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AMVH-aCCOLMMPOBAHHAA AWNATALMOHHAA KAPAMOMUONATIA — 3TO FeHeTH-
yeckie 3aboneBaHna, ABNAKLLMECA NPUYIHOI ObICTPONPOrpeccupytoLLeil
cepaeuHoi HegoctatouHoCTH (CH), pa3nnyHbIX apUTMIIA 1 HapyLLEHNiA
MPOBOANMOCTY U BLICOKOTO pUCKa BHe3anHoii cepaeutoii cmepty (BCC).

MpegcTaBneHo KNMHMYECKOe HabNIoAeHNe NaLMEHTa ¢ KapAuonamMuHonaTeil,

o6ycnoBnenHoi myTaumamu B rede LMNA, paHHuMu npoABAeHNAMN KOTOPOIA

6bim GbicTponporpeccupyiowwas CH, cactonnueckan AnChyHKUuS XenyaouKkos
(epALa, aHOMANA KNanaHHOTo annapara, HafXenyaouKoBbIe 1 XenygouKo-
Bble HAPYLUEHNsA PUTMA U NPOBOANMOCTH. [10Ka3aHa IBOMIOLNA KIMHUYECKNX
NPOABEHNIA 33 NepUOA HabMoAeHNs, U 06CY AeHbl BONPOCHI CTPATUMKALMUM
pUCKa BHE3aMHOi CepaeuHoii CMepTM 1 CTpaTeris ee NpodunakTUKN Npu AaHHOI
naTonoruu.
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amin-related dilated cardiomyopathy is a genetic disease that causes
rapidly progressive heart failure (HF), various arrhythmias and conduction
disorders, and it is associated with a high risk of sudden cardiac death
(SCD). The article presents a clinical case of a patient with cardiomyo-
pathy caused by mutations in the LMNA gene, its early manifestations being

rapidly progressive HF, ventricular systolic dysfunction, valvular abnormalities,
supraventricular and ventricular rhythm and conduction disorders. The case
study shows the evolution of clinical manifestations during the follow-up period,
as well as discusses the risk stratification of sudden cardiac death and the strategy
of its prevention.

BBepgeHune

HunatanmonHas kapguomuonarus (JKMIT)
ABIAETCA ONHOV M3 BeNYIMX NIPUYNH Cepped-
HOJ HEJJOCTaTOYHOCTY, BHE3AIIHOI CEpeYHOI
cvmeptu (BCC) m apurmuii [1]. JKMIT onpene-
NsIeTCs Kak 3aboeBaHMe MIOKapya, XapaKkTe-
pU3yIolleecs: pacUIMPeHeM JIeBOTO WU 060X
JKETYLOYKOB C CUCTONMYECKON AUCYHKIeN

[IPU OTCYTCTBUY IIEPETPY3KU 0OBEMOM, HaBIIe-
HMEM WK UIIeMMYecKoit 6omesHu ceppua [2].
Opnako KanHMYecKkue GeHOTUIIbI, 3ab0eBae-
MOCTb, IIPOTPecCUPOBaHe 3a60/IEBAHNS U VC-
XOJIbI 3HAUNTETBHO PAa3/IMIAIOTCSI B 3aBUCUMO-
cTy OT aTHoNMorny 3aboneBanns. OupeneneHne
[IPABU/IBHON STUOIOTUY MOXKET VIMETD PelIato-
1iee 3HaYeHue /1 KJIMHUYECKOTO BeleHus Ta-
[[UEHTOB U YIEHOB UX ceMeil. Kpome Toro, aTo
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yAy4lllaeT pe3y/IbTaThl Ie4eHN alJUEHTOB, I10-
3BOJIAA IPUMEHATDb MHAVBUYATbHBIN ITOXOT,
K 1e9eHunio [3].

