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Pesiome

MbiweyHasn auctpodus dMepu-/Apeiidyca — pegkoe 3aboneBaHne, BO3HUKalOLLee BCIGACTBIE MreHeTUHeCKOro JedeKTa 6e/1IKoB AAepHO 060/104KH,
yauje sMepuHa n nammHa A/C. 3abosieBaHue NPoABAAETCA Me//IeHHO Nporpeccupyolleii C1abocTbio IONaTOYHO-M/1Ie4eBOI U Ta30BO-NepoHeaibHOM
rpynn MbiliL, MUMOANCTPOdMEN, NEPBMYHOV KOHTPAKTYPOV CyCTaBOB, a TaKXKe KapAnoMmonaTtuen C HapyleHnamMm putma n nposogmmoctu. Cepaey-
HO-COCYANCTbIE OC/IOMHEHMUSA U XU3HEYrpOXKatolue apuTMUM — OCHOBHAsA NPUYMHA CMEPTU TaKUX NaLneHToB B MO0A40M Bo3pacTe. B 3aBmcnmoctun
OT Be/ylMX CUMMNTOMOB U Hac/Ne/ACTBEHHOrO aHaMHe3a 60/bHble MOMNaAaloT B MOJe 3PeHWA PasHbiX KAVHULUCTOB — HEBPOJ/IOroB, KapAMOI0ros,
apuMTMO/IOrOB, OPTOME/0B, — YaCTO HeA0CTaTOYHO MHPOPMMPOBAHHbLIX O JaHHOM 3ab0/1eBaHUK, YTO NPENATCTBYeT AMArHOCTHKe, CBOEBPEMEHHO
NpodUNaKTUKe 1 NeHEHNIO OC/I0XHEHWI. B AaHHON cTaTbe pacCMOTPeHb! JaHHble SMNUAEMUON0T M, NaTOPU3NOOr MU, OCOBEHHOCTM TeYeHNs, Ana-
FHOCTUKW, MOAXOAb! K BeJeHNI0 CepAe4HO-COCYAUCTON NaToNorUM NpU NPOrpeccupytoLleit MbilleyHow AncTpodun dMepu-/lperidyca c pasBuTmem
LMNA-kapaviomvonatuu. A Takxe npeAcTaBieH KAMHUYECKWI CyYall AaHHOro 3a601eBaHuA.

KnroyeBbie cnoBa: Smepu-fipeligyca, kapduomuonamus, namutonamus, LMNA, mbiwedHas ducmpodus
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Abstract

Emery-Dreifuss muscular dystrophy is a rare disease resulting from a genetic defect in nuclear envelope proteins, most commonly in emerin and lamin
A/C. The disease is characterized by slowly progressing weakness of the scapular-brachial and pelvic-peroneal muscle groups, myodystrophy, primary
joint contracture and cardiomyopathy with rhythm disorders and conduction abnormalities. Cardiovascular complications and life-threatening ar-
rhythmias are the main cause of death in such patients at a young age. Depending on the leading symptoms and family history, patients are under the
care of different specialists. Unfortunately, neurologists, cardiologists, cardio surgeons and orthopedics are not well informed about this rare condi-
tion and thus the disease tends to be not diagnosed in time. This article examines the data of epidemiology, pathophysiology, features of the course,
diagnosis, approaches to the management of cardiovascular pathology in progressive Emery-Dreyfus muscular dystrophy with the development of
LMNA cardiomyopathy. A clinical case of this disease is also given.
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MbinredHast guctpodusa Imepn Jpeitdyca, IKI' — snexrpoxappuorpadus, IKC — anexrpokapanoctumymsarop, IXO-KI' — sxoxappauorpadms
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Beepenne

B 1960-x rr. gBa HeBposnora 9.9. Dmepu u D. [Ipeiidpyc
BBIABW/IM YHUKAJIbHYIO IPYIIITY ITAI[VIEHTOB C HAC/IeACTBEH-
HBIM MbIIIIeYHO-KapAMNO-CYCTaBHBIM cHApPoMoM. I]o cpas-
HEHUIO C paHee OIMCAaHHBIMYU MBILICYHBIMU JUCTPODUAMU
Hromrena n Bekkepa KIMHMYECKOE TedeHUE 3a00/IEBaHNIS
6p1710 601mee fobpokadecTBeHHBIM [1]. CuHApOM ObLT Ha-
3BaH MBILIEYHON AucTpodueit Imepu-peiidyca (SAM]I).
Jl14 Hee XapaKkTepHa TpUaga CUMITOMOB:

1. MepmieHHO mporpeccupyromye AucTpodum u cnabocTb
B JIONIATOYHBIX, IUIEYEBBIX U MaTO0epIOBBIX MBIIIIIAX,
KOTOpbIe Yallle HAYMHAIOT IIPOABJIATHCA B BO3pacTe OT
3 1o 15 net. IloTeps caMOCTOATENILHOTO NepeBUKEHNA
HabyIIofjae TCA IVIIb B KPalfHUX CIy4dasx [2].

2. PaHHMe KOHTPAKTYpHI CrubaTesert T0KTeBbIX CYCTaBOB,
aXJJUIOBBIX CYXOXWmuii 1 pasrubarerneit men. [Tocner-
HIIe 9aCTO HOAB/IAIOTCA B IIepBOe HeCATIIeTIe KUSHIA,
HO YCYTYOJIAI0TCA M HAauMHAOT OECHOKOMTH MalMeHTa
B IIOZ[POCTKOBOM Bo3zpacre [3].

3. IlopaxeHme ceppAlla HauMHAET KIMHUYECKU IIPOsB-
JIATbCA OOBIYHO Ha 2-M WU 3-M HeCATUIeTUN >KU3HIUL.
Yame HaOMIONAIOTCS IPefCepAHbIe 1 YKeTyLOYKOBbIE
TaXMaPUTMUM, HAPYIIEHN IPOBOAMMOCTH, KapAUOMI-
omarust (KMII) ¢ pasButmem ceppieqHOI HEOCTATOYHO-
ctu (CH). Hacrora CH Moxet npesbimath 60 % y manm-

eHTOB cTapure 50 jeT ¢ MyTanuaMu B reHe LMNA [4].
KappuanpHple NpoOsABIEHMS MOTYT HPEIIeCTBOBATDH
PasBUTHIO CIA0OCTM CKeNeTHBIX Mblm. Ilo cpaBHe-
HMIO C 001IIell MOMY/IALYel, SKeHIHBI-HOCUTE/TbHIUIIBI
SJIM]I MMeIOT OBbIIEHHBIN PUCK Pa3BUTHUA CEPHEYHO-
cocypuctbix ocnnoxkHeHuit (CCO) maske mpu OTCYTCTBUU
BBIP)KEHHBIX HEPBHO-MBIIIIEYHbBIX CMIITOMOB [1].

