yepes 27 pHen naumeHTKa Oblia BbINMCAHA M3 CTaLMO-
Hapa B YLOBNETBOPWUTENbHOM COCTOSIHUM, C Ha3HAYEHWEM
6uconponona no 2,5 Mr ytpoM 1 aTMAMETUATUAPOKCUNNPH-
[OVHA cykumHaTta no 125 mr 3 pasa B AeHb (B TeYeHUe Mecs-
ua). Yepes 1 mec. nocne rocnutanusauum nauueHtke 6Hbin
YCTAHOBNIEH UMMNAHTUPYEMbIN [BYXKAMEpPHbIA KapAaMoBep-
Tep-gedubpunngrop.

Mpn 3xoKT yepes 2 roga nocne rocnuTanM3aumm nosbi-
WeHHaa Tpabekynapusaumsa Bepxywku JDK, XuakocTu
B MONOCTM nepukapaa He onpepenserca, COJTA -
B HOopMe (puc. 6 A, b, B).

[pn MarHWTHO-pe3oHaHcHoM TomMorpadum (MPT) cepaua
ybeanTenbHbIX AaHHbIX 3@ HEKOMMNAKTHYIO KapaAMOMMONaTuio
He BbISBNEHO.

Mpu MaccoBoM napanfiefibHOM CEeKBEHUPOBAHWUU
17 reHos B 3k30He 10 rena FLNC (OMIM 102565) BbisBneH
HYKNEOTUAHbIN BapuaHT ¢.1609T>G (chr7:128480661T>G,
NM_001488.4; rs760471547) B reTepo3UroTHOM COCTOSIHUM,
NPUBOASWMA K AMWMHOKMCIOTHOMY BapwaHTy p.Y537D.
B cembe, y 6amxailunMx poLCTBEHHUMKOB He Obl0 BbISIBAEHO
KNMMHUYECKMX WAN WHCTPYMEHTaNbHbIX KpuTepues [TKMIT,
LOTS 1 ykazaHHOM MyTaLuu, YTO MO3BONSET pacCMaTpuBaThb
ee Kak MyTauuio de novo (puc. 7).



PucyHok 6. Dxokapamorpadms yepes 2 roga nocne
rocnuTanu3aumm
Figure 6. Echocardiography 2 years after hospitalization

A- napactepHasbHas nosuunsa no L/IMHHOM OCH; b- napactepHasbHasa Nnpoekuusa no KOpOTKDFI
OCH Ha ypOBHE a0pTasibHOro KianaHa; B - anukanbHas YeTblpexKkamepHasa no3nuns

PucyHok 7. TeHeanornyeckoe ApeBo NauneHTKM
Figure 7. Family tree of a patient

63T. . . 65 n.
42 J'.. .41 r. . 37 .
‘" A

Yepes 4,5 rofa nocne rocnmMtanmnsaummn npu tenedoHHOM
KOHTaKTe MaumMeHTKa cooblmna o MpoLO/KEHUM MpueMa
6eTa-aapeHo610KaTOPOB, XOPOLLEM CaMOYYBCTBUM, BbICOKOM
KayecTBe XM3HM, u3beraHun GakTOpOB, MPOBOLMPYIOLLMX
yo/MHeHune uHTepeana QT.

OBCYXXOEHUE

[OunarHos «[MKMI» y onncaHHOM NaumneHTKM NoATBEPXKAa-
eTCcs  HanMuMeM Yy Hee uYeTblpex JAMArHOCTMYeCKMX
KpuUTEepuMEB:

1. Pazsutne CH yepes 4,5 mMec. nocne poLoB C NpeBbille-

HneMm ypoBHS NT-proBNP HopManbHbIX 3HauyeHwui

B 130-250 pas;

2. @®B /X 32% npu OxoKT;
3. OrtcytctBue ppyrux npuunH CH: apTepuanbHo# runep-

TEH3MKU, UWEMMYECKON 6onesHn cepaua, BPOXAEHHOM

N NpUOBPETEHHOM KnanaHHOM MNaToAorMu, MHMEKLMOH-

HOro 3HAO0KAPAMTA, MUOKAPAMUTA, HEKOMMNAKTHOM Kapamo-

MMonaTuu, TPOMB03MB0NMM NNErOYHOM apTEPUMN U APYIUX

3abonesanuii (MKMI - onMarHo3 MCKNOYEHUS);

4. OTCyTCTBME [MArHOCTMPOBAHHOM naTtonormmM cepaua
nepep nocnegHUM mecsieMm 6epeMeHHOCTH.

CUHAPOM yanuMHeHHOro MHTepBana QT nopaTBepxaaeTcs
faHHbIMK IKT - yanMHEeHWeM KOppUrMpOBaHHOMO MHTEpBasa
QT po 523 Mc, B T. 4. 10 Havana NekapCTBEHHOM Tepanuu, Cno-
COOHOW BNMATL Ha NPOAOMKMTENBHOCTb WHTepBana QT
(QTc 2 460 mc npu nosTopHOM pernctpaumm KT B 12 otBene-
HMSX Y NaUMEHTOB C AOKYMeHTMpoBaHHoW MX npu otcyT-
cTBMM 3aboneBaHui cepaua) [12].