JlaMMH-accouMMpoBaHHbIE KapAMOMMOIIA-
TUU — 9TO TeHeTUYeCKMe 3a00/IeBaHA, ABIAI0-
mueca npuunHoi JJKMII, pasnu4anbix apur-
MU, HapYIIE€HNI IPOBOLMMOCTY U IOBBIIIEH-
HbIM puckoM BCC. JlaMmuH-acconumnpoBaHHas
Kappuomuonarusa cocrasnsaeTr 5-10% Hacnep-
creeHHbIX JKMII [4]. MyTannum resa maMuHa
A/C (LMNA) BBI3BIBAIOT IPYIIY PacCTpPOIICTB,
CBA3QHHBIX C IIMPOKMUM CIEKTPOM KIMHIYE-
CKM pa3nmn4HbIX peHoTunos. l'en LMNA xopu-
pyet namunbl A u C - gBa 6efka 13 ceMelicTBa
JTAMMHOB, KOTOpbI€ ITPMHAJIIeXKaT K IpyIIIie Ipo-
MEXYTOYHBIX (PUIAMEHTOB U SBIIAIOTCSA CTPYK-
TYPHBIMU KOMITIOHEHTaMu GUOPO3HOTO CI0S
BHYTPEHHeI TOBEPXHOCTY SAAEPHOI MeMOPaHBL.
B Hacrosmee BpeMs M3BeCTHO 0Koo 15 3a6o-
7IeBaHMIL, 0OYC/IOB/IEHHBIX MYTAal[UsIMU B TeHE
namuHa A/C. JlaMuHONaTUM MOTYT crenudu-
YeCcKI MOopaykaTh OTHebHble TKaHY, BK/II0Yas
IIOTIePEYHOIIOIOCAThIe MBIIIIILI, TIeprdepude-
CKJe HEPBBI U )XKUPOBYIO TKaHb, 1160 MpOsiB-
JATbCS KaK CUCTEMHOe 3abojeBaHUe, IOpa-
’Kasl OJHOBPEMEHHO HeCKO/IbKO opraHos. Cpenn
Pa3/IMYHBIX (PEHOTHIIOB HOpaXKeH Ve CepyLia AB/IA-
eTcst Hanboree pacpoOCTPAaHEHHBIM I TSXKeJIbIM
posiieHreM ntaMmuHomaruy. Hanbornee mmpoxo
pacIpoCcTpaHeHHBIMM 13 KapAMOIaMMHOIATUI
ABNsAeTca ayrocoMHo-foMuHanTHaA JKMIL. I1a-
toreHe3 JJKMII, csizannoro ¢ LMNA, HesiceH,
HO JOKJIMHMYECKMe VICC/IelOBaHM s TT0Ka3any,
YTO B KapAMOMMOLIUTAX M3MEHAIOTCA HECKOTIb-
KO IIPOL|eCCOB, BK/II04as aKTUBALMIO IPOBOC-
AN TE/NTbHBIX, AIONTOTUYECKUX, PUOPO3HBIX
I MUTOT€H-aKTUBYpYeMble IPOTeVHKIHA3HbIe
nyTH [5, 6]. B ceMeltHBIX MCCIEOBAHMX OH Ha-
cllefyeTcs KaK ayTOCOMHO-JOMMHaHTHBII IpHU-
3HaK C TUIMYHBIM IOSABJIE€HNEM CUMIITOMOB
B Bo3zpacTte 30-50 1eT ¥ BBICOKOJ IEHETPAHTHO-
CTBIO (XOTA U C pa3IMYHON CTETIEHbIO BBIPaXKeH-
HocTn) K 60 ropam [7, 8]. Tpomboambonmueckme
COOBITHUS M BHE3AIIHAsA CMEPTh Yallle BCTpeya-
10TCA y nauueHToB ¢ LMNA-accouunpoBaHHOI
JOKMII, uem y manueHToB ¢ ApyruMu gpopma-
mu JIKMIT [9]. MennkaMeHTO3HAsI Tepansi cep-
neunon Hegocratounocty (CH), ocHoBaHHasA Ha
peKOMeH/jalMsIX, OOBIYHO IIPUMEHSeTCs Y TIa-
uueHToB ¢ LMNA-acconnupoBannoi JJKMII,
HO HeT JAaHHBIX, CBUJIETeJIbCTBYIOLIUX O TOM,
YTO 3TO MOXKET IOBJIMATH Ha TeueHue 3aboje-
Bauwus [10, 11].

LMNA-accounuposannasa JKMII npen-
cTaBisieT cobolt arpecCUBHOE 11 OBICTPO IPO-
rpeccupyioliee 3aboneBanme ¢ 6ojee TAKEIbIM
TedeHNUeM II0 CPaBHEHUIO C pyruMu popMaMu
JKMII 1 nmeet 6o7ee BHICOKYIO YaCTOTY 37I0Ka-
YeCTBEHHBIX apUTMUI ¥ TPAHCIUIAHTALUY CEPA-
1a [12]. CmepTHOCTD y manneHToB ¢ LMNA-Kap-
IOUOMMOIIaTHeN olleHnBaeTcsa B 40% 4depes 5 et
[13], B To Bpemsa kak BCC nnu BCC ¢ ycnenrnoir