IIarorenes

[Tarorenes SIM]I cBs3aH ¢ TeHaMu, KOAMPYIOIINMUI
6enmku: amepuH — red EMD, mamus — LMNA, vectipus 1 —
SYNEI, vecupun 2 — SYNE2, daxrop H-nogo6xoro mnpo-
tenna 1 — FHLI, u tpaHcMeMOpaHHOrO mpoTenHa 43 —
TMEM43. OHM COOTBETCTBYIOT KOHKPETHBIM IOATUIIAM
SOMI: OOM] 1 (rern EMD), 9IM]I 2 (LMNA), 9OM]I 3
(LMNA), 9OM]I 4 (SYNEI), 90M] 5 (SYNE2), 9I0M] 6
(FHL1), 90M], 7 (TMEMH43) (pucynox 1) [5,6]. Cornac-
HO 0Oase MaHHBIX HaclefoBaHUA MeHJena y delroBeka
(OMIM), reust SUNI, SUN2, Kogupyroiiye OFHOMMEHHBIE
OenKy BHYTpeHHel! sifiepHOit MeM6pansl, u TTN (xopupy-
eT TUTHH) TaKXXe [OTEHINAIbHO CBSI3aHBI ¢ (PEHOTUIIOM
SIOMI [7]. Mytauuu B renax LMNA u EMD sBnsoTcs
caMbpIMM 4YacTbiMM npuumHamy SIM], Ha ux pomwo npu-
xoputcs okono 40 % crydaes OIM [2].
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Ipumevanne: STM]IT —
MblIIeYHasA AUCTPOo DU
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nporenH 43, Xci —
X-CIen/IeH b pelecCUBHBbIIL,
AJl — ayTocoMHO-
JOMMHAHTHBIN

30MA 3 (LMNA)

Figure 1. 7 genetic
variants of Emery-
Dreifuss muscular
dystrophy.
Note: EDMD — Emery-
Dreifuss muscular dystrophy,
EMD — emerin protein genes,
LMNA — lamin protein gene,
SYNE1, SYNE2 — genes of
proteins nesprin-1, nesprin-2,
respectively, FHL1 — gene
factor H-like protein 1,
TMEM43 — transmembrane
protein 43. XIr — X-linked
recessive, AD — autosomal
dominant

EDMD 3 (LMNA)
(single descriptions)

EDMD 1 (EMD) /
" 22% of all EDMDS  45% of AD EDMDs
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« EDMD 4 (SYNE1) } .
EDMD6(FHL1) . gpMD 5 (SYNE2)
s O 10% * EDMD 7 (TMEM43) is unknown
of all EDMDs  of XIr EDMDs

C 1986 . moc/ie OTKPBITUA MEPBOTO OTBETCTBEHHOTO 32
3aboneBaHye reda EMD Hauamach MOJIEKY/LpHas 9pa aua-
rHoctuky SIM]]. MyTanus B 9TOM reHe IPUBOUT K Hapy-
IIEHNIO BBIPAOOTKM Oe/Ka 9MepyHa, TUII HaCTefOBaHs —
X-cuenneduni [6,8].

B 1999 r. 651710 06Hapy)eHo, uTo ¢ DJM]I 2 cBsA3aH ren
LMNA, noxann3oBaHHbIN Ha JITHHOM IjIede XpOMOCOMBI
1 (1q11-q23). Myrauyuu B HeM IPUBOAAT K HapYLICHUIO
CTPYKTYypbl 1 GyHKIMK GenkoB mamuua A/C u KnnHude-
ckyM nposineHusam SM]I, Tun HacnenoBaHusA yalle Bce-
T0 ayTOCOMHO-JJOMVHAHTHbII1 [6,9].

Jlamuupl A/C u sMepuH ABIAIOTCA OGeKaMy sepHOI
MeMOpaHbBl ¥ KOMIIOHEHTaMMU SfIepHON IUIACTUHKY, KO-
TOpasl Y4acTBYeT B IOJJEP>KAaHUM apXUTEKTYPbl KIE€TKU
U CIYXXWUT KapKacoM I APYTrUX (paKkTopoB, y4acTBYIO-
IUX B PeIUIMKALMM JIe30KCHPIOOHYK/ICMHOBOI KUC/IOTEL,
opraHmsanuy xpomaruta u Tparckpunuyu [10]. Knetkn
aTpUOBEHTPUKy/IApHOro (AB) ysma, nuieHHblE JAMU-
Ha A, IeMOHCTPUPYIOT MOBBIIIEHHYIO AepOpMALUIO sIfpa
n amonros [11]. 3amyckaeTcsi KacKazh paspyLleHMs Ievic-
MEKEpHBIX KJIeTOK M KapAMOMMOLMTOB, BCIECTBME YEro
MIOKap[ IOCTEIIEHHO 3aMeliaeTcst GuOpPO3HOI 1 KUPOBOIL
TKaHb10. [Tpoliecc 0OBIYHO HAYMHAETCS B IIPENCEPAUIX, 3a-
TeM BOB/IeKaeTcA AB y3en ¥ B KOHEYHOM UTOTe MOPAXKAIOT-
Cs1 KemynouKy (pUCyHOK 2) [2].

Insa gedexra mamuua A/C xapaKkTepHbI IIMPOKas KJIN-
HITYeCKast BapnuabeIbHOCTb, FeHe THYeCKas e TEPOTreHHOCTb,
pasHoobpasue ¢penorunos. Myranun B rene LMNA, momu-
Mo DJJMJI2, oTBeTCTBEHHBI 3a pa3BuTHe Oojiee HecsiTKa 3a-
6o/eBaHMIT — TAMUHOMATHI, 3aTPATNBAONINX Pas/TNIHbIE

TKaHM (CKe/IeTHble MBIIIIIBI, MUOKApJ, >KUPOBYIO TKaHb,
nepudepudeckre HepBbI) KaK M3OMPOBAHHO, TaK M CU-
CTeMHO (CMHIPOM IIpeXJeBpeMeHHOro crapenms) [12].
KapananbHble HpOsBIeHNs TAMIHOIATII pa3HOOOPA3HBI:
punaranyonnas KMIT (JKMII), pecrpukruBhas KMII,
HApyLIeHNs] HPOBOAUMOCTY, GUOPWIIALMS/TpeneTaHe
npenceppmit (OII/TII), 3mokauecTBEHHBIE >KETYLOYKOBbIE
aputmun [13,14].

IloTenimanbHuble MexaHu3Mbl matorenesa LMNA-KMIT:

o TAIUIOHEJOCTATOYHOCTb (OHOM KOIMY TeHa He-
[OCTATOYHO [yIs1 HOPMAajbHON (yHKIum Oenka,
B CBA3M C 4eM MHAKTMBAIMA Ja)ke OfIHOTO U3 JIBYX
ajteneit MO)XKeT BBI3BAaTh 0OJIE3HD), MPUBOJIIAS
K paHHeli rubenmn AB-y310BbIX KapAUOMUOLIUTOB;

o aHOMaJIbHasA OpraHM3alMA XPOMATUHA;

o aHOMasbHasA akTuBanusa myTn mTOR (Mumens pa-
IaMUIVHA Y MAEKONUTAOMMNX — CepUH/TPEOHUH-
KIfHa3a, YY9acTBYIOI[asl B KOHTPOJIE POCTA I IIPOJIN-
depannn xneTox);

o aHOMa/bHasl aKTMBAIMsA INyTH (aKTOpa poOCTa
TPOMOOLVITOB, IIPUBOJAALIAA K HAPYIIEHUIO MeTa0o-
nm3ma Kambuys [15-17].

Tsaxects nopakenns cepaua npu DM gyacto He co-
OTBETCTBYeT IPOIPecCHpPOBAHMIO MBIIIEYHON CIabOCTI.
[TanueHTsl, MMelOLMe JIETKOe IIOpa’kKeHMe CKeJIeTHBIX
MBIIIII, MOTYT CTPAJaTh TAXKEIBIMY HAPYLUIEHUAMI IIPOBO-
AUMOCTM, TPEOYIOLVIMIU VMIUIAHTAINN 9/IEKTPOKAPANO-
crumynaropa (9KC). Y uHpuBMAYyyMOB ¢ MyTalLueil B reHe
LMNA 4acro passusaetca Tspkenas JJKMII u xxusneyrpo-
JKalolljyie HapyIleHusA pUTMa 1 IpoBoguMocty [18].
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HopMabHbII MEOKApJ HavaapHbli GHGPO3 H cTeaTo3

Pucynox 2. 3amewjernue muokapoa npedcepouti pubpo3Holi U HUposoi
MKAHbI0 ¢ pacnpocmpaneruem Ha AB-y3en u 3amem Ha xenydouxu [2]

PacnipocTanenne GuGDO3a H cTeaTo3a

®ubpo3Has

TKAHE AIHnonHT

Tabnuya 1. PacnpocmpaneHHocmo
pasnuunox munos SM]] [5,20].

| Tun OM]T | YacroTa BCTpeYaeMoOCTH |
0,13 — 0,2 Ha 100 THIC.
SAMA1 19 % Bcex SAM]T
SIMI 2 22 % Bcex QOM]L
SIMII 3 10 saperucTpupoOBaHHBIX
crydaeB

SIM]I 4

2% Bcex DIM]]
SIMI 5
SIM]I 6 3% Bcex OOM]]
SIMI 7 Heussectno

Ipumevanme: S[IM]] — mbinreynas guctpodus Imepu-

Iipericpyca

Table 1. The prevalence of various

Rare fibrosis and steatosis

Miocardium

@ Miocardium \@ Fibrous tissue

Figure 2. Replacement of atrial myocardium by fibrosis and adipose, which

can eventually affect atrioventricular node and ventricle [2]

SINMIEMNOJIOINA

[lanHOe 3a0o0jieBaHNe BCTPEYAETCS PENKO, MOpakast
0,39 nHa 100 ThIC. (1 Ha 250 ThIC.) YemoBek (Tabmuua 1)
[19,20].