B 6ase paHHbix Pubmed ypmanocb HalTM eguHM4YHbIE
ny6nukaumm o codetanmu NMKMIMM un LQTS. O. Nishimoto et al.
onucanu naumeHTky 33 net ¢ passuTueM MNKMIT vepes 1 mec.
nocne HeoTOXKHEHHbIX pOLOB C Ae6IOTOM B BUAE pPeLMANBU-
PYIOLLMX CMHKOMANbHbLIX COCTOSAHWMIA WM CyAoporamMu Ha doHe
LOTS (QTc po 574 MC) v >KenyLo4ukOBOM TaxuKapauu Tuna
«NUPY3T». Y NALMEHTKM U ee pOLCTBEHHUKOB Oblna BbISBNEHA
MyTaums B reHe KCNHZ, kopupytowem anbda-cybbeanHuLy
BOJIbTAXX-3aBUCUMBIX KanMEBbIX KaHanoB. B nebiote 3abone-
BaHua BNP coctasun 123,1 pg/mL, ®B JIX - 43,6% c BoccTa-
HOoBNeHneM yepes 4 Mec. nocne gebrota 3abonesanus (5 mec.
nocne poaos) [24].Y onmcbiBaeMoW HaMKW NALMEHTKM BOCCTa-
HoBneHne ®B JDK Habniopanoce B TeveHne 20 aHen
¢ 32 po 56%. U. Elkayam et al. coobuunu, 4to BOCCTaHOBNE-
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Hune OB JIX (>50%) Habntopganock y 54% nauneHToB M npo-
MCXOAMNO B TeyeHwe 6 MecC. nocsie poaoB Yy 6OMbLIMHCTBA
NaLMeHTOB, YTO OTIMYAETCS OT APYrMX GOPM HEWULLEMUYECKON
kapamMomuonatuun. Ynydywenune ®B JDK npu nocnegHem
HabnaeHnM 3HaUnTeNbHO Bonblue y xeHLWmMH ¢ DB JDK > 30%
Ha MOMEHT NOCTAaHOBKM AMarHo3a [25].

J.M. Larranaga-Moreira et al. onncanu 32-NeTHIOK XXEHLLM-
HY C OAbILLIKOM, 3aCTOeM Mo 060MM Kpyram KpoBOOOpaLLeHus
yepes 1 Hen. nocne popos, LOTS (QTc 561 mc), ®B /XK - 36%
€ BocctaBHoneHnem ®B JDK uepes 6 Mec., MyTauuMen B reHe
CACNAIC (3x30H 12), koaupytoweM anbda-1-cybbeanHuuy
BOJ/IbTaXX-3aBMCMMOTO KasbLueBoro kaHana L-tnna [26].

CornacHo 6ase OMIM, mytaummn B reHe FLNC onwucaHbl
Yy NAUMEHTOB C CEMEMHOM rMNepPTPOMUYECKON KapanoMmnona-
e, Tun 26 (OMIM 617047), ceMeliHON peCcTpUKTUBHOW Kap-
nmomuonatueit, un 5 (OMIM 617047), ouctanbHon Muonatu-
et (OMIM 614065) 1 MmodubpunnsapHoit mmonatuein (OMIM
609524), HacnefyeMbIMM MO ayTOCOMHO-AOMUHAHTHOMY TUIY.
CoueTaHue BbISBNIEHHOI Y OMUCbIBAEMOM MALMEHTKM MyTaLMK
¢ MKMI u LQTS paHee He onucaHo.

3AKNIOYEHUE

OnucaHo peakoe coyeTaHWe nepunapTanbHOM Kapamo-
MWOMNATUKU U CUHAPOMA YAAMHEHHOTO MHTepBana QT Ha hoHe
MyTauuu B reHe, kogupywowem benok GunammH C, ¢ passu-
T™MeM GUBPUANALUKM  KENyLOYKOB, BHE3aMmHOWM CMepTH,
CEPLEYHO-NIErO4YHOM peaHMMauMen Ha [0roCnuTasbHOM
3Tane, acnupaumein, acnMpaLMOHHOW MHEBMOHMEN, Cencu-
COM, CMHAPOMOM MOAMOPraHHOM HegocTaTouHocTH. [ing 6na-
rONpUATHOIO TeYEHMS PeaKon THKENOM MaTonornm BeaeHue
NoAMMOpPOUAHbBIX MALMEHTOB AOMKHO OCYLLECTBNSTHCS MYJb-
TUAMCUMNANHAPHOMN KOMaHAOM CTpOro B COOTBETCTBUM
C KOMMIEKCOM aKTyalbHbIX KAMHUYECKMX pEeKOMEHAALMN.
[ns npepnotBpaleHns $aTanbHbIX OCIOXHEHWUIA Heobxoam-
Ma KJIMHUYECKasd HACTOPOXEHHOCTb Bpaqeﬁl B OTHOWEHUU
CMHOpOMA yAanMHeHHoro WHTepBana QT M reHeTMyeckow
NpeapacnonoXeHHOCTU K KAapAMOMMONATUAM.
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