peanumariveit cocrasysy 45%. IIpopunakTuka
BCC aBnsercsa C/IOKHBIM aCIIeKTOM KJIMHIYe-
ckoit omouy manuenTam ¢ JKMII. YreepxaeH-
Hble IIOKa3aHNUA K IPMMeHEeHUIO MMIIIaHTUpye-
Moro Kappuoseprepa-fedubpunnaropa (MKI)
BKJIIOYAIOT TALIYIEHTOB C YCTOMYMBOI 1 TeMOAM-
HaMMYeCKV 3HA4MMOII JKeIyIOYKOBOI TaXMKap-
nueit OKT) wm pubprmanueit xenynpoukos (PK),
IepeXXMBLINX OCTAHOBKY Cepflia I1ocjie yCIIell-
HOII peaHMManuu. JJocTyIIHbIe paHJOMU3KUPO-
BaHHbIe KIMHU4Yeckue uccnepoBanus (PKI),
B KOTOPBIX M3y4Yasach 11e71eCO00Pa3HOCTD VM-
wrantauyyu VK g nepeudHoit mpodunak-
tuky BCC u ynyuIenns BbIKMBAaeMOCTH, BK/IIO-
YajIi TOJBKO ITAaL{MeHTOB C QpaKiyeit BeIopoca
nesoro xenygouka (OB JIXK) < 35%, uto mpuse-
JI0 K IPOTUBOPEUMBBIM pe3y/ibraTaM. B Hefas-
HeM MeTa-aHa/ll3e UCCIelOBAaHNI, B KOTOPbIX
usyyanoch smanue VIKI npu JKMII, 6b110 01-
MEYEHO yNny4dlleHNEe BbIDKMBAEMOCTH, XOTA 3(1)—
(exT ObIT CKPOMHBIM II0 CPABHEHUIO C Pe3yib-
TaTaMU, BbIABJIEHHBIMM y IAIIIEHTOB C MILIEMH-
yeckoit kKappuomuomnatyeit u OB JIK < 35% [14].
Xots coobmranock, yro ®B JIK < 35% saBnsercs
He3aBUCUMBIM IPEAUKTOPOM PUCKA CMEPTH
OT BCeX IPMYVH U CepHieYHOI HeJOCTaTOYHO-
ctu npu JKMII, oH nnpofieMOHCTpupoOBal INIIb
CKPOMHYIO CIIOCOOHOCTD BBIAB/IATD HALMEHTOB
¢ IKMII ¢ 6omnee Boicokum prickom BCC, uro
II03BOJIAET IPEeJIIONIOKUTD, 4YTO TAKXKE HOIIOTHHU-
Te/IbHbIe PAaKTOPbI MOT'YT IPUBECTU K JIETAIBHO-
MY VICXOLY, YTO C/IefyeT IPUHUMATD BO BHYMaHIe
Ipy DpuHATUK petennst 06 nmivtantauyu VK]
npu JKMII. ITocnegHue uccnefoBaHnsA CBU-
IeTe/IbCTBYIOT O TOM, YTO nauyeHTsl ¢ JKMII,
y KOTOPBIX PeriCTpUPYIOTCA BAPMAHTDHI B TeHaX
BbICOKOTO pucka (LMNA, EMD, TMEM43, DSP,
RBM20, PLN, FLNC-yce4eHHble BapMaHTBI),
IOJIKHBI pacCMaTpUBaThCA KaK MAIeHTHI C Te-
HeTMYeCKOIl IpefpacnonoxeHHocToio K BCC,
a ummtanTauyst VIK]T pist nepsudaHoit npodu-
JTAKTUKU NO/KHA pacCMaTPUBATHCA C yU4€TOM
noporosbix 3HaueHuit OB JDK, npepbianomux
35%, 0COOEHHO IIPU HaTUYIUK JOMIOTHUTEb-
HBIX (paKTOpPOB pucKa (HampuMmep, HeYCTONYn-
Bas JKT, yacTas xemygoykoBas 9KCTPacuUCTO-
s (JKOC), My>KCKoit 11071, 3HAYUTEIbHBII YPO-
Benb ¢pubposa (LGE), cnenudnyaecknit BapraHT
rena) [15].

g nanyenTtos ¢ LMNA-accolumupoBaHHOM
JKMII 6p11a pagpaboTaHa IIKajIa IPOrHO3UPO-
BaHUA PUCKA, KOTOpbIE YUUTHIBAIOT XapaKTepu-
CTUKUM T€HOTUIIA M TOIIOTHUTE/IbHbBIC (beHOTI/I—
mmaeckre ocobennoctu (https://Imna-risk-vta.fr)
[16]. Takme mKanbl ZOCTYIHBI, X C/IEyeT VC-
II0/Ib30BATh /1A IPOBeJeHM s IePBUYHOI IPo-
dunakrrku npu umnnantauuu VK (puc. 1).