AunarHocruka

Iuarnoctuka M]I MOXXeT 6bITh CTIOXKHOM U3-3a HU3-
KOJI PaCIIpOCTPaHEHHOCTY ¥ CXOXKECTU C APYTMMU MblIIed-
HBIMM JUCTpobUAMM 1 TaMuHonaTusaMu [13, 21].

ITpu mopo3peHNy Ha HajM4ye MBIIEYHO AUCTpoduu
[IOKa3aHbl 3eKTPOHeripoMuorpadust 1 OUOICKS MBIIIII,
ogHako npu SJIM]I u ApyTuX TaMUHONATHUAX Pe3ynbTaThl
9TMX 00C/IeoBaHNMII Hale HecrrennduyHsl |14, 22].

BakHbIT Mapkep MBIIIEYHBIX AUCTPODUIl — YPOBEHD
kpeatnHpocpoxmHaspl (KOK), xoTopblil MOXeT Bapbu-
poBaTb OT HOPMAJbHBIX 3HAYeHUN JO 5-15-KpaTHOTO

Adipocite

types of EDMD [5,20].
| Types | Frequency of occurrence

EDMD 2 22% of all EDMD
EDMD 3 10 registered cases
EDMD 4

2% of all EDMD
EDMD 5
EDMD 6 3% of all EDMD
EDMD 7 is unknown

Note: EDMD — Emery-Dreifuss Muscular Dystrophy

MIPEeBBIIICHN BEPXHEN TPAHUIBI HOP-
Mbl. Y MHallMeHTOB C IPEMMYILeCTBEH-
HBIM NTOpakeHueM ceppla yposeHb KOK
YacTO HOPMAJIbHBIN. TO eCThb IMOBBIIIe-
Hue KOK MoykeT ObITh ITO/IE3HO I ina-
THOCTUKM, HO HOPMa/IbHBIN YPOBEHDb He
uckmodaer Hammans SIMIT [2].

Busyanusanyus CKeJIeTHBIX MBIIII]
MOJKET OBITh IIOJIE3HBIM JOIOIHUTEIb-
HBIM MHCTpYMeHTOM ayarHocTuxu. Jnsa SIM]I xapakrep-
Ha TUIIOTPOQUs TOMATOYHBIX, IIIeYeBbIX U ManToOepIOBBIX
MBIIII] ¥ HE XapaKTepHA KOMIEHCATOPHAs TUIEPTPOGUS
MBIIII] IPYTOJI TOKau3anyu. JJaHHbIe BU3YyaIU3UPYIOMINX
VICCTIEOBAHUIT MBIIII] MOTYT CIIOCOOCTBOBATb JuddepeH-
LMAJIbHOI AVATHOCTUKE Pa3IMYHBLIX MBIIIEYHBIX AUCTPO-
¢uit [23-25].

Bcem manmentam ¢ SIM]I HeoOXOMMMO TIPOBEMEHE
TII[ATEIBHOTO 00C/Ie{OBAHNS CEPAEYHO-COCYAUCTON CUCTe-
MBI, B TOM 4ycie (PU3MKaIbHOTIO, MeKTpoKapanorpadum
(3KT), sxokappauorpadun (9XO-KT') 1 XonTepoBcKOro Mo-
Huropuposanusa IKI' (XM-9KT) [2, 14, 26-28].

Anomamuy OKI mpu SJIM]I BKIOYaIOT IpefcepaHble,
AB apurmun, AB 6mokanpl. YacTo HAOTIOAIOTCS TAXMAPUT-
muy: OIL, TTI, npyrue HafpKeny04KOBbIE U SKeTy04YKOBbIe
aputmuu [2]. XapakTepHo IporpeccupoBaHye HapyIIeHUI
MIPOBOAMMOCTH IO MOMTHOM MONepevHoit 6okagst [29, 30].
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Lazarte J., et al. (2022) npu aHanM3e HaHHBIX I€HETHU-
vyeckoro brobanka BenmmkoOpuraHum ¢ uCHomb3oBaHMEM
[TOJTHOTEHOMHOTO CeKBeHupoBaHus (n=185990) BbLiBU-
i 1167 (0,63 %) manueHTOB C pasIMYHBIMM MYTalVAMU
B reHe LMNA. OHU NpO[IeMOHCTPUPOBANN CBA3b MEX]Y
nedexrom 6enka mamuua A/C u apurmusimu (®I1, 6pagn-
APUTMIUAMY, XKenygoukoBbiMu aputmuamy, JKMIT n CH
(orHomenne pucka (OP) = 2,21; p <0,001). Yacrora apur-
mnit wm KMIT cocraBma 8,43 Ha 1000 gesmoBeKo-1eT cpe-
Iy HocuTeelt BapuanTa gedexrroro rena LMNA u 6,38 Ha
1000 4yemoBeKoO-1IeT Cpey OCTANbHBIX, p <0,001 [31].

9XO-KT mpu 9IM]I moxeT BbIABUTD KapTuHy JKMIL
MoryT ObITb BBISIB/IEHBI IPU3HAKY AUCHYHKIINI SKETYROY-
KOB, 00ycioB/IeHHble UX pubpo3oM. HYacTo omyuchpiBaeTcs
yBe/IM4eHue Mpefcepuil I0 CPABHEHNIO C JKeNTyLouKaMu,
0COOEHHO Ha paHHUX 9TAIaX AMATHOCTUKY [26, 32].

[TpoBeneHMI0 MAarHUTHO-PE3OHAHCHON TOMOrpadum
(MPT) cepaua npu SM]] 4acTo HPEIsTCTBYET YCTAaHOB-
nennblit IKC.

ITpn 6uoncruy MMOKapHa MOXKeT ObITh BBIAB/IEH pac-
IIPOCTPAaHEHHBI GprbpO3 mpefcepanii, IeXAIINil B OCHO-
Be maroreHe3a JIMJI. ViccrenoBaHme, B KOTOpOoe ObUTH
BK/II0YeHBI 8 manueHToB ¢ OJM]] 2, mpogeMoHCTpupoBao
OTCYTCTBYE 3HAYNUTEJIBHOIO 3aMelnanolero ¢pubposa npu
MPT c ycunenneM ragonuaueM [32]. MPT ceppua o6brqH0
UCIIOIb3YeTCsA /I BU3YaIM3aLMM JKeTYJOYKOB 1 He HaX0-
AWT MIMPOKOTO IIPMMEHEeHNA I BU3ya/lIn3alnu mpencep-
IWii 3-32 HEBO3MOXKHOCTH afIeKBaTHOTO paspelleHNs 130-
OpakeHNs B TOHKOCTEHHBIX IIpefcepaysx. [Ipy MplieqHo
puctpoduu [Tromena MPT pexkoMmeHpyeTcs Oy BbIABIIe-
Hust Gubpo3a MUOKapya XeMyJOUKOB, KOTOPBIN SBIISIETCS
PaHHMM IIPU3HAKOM ITOPAKEHUA MMOKAp/ia, Ipe/IIecTBY-
IOIMM PasBUTHUIO CUCTONMNYECKOI AucyHKmm [33].

30710TbIM cTaHfapToM auarHoctuky DMl aBndgerca
TeHeTIYeCKOe TeCTIPOBaHME, XOTs B HACTOAIIee BpeMs OHO
He BXOZMT B IIPOTPaMMbl O0Os3aTE€IBHOTO MEIMIIVHCKOTO
CTpaxoBaHMA. DONBIIMHCTBO I'€HETUYECKUX TECTOB IIpefi-
CTaB/ISIIOT CO0O0IT CEKBEHMPOBAHIE MTAHENEll TEHOB, CBSI3aH-
HbIx ¢ DJJM]I, Ha ocHoBe TexHonornu NGS (Next-generation
sequencing — CeKBEHVPOBaHME CIEHYIOLIEro IIOKOIeHMs)
[34, 35].

Puck BHe3anmHOM!
CEPAECYHOM CMEPTHU

CroenmanbHBIX IOKal JUIA pacdyeTa PuUCKa BHE3AITHON
cepreunoit cmeptu (BCC) y manmentos ¢ LNMA-KMIT e
cymecrsyer. C 2019 r. paspaboTaHa BanugusMpoOBaHHasd
IIKaja /i OLIEHKM 5-7IeTHErO PMCKA PasBUTHUA SKM3HEY-
rpOXKarOIINX >KemygoukoBeix Taxuapurmuit (QKXKTA) npu
namuuonarusax (https://Imna-risk-vta.fr) [36]. B kauectBe
OpeANKTOPOB OepyTcst HesaBMCHMMbIe (AKTOPbI PHCKa:
MY)KCKOJI 11071, MyTauus B reHe LMNA, AB 6mokaza mep-
BOJI CTETIEHN U BbILIE, HEYCTOMYMBAS JKETYyJOYKOBAs TaXM-
Kapaus u ppaxiyst Bbiopoca meBoro xenygouka (OB JDK)
<45% [37]. 5-7meTHUI pacyeTHBII TMOPOr pucka =7 % 1o
3TOI 1Kajie npepckasniBaeT 96,2 % XOKTA [36].

Wahbi K., et al. (2019) nmoxasanu, 4to cpemy nanneHToB
¢ mammHomatusimu (n=444, cpegu kotopeix 65 ¢ SIM])
y 19,3% (n=86) passumucp JXOKTA (3,9% exerognoit

3abonmeBaemocTi; 95% moBeputenbHblil nHTEpBan (N):
3,03-4,69) B cpenHem 3a 3,6 et Habmonenus. Cpenn ma-
nueHToB ¢ JKOKTA y 36 % (n=31) uMIUIaHTUpPOBAaH Kapau-
oseprep-pedubpmwuitop (VIKI), y 16 % (n=14) KoucraTn-
posana BCC [36,38].

Nakajima K., et al. (2018) mokasamu, yro n3 110 manm-
eHTOB ¢ MyTauusamu B reHe LMNA (13 60 cemet ¢ maMIHO-
narvsiMu) y 20 % 6bl1a gyarHoctupoBaHa xponndeckas CH
(XCH) ¢ ®B JIK<50 % mpu mepBoM o6 paliieHuis, a B TedeHne
5 et — y 52 %. 3/10Ka4eCTBEHHbIE JKEMYJOUYKOBbIE aPUTMUN
(ycroiumBas >Kely[odKoBass Taxukapmid, GuoOpwuLinma
xenynoukos, BCC, cpabarsiBanue VIK]I) mpu mepBoM Busu-
Te BbIAB/IEHDI Y 18 %, B Teuenme 5 netr — y 42 %. B 26 cembsx
(43 % cemell MAIMEHTOB C TAMWHONATAAMM) ObBUIM OTMEYe-
ubl cnydan BCC. B Tedenne 5 neT HabmOeHIsI 3aperncTpu-
poBaHo 17 netanbHbIX UCX0H0B (19 % manneHToB € TaMUHO-
natysMu), B ToM uucie BCC — y 4 (4 %), cMepTb BCIencTBIe
nporpeccuposanust CH — y 13 (14 %), octpoe HapylieHne
Mosrosoro kposoo6pamenus (OHMK) — y 1 (1% nanu-
€HTOB C JIAMMHOIIATUAMI). ITO CBUAETEIbCTBYET O KpaliHe
Heb6maronpusTHoM nporrose npu LMNA-KMIT [35,37,39].

TakTuka BepeHU s

Bepenne nmanuentoB ¢ LMNA-KMII nu SIM]I 1 BKIio-
JaeT B cebs:
o IIpodunaxruxy u neverue CCO.
o IIpeBeHTMBHbBIE MepBI IIPOTUB HPOrPECCHUPOBAHNS
PasBUTHA CKEJIETHON MMONATUM, BKIIOYAsA Jieyel-
HYI0 (U3KYIBTYpY, MNOANEPXKKY IepelBIDKeHNA
U peabMINTaIIOHHbIE MEPOIIPUATHSL.
o Omepanum 1o ycTpaHeHuIo KOHTPaxkTyp [13].
TaxTyka BefeHV IpU NOPaXEHUN CepAlla 3aBUCUT OT
K/IMHUYECKOI CMMIITOMATVKI U OCIIOKHEHMIL.

Ilpn XCH

B 2017 r. mossBUINCH JaHHbBIE O METUMKAMEHTO3HOI Te-
paruu CH npyt OJIM]I vt gpyrux HeilpoMBIIIeIHbIX 3a607Te-
BaHSIX, CHE/TaH BBIBOJ O [[e7lecO00pasHOCTI IPUMEHEHIS
MHTYOUTOPOB aHTMOTEH3MHIIpeBpalaoNiero ¢GepMeHTa
win GII0KaTOPOB penenTopos aHrnmorteHsuta II. Otmeda-
JIOCh OTpaHNYeHue HpuMeHeHUs: 6eTa-6/I0KaTOpOB M3-3a
BBICOKOJ! pacipocTpaHeHHOCTH AB-6mokarn [25,27].

B 2023 1. ony6nmkoBaHbl faHHbIE 00 3¢ deKTUBHOCTI
AQHTArOHNCTOB PeLeNTOPOB aHrnoTeHsyHa II ¥ MHrMOU-
TOPOB HENPWIN3NHA, NHIUOUTOPOB ITIIOKO30-HATPYEBOIO
kotpancnoprepa 2 tuna (SGLT-2) npu XCH y narueHToB
¢ LMNA-KMII. TIlokasaHo o6paTHOe peMojiennpoBaHue
JIEBOTO JKeMTy[Oo4YKa IIPY JMCIO/Ib30BAaHMY 3TUX IIPENapaToB
y manyeHToB ¢ usonuposanHoi LMNA-IJKMIT [14].