B xavecTBe mpuMepa U30IMPOBAHHOI (POP-
Mbl LMNA-accouumnposannoit JJKMII npuso-
OVIM KIMHUYeCKuit cnydain nanyerTa K. ¢ Ho-
Boit myrauueii c. 170C > T (p.Ala57Val) B rene
LMNA.
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PucyHok 1.

(xema npuHATUA
peLueHua 06 UMNNaHTawun
WK naumentam ¢ AKMI

Figure 1.

Flowchart forimplantation
of implantable
cardioverter defibrillators
in patients with dilated
cardiomyopathy
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Pucynok 2.

IKI-12 naumenTa K.
NCX0AHO. CHYCOBBIIA
pUTM C NONHOM
6nokazoii npaBoii
HOXKM nyuKa lnca
(uHTepsan QRS — 164 mc)

Figure 2.

ECG-12 of Patient K.

on the initial examination.
Sinus rhythm with right
bundle branch block
(QRS interval — 164 ms)
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OnuncaHne KNNHNYECKOro caiyydan

[Tanent K., 40 s1eT, mOCTYINT B KapAOTIOTH-
yeckoe otpenenvie PHIIL «Kapanonorma» c xa-
no6amu Ha epebou B paboTe cepiLa 1 OIBILI-
Ky IIpM YMEPEHHOIT Pp131M4ecKOil HarpysKe.

[TepBble 5xamo0BI MaljMeHTa B BI/iE OffbIII-
KM, CepLieOMeHNit 1 HapyLUIeH NIl Cep/iedHOro
PUTMa IOSABUINCH B Bo3pacTe 35 neT. Kimmanka
CepfieqHOl HeTOCTaTOYHOCTY Pa3BUIACh B Te-
YeHMe Tojjla C MOMEHTA IOSIBJICHNUsI OFBILIIKY
u cmabocru.

ITpu Boimonnenyy KT BbLAB/IEH CHHYCOBBI
PUTM, TTONIHasA 67I0Kafia PaBoil HOXKM IyYKa
I'mca (umpuna xommekca QRS 164 mc) (puc. 2).
[Tpu cyrounom moHurtopuposauuu (CM) OKI
PEruCTPUPYeTCs CUHYCOBBIN PUTM, IIpepbIBae-
MBI 9aCTBIMM OMHOYHBIMY, apHbIMU JKIC
(puc. 3) 1 sanM30AaMM HEYCTOYMBOI XKETYH0U-
KOBOIJI ¥ HAJ[KeTyIOYKOBOIT TaXuKapanu (puc. 4).

ITo maHHBIM TPaHCTOpPaKaIbHON 9XOKapAMO-
rpadun (TTD) 3aperncTpupoBaHoO BbIpaskeHHOE
pacumpeHyie MUTPaIbHOTO KO/IbI[A C HETIOJTHOM
KoallTalyel CTBOPOK. MuTpanbHasA perypru-
Tanus 3-4 CTEIeHU aCUMMETPUYHBIM IIOTOKOM
110 3aiHe-060KOBOII CTEHKe JIEBOTO HpefCepas
(JIIT). Vena contrakta — 8 Mm, proximal isovelocity
surface area/effective regurgitant orifice area
(PISA: EROA) - 0,32 cM?, 06béM MUTpPAIBHOI
perypruranuu (RVol) - 45 mi, paguyc PISA -
0,8 mMm. JleBsiit xxenypodek (JIXK) sHaunrtenbHo
paciinpeH, MH/EKC KOHEYHO-AMACTOINIECKOTO
ob6pema (MKJO) JDK - 124 mu/m?. DKcueHTpH-
vyeckas runeprpodus mrokapaa JDK. Mugekc
Mmaccel Mmuokapga JIXK - 115 r/m*. BerpasxeHHOe
HapyIlIeHle TI0OKaTbHOI COKPaTUMOCTY MIOKap-
ma JDK. @B JDK - 28%. [JononHuTeNbHbIE XOP-