Puckn TIO

B opHOM M3 mccnefoBaHMil IAaLMEHTOB C JIAMMHOIIA-
tusmMu (n=76) OGblIa MMOKa3aHAa BBICOKAs PACIPOCTPaHEH-
HOCTb MIPeACEePAHBIX apuT™Muii, ocobenHo PII, koTopbie da-
CTO IIPEefIIECTBYIOT PasBUTUIO AUCHYHKIUN SKeTYLOUKOB.
Puck Tpomboambommaecknx ocnoxuennit (T90) y maun-
€HTOB C Pa3/IMYHbIMI ITATONOTMYECKMMY BapMaHTaMM TeHa
LMNA, Bxmodaa SJIM]I 2, Bblllle, 4eM NPy APYTUX TUIAX
JKMII (n=224) (OP = 4,8, 95 % [1J1: 2,2-10,6; p <0,05) [40].
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Tremblay-Gravel M., et al. cnemam BEIBOJ, 4TO BBICOKAsA
yacrora Bcrpedaemoctu OII, mosbimenHsle pucku TIO
y 60/IBbHBIX ¢ MyTauyaMu B reHe LMNA 06yc/oB/IeHbI BHY-
TpeHHell npefcepaHol MyuonaTueit [41]. [TosTomy kpaiiHe
B)XXHO CJIefloBaTh pekoMeHpanyaM 1o Begennto OIT n TIT
y atux 601bHbIX. DPPEKTNBHOCTD AHTUTPOMOOTHIECKOIT
npodwnaktuky npu IIM]] He m3ydamach, HO BBICOKUIA
PUCK BO3HMKHOBEHMs KapAMOIMOOIMYECKUX MHCYIBTOB
TpelyeT uX afieKBaTHOI npopuIakTuky [42,43].

Hapyuenna pumma n nposodumocmn

cepdya: MKA, 9KC, CPT

Vcxopmsa u3 pexoMeHJalmit AMepUMKaHCKOro obie-
CTBa Kapamosnoros, ycraHoBka DKC mokasaHa manneHTaM
¢ IM]I ¢ nmroboit crenenpio AB-610Kapl, BKI09asa 610-
Kajly IIepBOJi CTelleHM, M3-3a YaCTOTO IPOrpecCHpOBaHMs
1o monHoi AB-6mokanpsr [44].

B Hacrosmee BpeMA HeT YeTKMX peKOMEHJALUII IO
IPUMEHEHVI0 aHTMAPUTMUYECKUX CPEfCTB 1 a0/ Ipy
JKETy/IOYKOBBIX apUTMUAX y maumentoB ¢ LMNA-KMIL
Y4uThIBass pacHonioKeHue cybcTpata M BBICOKMIT PUCK
penuanBa apuTMuY, ab/sIus IPYU SKeTy[JOYKOBBIX aAPUT-
MUSIX Y 9TUX ManyueHToB He mposoautcs [45]. Sidhu K, et
al. Habmofanu B TedeHue ABYX /€T manueHToB ¢ LMNA-
KMII ¢ nmmmantaumert VK] past nepsuynoit (n=27) wim
BrOpmuHOil mpoduaaktuku (n= 16). Yacrtora pasButus
JKETYJOYKOBBIX TaXMKapAuii OblIa 3HAYMTETbHO BBIIIE
y manuentos, nonydasmux VK] B kayecTBe BTOPUYHOI
npodunaktuku (28+40,9 mo cpaBHeHuto ¢ 3,6+7,3 annso-
mamu Ha 100 maumenTo-net; p <0,001) [46].

Y manuentos ¢ LMNA-9/IM]I Taxke NpuMeHAETCA cep-
IeuHas pecuHxpoHysupyomas repamus (CPT), xors us-3a
penkoit BcrpedaeMocTy 9hHeKTUBHOCTD 1 6€30IIacHOCTD ee
npu SIM]I nsydena HegoctarouHo [44]. Sidhu K., et al. mpo-
Be/IM PeTPOCHEKTHBHBIN aHamu3 pesynbraroB CPT y manu-
eHToB ¢ LMNA-KMII (n=105, cpepuuit Bospact 5110 ser).
3a ¢axTop, oTpaxkaroluit onoXKuTenpHblt otBeT mpu CPT,
B3/ noBbireHne OB JK >5% uepes 6 mecsanes mocre
nmmnanTanun. Cpegaee nsmenenne OB JDK uepes 6 mecs-
nes tocie CPT cocraBumo 4+9 %. IonosxurenbHbIi 3 dexT
or CPT mabmrogancst y 38 % u 6bUT CBsi3aH ¢ 60/ee HU3KNIM
ucxopHbiM 3HadeHneM OB JDK (<45 %) may BBICOKUM IIPO-
LIEHTOM 9/IeKTpoKapayocTuMyanmy (=50 %) mpaBoro xe-
nynouka neper CPT y manmenTos ¢ y>xe nmeronmcsa 9KC.
Y nanyenToB, kotopsiM CPT 6bl1a BBIIOZTHEHA CTPOTO B CO-
OTBETCTBUM C peKOMeHpAanusiMu EBporieiickoro ofriectsa
Kapauornoros (kmacc I), gactora orBera cocraBuma 61 %.
MenmaHa npepnonaraeMoii pasHuLbL B BDKMBaeMOCTH 0e3
CeprevHO-COCYANCTBIX COOBITHUI Y TeX, KTo orBeTn1 Ha CPT,
cocraBuma 1,3 roga (p=0,04). Takum o6pasom, MOKas3aHo,
yro y mamyenToB ¢ LMNA-KMII CPT cniocobcTByeT yiyd-
meHnio cucromndeckoit pyukuyu JDK npu nvamranun crpo-
TVIX TTOKa3aHMI K MMIUTAHTALlUM V1 BBDKMBaeMocT [47].

Ipancnaanmanyna cepdya

Crrygan TpaHCITAHTALMI CEpPJLia OIVICAHBI Y TAIMIeHTOB
¢ OIM]] ipn repmunanpuoit CH [48, 49]. Ho TpancrnanTa-
IV Cepplia VIV MMIUIAHTAIMA YCTPONCTB, IOAAe P KIBaI0-
mux paboty JDK, mpr LMNA-KMIT 06bI4HO He TPOBOJUTCA
B CBSI3M C apUTMOT€HHBIMM OCTIOKHeHUsAMM [48].

[epcnexmmenvie namorenemmieckue
memodwvl aewennas LMNA-KMITT

B HacTosIIee BpeMs M3y4YalTCsA HOBbIE IepPCIEKTUB-
Hble METOJbl JIe4eHMs IALMEHTOB C JaMMHONATUAMU
BBUJY Y/Iy4IIeHN JUAaTHOCTUKY JaHHOI maTonorunu [50].
HaMmopenax KuBOTHBIX M3y4aeTCsl BO3SMOXXHOCTD BIMAHMA
Ha MIUTOTEH-aKTMBMpYyeMylo IpoTemHKuHasy (MAIIK),
IIATO/IOTMYECKasA AKTYBHOCTb KOTOPOII [JOKa3aHHO IOBbI-
maeTcs nmpyu MyTaunysax B rene LMNA. Tepanus uHru6u-
topamu MAIIK nokasanma momoxurenpHblit addext Ha
Mmope/six Mblirert. B 2023 r. 3aBepinena 2-s1 dasa KInHmde-
CKOTO MCCNENOBAHNA HU3KOMOJIEKY/IAPHOTO CElEeKTUBHO-
ro uaruburopa MAPK p38a — mpemapara ARRY-371797
(PF-07265803). OneHnBanoOCh BAMsIHME Mperapara Ha
(YHKLMOHANIBHYI0 CIIOCOOHOCTD MalyeHTa U (YHKIMUIO
cepaua y manmeHToB ¢ JJKMII, cBasannoir ¢ LMNA.
[Maumentst (n=36) ¢ CH II-III xnacca no NYHA monyua-
mn ARRY-371797 o 100 nnn 400 Mr fiBa pasa B JeHb B Te-
geHne 48 Hemenb. [TokasaHbl ONMOXUTeIbHbBIE 3 (EKTHI
M3y4aeMoro Iperapara: IOBBIIIEHNe (YHKIIMOHAIbHBIX
BO3MOXKHOCTEJI ITalIEHTOB I CHIDKEHUE KOHI[EHTpa-
) HAaTPUITyPETUUECKOTO MeNTHAa Ha (oHe JedeHus.
T.e. unrubuposanne MAPK p38a maHHBIM IIpemapaTom
MOXeT 00ecreunTh HOBBIN TEPAEBTUYECKNUIT MOIXOT
B neyennu LMNA-KMII. B nacTosiee BpeMs IMpOXOANUT
3 ¢dasa ABOVHOrO CJIENOr0 PaHJOMU3MPOBAHHOIO IIIa-
1e60-KOHTpo/MpyeMoro  uccregoBauns REAL-DCM,
U3yYalolero BaKMAHMe JedeHMsaA npemaparom ARRY-
371797 Ha QyHKIMOHA/IbHBIE BO3MOXHOCTH, OMOMap-
Kepbl ceppilla U MoKasaTe/lM KayecTBa YKM3HM NallVIEeHTOB
¢ LMNA-JJKMII [51].

Khananyeckuil caydamn

Jlo 3-X ;eT manyeHTKa pocia M pasBUBaIach COOTBET-
CTBEHHO Bo3pacTy. C 3-X JIeT 0TMeYasioCh IPOrpeccupyo-
Ijee HapyILIeHye IOXO/KH, CTAab0CTb MBIIII] TOIEHel! ¥ CTOII
(pucyHok 3). [ImarHOCTMpOBaHA CIIMHATbHAS MBIIIEYHAsI
arpocdus. B pampHelimeM Habm0OKaIOCh MeIIeHHOE IIPO-
rpeccupoBaHme cumnroMarukyu mmomartvn. C 8 et Ha-
O7mI071a/Ioch PasBUTHE KOHTPAKTYpP JIOKTEBBIX CYCTABOB.
C 11 ner 6onpHas CTajma MEpeBUTATHCS B MHBAIU/HOM
kpecne. C 14 jieT NpUCOeANHMINCh KOHTPAKTYPbI TO/I€HO-
CTOIHBIX CYCTaBOB, C 20 JIeT — KOJIEHHBIX U Ta300elpeH-
HBIX CYCTaBOB, B OOJIbILIeIT CTEIIeHN CIIPaBa.

B 2008 r. B BO3pacTe 24 jieT BlIepBbIe JUArHOCTMPOBAHA
O®II, napokcusmanbHas popma, ¢ gacToroit 150-160 B Mu-
HyTy. [lepBoHa4a/bHO 6O/NbHAs OTMeYaTa pefKue IapoK-
cusMbl 1 pas B NONrofa, Kynmmpyemble IIPUEMOM aMMUOJia-
pona. Co Bpemenem npuctynel ®II cranm vame, ¢ 2015 mo
2016 rT. — TepammA KOPHAPOHOM, OC/IOKHMBINAACA pas-
BUTVEM TUPEOTOKCUKO3a, B T€YEHNE 2 JIeT IPOBOAWIOCH
nedenne 1posonoM. C 2018 r. — nocrosnHas popma DIL
B cBA3u ¢ BBIABNIEHHBIM BOPCMHYATBHIM IIOJIMIIOM IIPSAMOI
KUIIKMA U BEPOATHOCTBIO TeMOPParnyecKux OCIOKHEHUI,
OT AHTMKOATyJAHTHOJ Tepalmy OTKasbIBajach. B cBaA3M
C pasBuTHEM OTeKa KBMHKe Ha MeTONPO/IO/IA CYKIMHAT OT
npuema jpyrux 6era-6710KaTOpOB Tak>kKe OTKa3bIBajlach,
HIpYHMMAaIa UBaOpaiNH 5 MI.
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Pucynox 3. Qomo nayuenmxu 6 4 200a: cnoco6Ha
CAMOCOAMENLHO X0OUMb, HA4ATIO NPOSBILEHUTE
Molueunoti cnabocmu (Bce mamepuanst pasmeuyervt

€ CO2NACUS NAYUEHMK L)

Figure 3. Patient’s photo to 4 years old: she is able to walk
independently, the beginning of manifestations of muscle
weakness (All materials are posted with the patient’s
consent)

B Bospacre 27 ner B 2011 r. mauyueHTKe IPOBELEHO
K/IMHMKO-TeHeanornyeckoe uccnegosanme u JHK-pmar-
HOCTHMKa: BbIAB/IeHa mMyTanus c.745C> T B rene LMNA.
HacnmencTBeHHbBII aHaAMHE3 OTATOWIEH: Y OTIA C JBYX
JIeT OTMeYanach CXOfHAasd KIMHMYECKAs CUMIITOMATH-
Ka, JIeTA/IbHbIN MCXOM B 27 JIeT OT OCTPOrO HapyLIeHUs
MO3rOBOr0 KpoBooOpaieHus. Ha ocHOBaHWMM HaHHBIX
¢denoTnna, oTAroueHHON HacnencrBeHHoctn u JHK-
IVaTHOCTMKM YCTAaHOBJIEH [uarHos: IIporpeccupymomas
MbllIIeuHas auctpodus Imepu-peridyca, T HacnegoBa-
HUA Ay TOCOMHO-JOMIHAHTHBIIL.

B 2016 r. na KT saperncrpuposana AB 6mokapma 1 cre-
nern. [Tpy XM-9KT BbiABIeHBI EepUObI aCUCTOMNY TIPO-
TO/DKUTETbHOCTBIO >3 CeKyHZ. JMarHoCTHpOBaH CUHIPOM
cmabocTyt CUHYCOBOro ysnma (cuuapoMm Taxu-6papm). Vm-
mna"TuposaH IOKC.

C 2017 r. ormevaercs noBsienne AJl no 200/110 mm
PT.CT., HA3HAYEH JI03apTaH 25 MI' B CyTKY (MHIMOUTOPHI aH-
TMOTEH3MHIIpeBpalaolero pakTopa He IIepeHOCUT B CBS-
31 C pasBUTHEM Kaluis). B mione 2018 r. — romoBokpyxe-
HUe, HapylleHue pedy IO TUIlY JU3apTpuy, HapacTaHue
HEeBPOJIOTMYECKON CMITOMATUKM B BUfIE TIPUCOEIVHEHNA
MOTOpHOII aasuy ¥ MPaBOCTOPOHHETO YMEPEHHOrO Te-
mumnapesa. [Ipy KoMnbloTepHOT TOMOrpaduy roTOBHOIO
MO3Ta OYaroBOe MOpaKeHMe BellecTBa I'OIOBHOTO MO3Ia
He BbIABJICHO, B IMHAMIMKe OIICaHa 30Ha MIIeMUN B 060MX
MIOTYIIApUAX MO3)KedKa, AMArHOCTUPOBAH MIIEMIYeCKII
VHCYIBT B BepTeOpOOasU/LIpHOIL cucTeMe U HacceriHe je-
BOII cpefiHelt Mo3ToBOIt apTepun. IIpy KOMIbIOTEpHOI TO-
Morpa¢uy FoJIOBHOro Mo3ra oT 2020 I. BBLAB/IEHbI KICTO3-
HO-T/IMO3HbIE M3MEHEHUA IIONyIIapUil MO3XKeYKa, JIEBOV
NMO6HO-BUCOYHOI 06macTu. PekoMeH/i0BaHa aHTHMKOAry-
JIAHTHASA TePAIns.