not B nonoctu JDK, TpabexynsipHoe cTpoeHne
Bepxymku JIK. Hapymenne guacronmdeckon
dyuxuun JDK no 3 (pecTpUKTMBHOMY) THITY.
Ipassiii xxenynouex (IDK) sHaunTensHo pacuim-
peH. CHMXeHa cokpaTuMocTh muokappa [DK.
Opakuus nsmenenns wiomagn (PUIT) - 21%.
TAPSE - 16 mm. Vupnexc Byna - 3,26 en. Tpuky-
CHUJANbHBIN K/IallaH: CTBOPKY He M3MEHEHBI,
AVJIaTal M KO/IblIa, TPUKYCIMAIbHAS Peryp-
ruTanua 2 creneHu, Vena contrakta — 5 mm,
PISA: EROA - 0,11 cM?, 06'beM TPUKYCIIMa/IbHOI
peryprutanum — 21 mi, pagnyc PISA - 0,45 mm,
o 0o6beMy TPUKYCHMAANbHAS peryprura-
1us yMepeHnHas. Huoxusaa nonas Bena (HIIB)
pacuimpeHa, cuajaeTcs Ha BIOXe MeHee, 4eM
Ha 50%. CpenHee naBiieHMe B JIETOYHOI apTe-
pun (OJIAcp.) - 34 mm prt. c1. Cucronmieckoe
maBrieHue B nerounoit aprepun ([JJIAcucr.) -
50 MM pT. cT. [Ipr3HaKy BbIpakKeHHO TETOYHO
runepTeHsun. JIByXCTOpOHHUI TUAPOTOPAKC.
ITo faHHBIM YpecnNIEeBOFHON 9X0KAPAYO-
rpaduu (YIID) BIABIEHA BBIPa>KeHHAsA Peryp-
TUTALVs Ha MUTPAJIbHOM KiamnaHe (puc. 5, 6).
Oxokappyorpadudeckye KpUTepun IpoBeeH s
YPECKOXKHOI I/IACTUKY MUTPAIbHOTO KJIallaHa
¢ moMouibo cuctemsl Mitraclip® (B coorert-
crBuu ¢ kputepusmu EVEREST [17]) pns nanu-
€HTOB C TsAXKeJI0J PyHKI[MOHA/IBHOI MUTPAIbHOM
peryprutanyeii B ce6st BKIIOYAIOT: I/IHA KOAII-
Tauy > 2 MM U rny61/1Ha KoanTauuu < 11 Mmm.
ITo manubIM MPT cepplia BBIABIEHBI IPH-
3HAKV KapAMOMMOIIATUN AVIATAIIVIOHHOTO (eHO-
tuna: pactpenne JDK mKIO 176 ma/m?), can-
>xerue riaobanpHoit (OB JDK 29%) u nokanbHOI
coxparumocTu mmuokappa JIJK, saxkcientpude-
ckas runeprpodus muokxappa JIK. [Jobapou-

: '98“ 10 mm/MB; 50 mm/cex|

V6 |

YCC: 59 yn/mun Jinut.P: 116 mc

Jnur.QTx: 462 mc  Yron QRS: 150 rpax
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SITA30/ 1:PK. sketp. (23.07.24 10:40:06) [cp. UCC: 89]

696/86 H 616/97 H 660/91 H 632/95 H 636 /94 H

772/78 H 596/101H 632/95 H 604 /99 H X |
s aon

SITA30/ 2: K. aketp. (23.07.24 10:41:55) [cp. UCC: 82]

804/75 H 808/74 H K 1100/55  H 596/101 848/71 H 608/99 XX 768/78 H 616/97 K 736/82 H

l 10 my/MB: 25 ma/cer

PucyHok 3.
Oparment (M
IKI nauunenTa K.

[Br301 3:pK. napusie (23.07.24 10:38:04) [cp. UCC: 97] 3n1304 KeNnyLouKoBON

&K || 968/62 H 620/97 XK 664/90 H 620/97 H JKCTpacucTonmnn.

H 584 /103H572 /105H 600 /100 H 604 /99 H 672 /89 H 640 /94

[10 M;/MB; 25mmicer  Ha Gparmente 1

npeAcTaBlieHa

oanHouHasa K3C,

Ha dparmenTe 2 — K3C

no tuny ouremuHuy,

Ha pparmeHTe 3 —

napHas M3C

Figure 3.

Patient K's 24-hour

ECG monitoring.

1 episode — single PVC,

Hble anukanbHble Xopabl JIJK. HesnaunrenbHoe
cuikenne rinobanpuoit (PB 39 %) cokparnmo-
ctu muokappa IDK. Pacunpenne JIII. Beimor
B II/IEBPA/IbHBIX MTOJIOCTSX, IIOJIOCTH ITepUKapya
masoro o6bema. IIpu OTCpOYeHHOM KOHTPACTH-
POBaHNM 3aPeTUCTPUPOBAHBI 30HBI IMHETHOTO
MHTPaMypajbHOTO ¥ CYyO3MMKapANanIbHOTO Ha-
KOIUIEHVsI KOHTPACTHOTO BellleCTBa HeyIIeMN-
4eCcKOoro xapakrepa (30Hbl ¢pubposa 25-75%)
B 6a3a/IbHOM U CpefHEM HI>KHeIeperopoaoy-

10:38:95 ::' : 38:08 2" episode — ventricular
bigeminy, 3" episode —
PVC couplet

HBIX, 6a3a/IbHBIX HIDKHEM 1 HIDKHe-60KOBOM
cermenTtax muokappa JIK (puc. 7).

IIpu aHanu3e aHaAMHe3a U JAHHBIX HENPO-
MBIIIEYHOTO 00C/IefOBAHIIS TATOIOT N CKeJIeT-
HOJI MYCKY/IaTypbl He BblABIeHO. OTME4anoch
HOBBIIIEHVIE YPOBHs N-KOHIIEBOTO IIPOHENTI/AA
HaTpuypeTnyeckoro ropmota B-turma (Nt-proBNP)
1o 1500 mir/mn 1 ypoBeHb KpeaTnH(pochHOKIHA-
3bl (KOK) B pedepenTHbIX 3HaueHMUAX. Kopo-
Haporpacdus 6e3 maromoruu. B cBssu ¢ Hanu-
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PucyHok 4.

OparmeHt CM KT
naumenTa K. Mapokcism
HeyCToiuNBON
Ha[Kenya0uKkoBoi
TaxuKapauu

Figure 4.

Patient K's 24-hour ECG
monitoring. Paroxysm
of nonsustained
supraventricular
tachycardia
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YyeM TSAXKEIOJ MUTPAIbHONM HEJOCTaTOYHOCTH
HalMeHTy ObIIa IPOBeJeHa TPaHCKaTeTepHAs
IJIACTMKA MUTPATbHOTO KJIallaHa C MICIONIb30-
BaHMeM ycTpoiicTBa MitraClip.

YcraHoBnen auarHos: Ilepsuunasa guna-
TalMOHHAaA KapauommuonaTu. ViMnnanranms
Mitraclip (19.07.2024). ITonuas 6;mokazga mpa-
BOJ HOXXKM ITy4Ka I'mca. Yacras xenymodykoBas
U HaJIKeNTyJOYKOBasA 9KCTPACUCTONN A, TApOK-
CU3MbI HEYCTOVMYMBOI JKENTYLOYKOBONM U HaJKe-
Tyo4KoBOI TaxuKapauu (1o faHHeIM CM OKT
oT 24.07.2024). OTHOCUTE/IbHAS HELOCTATOY-
HOCTb TPUKYCINIA/IbHOTO K/IallaHa C Perypru-

136 coxp.lm@u

PucyHok 5. YM3 npobataa K., cpesMHHO-NMLLEBOAHAA NPOEKLIA NapacTepHANbHON No3nLK
o AnuuHoii o JIXK (ME LAX). LiseTonoTokoBas onnnepoBckas BU3yanu3awna, AeMOHCTpUpYHoLLan
30HY KOHBEPreHLIM MOTOKA Ha XeNy[04Y0KOBOI CTOPOHE MUTPAsIbHOTO KNanaHa

Figure 5. Transesophageal echocardiography of proband K., midesophageal long-axis view
(ME LAX). Color Doppler imaging demonstrating a flow convergence zone
on the left ventricular side of the mitral valve
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tanuein 2 crerenn (RVol = 21 m). XCH co cHu-
>KEeHHOIT (pakimert BBIOpOca JIeBOTO >KeMyL04-
Ka (28% 1o manubiM TT3 ot 24.07.2024), ®K II
no NYHA, H2A no xmaccudpukanun Crpasxe-
cko-Bacunenko.

UYepes 6 Mecs1eB HabOMIOAEHN y MAlleHTa
npu noBropHoM TTD mccnemoBanum Habmopa-
7ach MONOXKUTE/NbHAS AMHAMMKA: YMEHbIIEHNE
CTeneHU MUTpanbHOI peryprutanuy (I crenens),
ynnyuienue cucronnyeckoit pynkuuu (OB JDK
43%), nopmanusanus JJJIAcucr. - 23 MM pT.CT.
Cocrosnue nocne uMmianTanuy 2-x MitraClip.
Mutpanbaoe Konbuo: 40-39-38 mm. Mexmna-
NUIIAPHOE PAacCTOSIHNE B AMACTONY — 35 MM,
B cuctony — 33 MMm. [IInHa HaTSXKeHUs Iepef-
Hell J1aTepanbHON MBIIILE — 39 MM, 3aJHEN
MeuaabHON MBIIILBI — 39 MM, 21/21 mm. VH-
nekc chepuunoctu JIK: B 4-kaMepHOIT 1103M-
muu 111 mm/ 52-51-30 MM, 99 MM/ 45-42-22 MM,
B 2-KaMepHOII mosunyu 61-54-32 mm, 53-50-28 MM.
IInowapme koanranuu — 1,6-1,7 cM?, IyIMHA Koall-
Tanuy — 6 MM, ITyOMHa KOAITanum — 8 MM.