1984- | 1987 |1992 | 1995 | 1998 2008 | 2011 |2015 |2016 |2017 | 2018 |2019 |2020 |2023
1986
Oubpuanauma npeacepamni, Oubpunnauma npeacepavi,
PoeT napoxcu;:anbnan ¢op~_~a I nocroaHHan dopma
passutHe OoNrN NPAMOM KMLWKH
8 HOopme feHeTuyeckoe OHMK! 3ameHa
CnabocTb mblwy uccnepoBaHue: AB- IKC
roneHewn 1 cron, +KOHTPAKTYPbI MyTauma 6nokana 1
HODVLHSINS HOXONNM KONEHHbIX U C-745C<T/N8 | ) coy NpasocropoxHuii
+KOHTPAKTYPbI Ta306eapenHbix A AT S SRS remunapes
NOKTEBbLIX cycrasos 3KC MoropHas ' I
cycrasos adazua—Au3aprpua
+KOHTPAKTYPbI Ds: mbiweyHan gucrpodua Imepu-fApendyca. Tun
TOIEHOCTONELIX HacNeA0BaHWUA AYTOCOMHO-A0MUHAHTHDBIN.
cyct'aeos - fMnepronmnyeckan 6onesns
NepeasmKeHHe € NOMOLLLIO HHBANMAHOTO Kpecna Nosbiwenne
AL po 200
o R ) ) P D R paspeatl | |
MepgneHHOe NPOrpeccupoBaHne MHONATHM

Ds: CNMHANbHAA MbllWeYHaA arpodua

AMHOAAPOHOBLIN

THPEOTOKCHKO3

Pucynox 4. Anammes nayuenmxu
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1984- (1987 (1992 | 1995 | 1998 |2002 |2004 | 2008 |2011 (2015 |2016 |2017 (2018 |2019 |2020 |2023

1986

Growth
and
develop
ment are
normal

Weakness of the
muscles of the legs and

feet, gait disorder +contractures
+ contractures of the. kr.le_e
of the elbow and hip joints
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Figure 4. Patient’s anamnesis

B mione 2023 r. ormedena aBapuitHas pabora 9KC: nc-
TOLIEHNE 57IEMEHTOB IIMTAHUsA, IEPe/IoOM IpefcepAHOrOo
anekrpopa. ITpoBefeHa peMMIDIaHTAaLUA IBYXKaMEPHOI'O
9KC BIOTRONIK B pexxume DDD-60.

B centsi6pe 2023 1. B Bo3pacre 40 et o6parmiach K Kap-
AMOJIory ¢ >xanobamn Ha repe6on B paboTe CepaLia, Krydue
0071 B 1€BOJI IIOIOBMHE IPYAHON KIeTKM Ha (oHe MOBBI-
mervst Al go 150/100 MM pr.cT. 6€3 cBsi3u ¢ GU3NIECKOI
HArpysKoil, KyNMpYyIolyecs IpUeMOM HUTPOIIMIEepIHA
WIN TPOXOJAIME CaMOCTOSTE/NILHO B TEYEHME 5 MUHYT.
ITpu 06 BEKTUBHOM OCMOTpe 001Iiee COCTOSIHIIE YAOBIETBO-
purenpHoe. [lepenBuraercs Ha MHBIMJHOM Kpeciie-KOJs-
CKe, CAaMOCTOSTE/IbHO IepecaKuBaeTcs Ha IPUKPOBATHBII
TyaJeT, IpuHUMaeT mumy (pucyHok 5). Koxxa u BupguMble
CTIM3KCTBIe O7eTHOM OKPacKy, HOPMATbHONM BIQKHOCTI.
Mupexc maccel Tena — 11 xr/mM% B HeBponormdeckom cra-
Tyce obpaiaeT Ha ce6s BHMMAHUe JIeTKas CITIA)KEHHOCThb
IIPaBOJl HOCOTYOHON CK/ITAfKM, CHIDKEHVe CIyXa CIIpaBa,
yMepeHHas Iu3apTpysA ¢ arpodueil MbIIII A3bIKa. TeTpa-
mapes ¢ BBIPXEHHOI IMIIOTPOGIENl MBIIIL] Ta30BO-IePO-
HeasIbHOJ IPYIIIBL, I/IeYeBOro Iosica (¢ GpopMupoBaHeM
CHMIITOMA «KPbUIATOBMIHBIX JIOIIATOK») M IIPOKCUMAJIb-
HBIX OTZE/IOB BEPXHUX ¥ HIDKHUX KOHe4HocTell. CHinke-
HIle CYIBl B IIPOKCUMAJIbHBIX OTJeNaX pyku 1o 3 6asios,
B KIUCTH CIIpaBa — 10 3 6amoB, cieBa — 4 6aa, B MPOK-
CMMAJIbHBIX M JUCTA/JBbHBIX MBILIIAX HOI — [0 3 6annos
¢ popmMupoBaHUEeM IIaTOIOTMYECKOI BAPYCHON YCTAHOBKU
crom. CrubarenbHble KOHTPAKTYPBI B IOKTEBBIX CYCTaBax
1o 110, B mpaBoM KOJIeHHOM cycTaBe — 10 90, B IeBOM —
mo 140 rpapycos. CyxoxuabHble pedIeKChbl BBI3BIBAIOT-
cs1 ¢ Guilernca ¢ BYX CTOPOH, OCTa/lbHble — TOPNUAHBIE.
ITo mxkane PauxuH 4 6ama. JJbIxaHue caMOCTOATENIbHOE,
CBOOOJIHOE, ayCKY/IbTaTMBHO OC/Ia0/IeHO B HYDKHUX OT/e/IaxX

Pucynox 5. Gomo nayuenmxu 6 40 nem (Bce
MAmepuUanvl pasmeuiervl ¢ COenacus nayueHmx)
Figure 5. Patient’s photo 40 years old (All materials are
posted with the patient’s consent)
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JIeTKUX ¢ BYX cropoH. Carypaums 98 %. Obmacts ceppua
BU3ya/IbHO He U3MeHeHa. [Ipy aycKymbranym cepiija TOHbI
cepALa IIPUITYLIEHBI, PUTM HEIPaBUIbHBIN, CUCTOINYe-
CKVIT IIYM B ITPOEKIMM TPUKYCIUAIbHOTO K/IallaHa ¢ IIPo-
BeJleHMeM B IIPABYIO IOAMBILICYHYI0 00/IaCTDb, YCUIMBAIO-
muiica Ha Bpoxe. YCC 69 B MuH, geduunra IIynbca HeT.
AprepuanbHoe fasinenue 115/65 mm pr. cT. JKuBoT mAr-
Knii, 6e300/1e3HEHHDIIT, CUMMETPUYHBII, YIaCTBYET B aKTe
poixanyA. CTyn peryiapHslii, 6e3 ocobennocteir. Moven-
CITyCKaHUe CaMOCTOATeNbHOe. [I13ypun Her.

B 6moxuMmyeckom aHanmse KpoBu obparaer Ha cebs
BHUMaHNe YpOBEHb JMIONPOTEMHOB HM3KON IUIOTHO-
cTM 2,3 MMOJIB/TI, KOTOPBINI He COOTBETCTBYET IielleBOMY
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Figure 6. ECG from September 2023

Tabnuua 2. ITokazamenu IXO-KT ¢ 2017 no 2023 ze.

H‘;’;?Sa;&”" 2017 1. 2020 . 2023 .
T e M 0,7 0.8 0,55
Ty oo €M 1,0 0,8 0,55
KO JDK, mn 79 - 46
KCO JDK, mn 32 - 15
OB JIK, % 60 69 66
KCP JDK, cm 3,8 2,1 2,51
KIOP JIK, cm 4,2 3,6 4,59
11, cm 3,9x3,6 4,0x3,5 4,54x4,79
V III1, mn 33 44 59
JIII, cm 3,3 3,6 3,75
VI, mn 38 40 57
KOP IDK, cm 2,5 2,5 2,37
CIJTA, mm Hg 28 33 39
Jlonmrepo- MPIcr. MPIcr. MPIcr.
rpacbis TPIIcr. TPIIcr. TP I ct,

JIPIcr. JIPIcr. JIP I cr.