[Ipn mosToprOoM CM IKI 3aperncrpupo-
BaHBI OIMTHOYHbIE HAJKeNTyl0UKOBbIEe IKCTPa-
CHCTOJIBI, YaCTbIe JKeTYJOUYKOBbIE IKCTPACUCTONBI
(nHpexc sxcTpacucTonuu 8,93 %), MapOKCU3MBI
HEYCTOMYMBOI JKEITYLOYKOBOM TaXUKaPHIL.

C y4eToM peKOMeHJOBaHHOI! IKaJIbl PUCKA
C Lesplo MepBUYHOI npodunakruka BCC npu-
HSTO pelleHny 06 UMITIAaHTAL[UM OFHOKaMep-
"oro MK]I.

IIpy reHOTUNVPOBAHUMU BbIABJIEH HOBBII
BapuaHr ¢.170C > T (p.Ala57Val) B 1-m ak3o0-
He reHe LMNA, naTOreHHBbIN 110 TpefuKTOpaM
in silico. B 9TOM Xe mONMOXKeHMM aMUHOKUCTIOT-
HOII TocefoBaTebHOCTHY Oernka (p.Ala57Pro)
u B cocegHux canrax (p.Leu52Val, p.Glu53Val,
p.Arg60Gly u gpyrue) 3aperncTpupoBaHbl aTO-
TeHHble MyTaluy, acconumposaHHble ¢ JKMII,
YTO YKa3bIBaeT Ha BOB/IEYEHHOCTh 0OHAPYIKeH-
HOTO BapMaHTa B Pa3BUTIE JAHHOTO (HeHOTHIIA.

HEOT/IOXKHAA KAPAUONOINA U KAPAUOBACKYIAPHDBIE PUCKU B Tom9 No1 20251



An interesting clinical case .

JI7151 ceTperanyioHHOro aHanu3a IpoBeeHO
aHaMHeCTU4ecKoe, KIMHMKO-VMHCTPyMeHTa/Ib-
Hoe o0cefoBaHye OIU3KUX POLCTBEHHUKOB
npobansa K. [To gaHHBIM KIMHMYECKOTO WC-
ClIefoBaHuUA Y ieTeit npobaHya 1 6IM3KIUX Pofi-
CTBEHHUKOB He BBIABJICHO CTPYKTYPHBIX Hapy-
LIeHNII MUOKapfa U HapylleHuit purMa. [ene-
TH4YeCcKoe UCC/IeloBaHMe B IIpoliecce aHaImn3a.

0O6cyxpeHue

Jlo HelaBHEro BpeMeHM Ba>KHble TepalleB-
TUYECKMEe pellleHNsA B OTHOLIEHUM BeJeHUd
u crpatudukanyuy pucka manguentos ¢ JKMII
B 3HAUMTE/IbHOJ CTEIIeH! He 3aBMCE/IN OT I'eHe-
THYECKOr0 CyOCTpaTa MaleHToB. DTOT IOAXO0/
OB OCIIOpEH, ITOCKO/IBKY MOCIeHIE UCCIIENO-
BaHMUA CBUJETENIbCTBYIOT O TOM, 4YTO T€HOTH-
nnyeckye ganuble npu JKMII moryT BIuAThH
Ha MCXO/bl 3a00/IeBaHNA IIOMUMO CTaH/APT-
HBIX KJIMHNYeCKUX GAKTOPOB pucka n HakTo-
pos Busyanmusauuu [9]. Knunndeckoe tedeHue
IOKMII B 3aBUCMMOCTH OT F'€HOB BeCbMa HEOJI-
HOPOAHO. Y HEKOTOPBIX HAIMIEHTOB MOXKET ObI-
CTpO pa3BUTbcsA BbIpakeHHas CH, B To BpeMs
Kak y gpyrux ¢pyukuys JDK MoxeT coXxpaHATh-
cs1 6e3 M3MeHeHWIT B TeYeH e [I/INTe/IbHOTO Bpe-
Menu [18].

OcobenHoctpio LMNA-accounmpoBaHHOI
IOKMII siBnsieTcst OBICTPO IPOrpecCUpyoLiast
CH, xapakTepusyolascsa CUCTONINYECKOI Jyic-
(yHKIVET! KeNTyTOIKOB CepALa, COIPOBOXK/AI0-
1lascsA HapyLUIeHWAMM IPOBOAMMOCTY M apUT-
MUAMM, KOTOPble MOT'YT IIPeJCTaBIATb yTPO3Y
st xusum [19, 20].

B mera-ananmuse Anastasiou V. et al. (2024)
[21] 6b1TO paccMOTpEHO CceMb MCCIIEeOBAHNIIL,
B KOTOPBIX IIPUHSIN Y4acTHe B 0011ell CTI0OXXHO-
ctu 119 manueHToB ¢ BapuaHTamu B reHe LMNA

B

+ Paccr .4.5

- 15
63 coxp.

[22-28]. ITanenTst ¢ JKMII ¢ BapmanTamu LMNA
VMU IIATUKPATHBI prck passutus CAEs (kom-
OMHMpOBaHHAas KOHEYHAs TOYKA) BO BpeMsd
HaO/II0JeHNs 110 CPaBHEHUIO C IaljMieHTaMU
¢ JKMII 6e3 BapnanTos LMNA (OIII 5,06, 95 %
N 3,18-8,06; p < 0,001, I> = 0 %). I'pynna c Ba-
puanTamu LMNA tak>ke Obla cBsi3aHa ¢ 6oee
BBICOKMM puckoM pasutus MVAEs (ncxopsr
3/I0Ka4eCTBEHHOI JKeNTYHLOYKOBOI apUTMUIN)
(OI1I 3,00, 95 % JIVI 1,64-5,49; p < 0,001, I> = 0 %)
u HFEs (1cxons! ceppiedHOI HEOCTATOIHOCTIA)
(OI1I 4,16, 95% [TV 2,06-8,39; p < 0,001, I* = 39 %).

PesynbTaTsl Halllero MCCAETOBAHNUS TaKxKe
HOJTBEPXKAIOT 3/I0KAYeCTBEHHBII XapaKTep
myranuu ¢.170C > T (p.Ala57Val) B rene LMNA.
Denorun 3a601eBaHM MPECTaBIEH U30IIPO-
BanHoil JIKMII ¢ panueit manudecrarueit 6b1-
crponporpeccupyomeit CH ¢ cucronmyeckoi
nucoyukineit (OB JIJK 28 %) u anomanmei
KJIALIAaHHOTO aIlIapara ¢ HeOOXOAMMOCTbIO pe-
KOHCTPYKLIMY MUTPAJIbHOTO KJIallaHa C IIOMO-
mpto MitraClip, a Tak>xe HafKeTyKO4YKOBBIMU

U JKE€MyTOYKOBBIMU TaXNAPUTMUAMU.

PucyHok 6.

Un3 npobaHpa K.,
CPEeANHHO-NULLEeBOAHAA
MpOeKLyA NapacTepHaNbHON
MO3ULMK MO ASIMHHOI

ocn JIX (ME LAX). Ainuna
KoanTawum 6 Mm, raybuHa
KoanTauuu 8 Mm

Figure 6.

Transesophageal
echocardiography

of proband K., midesophageal
long-axis view (ME LAX).
Coaptation length 6 mm,
coaptation depth 8 mm

PucyHok 7. MPT ceppua naumenTa K. OTcpoueHHoe KOHTPaCTHOe ycueHue B NPOeKLI N0 KOPOTKON 0CU B KOHEYHO-ANACTONNYECKYH0 a3y Ha ypoBHe Ba3anbHbix (A)
n cpefiHux (b) cermenToB JIXK: uHTpamypanbHbIil iuHeliHbIA Gropo3 Mrokapaa MAIT, cy63nukapamnanbHbiii v TpaHCMypanbHbIi GnbPO3 HIKHeli 1 60KOBOI CTEHOK

JTX HeuwweMmueckoro xapakTepa (ronoBKI CTPENOK)

Figure 7. Patient K's cardiac MRI. Sequence with late gadolinium enhancement, short axis view, end-diastolic phase, at the level of the basal (A) and mid-cavity (B)
segments of the LV: intramural linear fibrosis of the LV myocardium, subepicardial and transmural non-ischemic fibrosis of the LV inferior and lateral walls (arrow heads)
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3akouyeHune

HeobxopyMa HaCTOpOXEHHOCTD Bpayelt
U CBOEBPEMEHHOE NIPOBEJIEHNE T€HETUYECKOTO
TEeCTUPOBAHMA Ji/Is1 BepUPUKALNU [[MaTHO3A
LMNA-accounnposanHnoit JKMII. CeoeBpemen-
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