Ipumevanne: TMIKII — Tommuna mesxoxenynouxosoit neperopopkm; T3CIDK —
TOJIIVMHA 3a/{Heil CTeHK leBoro xenypouka; KJIO — KoHedHO-qnacTommyecknia
06béM; KCO — koneuno-cucromndeckuit 06ném; OB JIK — dpakms Ber6poca
nesoro xenyouka; KCP — koneuno-cucronmyeckuit pasmep; KIIP — koneuno-
nmuacronudeckuit pasmep; [1I1 — npasoe npexceppue; JIIT — neBoe npexceppue;

V — 06bém; KIIP TIDK — KOHe4HO-MacToMM49ecKuii pasMep IpaBoro Xenynouka;
CJIIJIA — cucrommyeckoe faBnenue nerounoit aprepuu; MP, TP, JIP — mutpanpuas,
TPI/IKYCHMJla}'IbHaﬂ, neroyHas PerPFMTaLlV”/I; CT. — CTeIleH!N

npu odeHb BbICOKOM pucke CCO y HaHHON ManyeHTKN
(<1,4 mmonb/m). Obuas kpearundochoknnasa 27 En/n
COXpaHseTcs B Ipefienax peepeHCHBIX 3HAUYCHMUIL, YTO He
sBrsteTcst uckmodeHueM npu SIM]] (Hopma <165 En/n).
NTproBNP 145 nr/mn (mopma <125 nr/mn, mpu XCH
<300 rr/mr).

Ha 9KT sapeructpuposan AB putym, ¢ 3-T0 KOMIIIEK-
ca — put™ IKC, YCC 69 yn/MuH, usMeHeHUs MMUOKapia
B HVDKHEJI CTEHKe JIeBOTO JKeTyJ04Ka (PUCYHOK 6).

[Tpu 9XO-KT ¢ 2017 mo 2023 rr. (tabmuua 2) oTMeda-
eTcsl yMeHbllIeHVe 00béMa JIeBOro JKeNMyfodkKa, yBeaude-
HUe TpeNcepAnil, CUCTOMIMYECKOTO [IaB/IeHNsA B JIETOYHO
apTepuu, IporpeccupoBaHye TPUKYCIN/AIbHON Perypriu-
Talmy, 06yC/IOB/ICHHOI HapylIeHNeM CMBIKaHMA CTBOPOK
KyamaHa 13-3a anekrpopa IKC (pucynok 7a, 76).

YunrbiBasi >kano0bl, JaHHbIe aHAMHe3a, KIMHIYEeCKO
KapTHHBI, Pe3y/IbTaThl NHCTPYMEHTA/IBHBIX ¥ TabOpaTop-
HBIX METOJOB VMCCIeOBaHMsA, Y HALMEHTKU MOXHO cop-
MY/IMPOBATh IMATHO3:

OcnoBHoe 3aboneBaHie: [Iporpeccupyomnias Mplied-
Has guctpodusa Imepu-IIpeitdyca, ayTOCOMHO-TOMUHAHT-
Has popMa, reHeTudeckoe uccnegosanue or 2011 r.: myTa-
nus ¢.745C> T B rene LMNA, cBsisannas ¢ LMNA-KMII.

doHoBoe 3aboneBaHMe: AprepyanbHas IMUIEPTEH3US
3 crenenn, koHTpomupyemasi, puck CCO o4eHb BBICOKMIL.
Hucnunupemus [1B tuma.

Ocnoxuenus: 1. CHHAPOM CabOCTV CUHYCOBOTO Y3/1a
(cuupgpoM Taxu-6papm ¢opma). AB-610kana 1 cremenn.
[Mocrosannasa 9KC ot 2016 r., peummnanTanusa KC BIO-
TRONIK ot 06.2023 r. B pexxume DDD-60.

2. OubpumIALMsA MpefCepAnii, MOCTOSHHAsA QopMa.
EHRA ITA. CHA2DS2-VASC 4 6amma. HAS-BLED 3 6ana.

Ta6nuua 2. Echocardiography parameters from 2017 to
2023

Echo 2017 2020 2023
parameter
IVSTd, cm 07 0.8 0.55
LV PWTd, cm 1.0 0.8 0.55
LV EDV, ml 79 - 46
LV ESV, ml 32 - 15
LV EF, % 60 69 66
LV ESD, cm 3.8 2.1 2.51
LV EDD, cm 42 3.6 4.59
RA, cm 3.9x3.6 4.0x3.5 4.54%4.79
RAV, ml 33 44 59
LA, cm 3.3 3.6 3.75
LAV, ml 38 40 57
RV EDD, cm 25 2.5 2.37
PASP, mm Hg 28 33 39
MRI MRI MRI
Doppler ECHO TRII TRII TRIII
PRI PRI PRI

Note: IVSTd — thickness of the interventricular septum in the diastole; LV — left
ventricle, PWTd — thickness of the posterior wall in the diastole; EDV — end-diastolic
volume; ESV — end-systolic volume ; EF — ejection fraction; ESD — end-systolic
dimension; EDD — end-diastolic dimension; RA — right atrium; LA — left atrium; V —
volume; RV — right ventricle; PASP — systolic pressure of the pulmonary artery; MR —
mitral regurgitation, TR — tricuspid regurgitation, PR — pulmonary regurgitation
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Pucynox 7a. [lapacmepHanvHas nosuyus no KOpomxoii
ocu. Pexcum 18e1m06020 00n1epo8cK020 KAPMUPOBAHUSL.
Cunum ysemom noKasam NOMoK MpuKycnuoanvHot
peeypeumayuu

Figure 7a. Parasternal short axis view. Color Doppler
mapping mode. Tricuspid regurgitation (Blue flow)

3. INocnepctBusa nepernecennoro OHMK no nmemnye-
CKOMY THITY B BepTeOpo0asu/IApHOlL cucteMe u B 6acceit-
He JIEBOII CpefHeil Mo3roBoit aprepuu or 2018 r., xapano-
9MOO/IIeCKNIT ITATOT€HETUIECKIUT BAPHUAHT.

ITo kmaccudukanuu MOGES, nanubrit BapnanT LMNA-
KMII MO>XHO IpefcTaBUTD Kak [26]:

M 0.G, E

ND[AE, AVB] ~ HM ~ AD™~ G LMNAc. 743L<T/NSA 1.
ITo xmaccudmxanuun MORAL-STAGE [52]:
0. R

ND[AVB, AF] ~ H+M™ "LVTA(SCD) — 11,9 %, HF — 3,9%-1 y.0,; 102‘%73yoA27LI

S TS[AF+PM]
Y naHHOI MAaLMEHTKM CO BpEMEHEM BBICOKO BEPOSITHO
passutne XCH: 3,9% B Teuenne 1 ropa, 10,2% — B Teye-
Hue 3 71eT. PUCK BOSHUMKHOBEHMA ONACHBIX JIIAA YKUSHM XKe-
JTy[LOYKOBBIX TaXMApUTMMUIL B TedeHne 5 et — 12,6 %.

PexoMenyioBaHO IPOJO/KEHME TUIIOTEH3UBHON Tepa-
v (osaprad 50 Mr B CyTKM), aHTMKOATy/IsIHTHOI Tepa-
nv (ammkcabaH 2,5 Mr 2 pasa B cyTku). ViBabpagus 5 mr
3aMeHeH Ha HeOuBonon 2,5 Mr B cytkn. K repanun fo6as-
JIeHa TUNONUNMAEMUYECKas Tepanyuss — IUTaBacTaTUH
4 MTI' B CYyTKI.

Takum 06pa3oM, y MalMEeHTKM MMEeTCs XapaKTepHas
st OOM] tpuapja cumitomoB. Ilpu TiarensHoM cb6ope
aHaMHe3a U 110 JaHHBIM OCMOTpPa, OTMEYa/INCh MefIIEHHOE
IpOrpecCcHpoBaHMe CHUMITOMATMKM MBIIIEYHOI Cr1abo-
CTU ¥ TMIOTpOdNMU, paHHEee BO3HUKHOBEHNE KOHTPAKTYp
CYCTaBOB, a TaK)Xe HapyLIeHUsA PUTMa U IIPOBOAVIMOCTIL.
9TO MO3BOMUIIO MIPEIIONIOKIUTD HATIM4Me TeHeTIYeCKN 00-
YC/IOBJICHHOTO  KapAJMOHEBPOJIOTMYEeCKOro 3abosieBaHIs,
IIPOBECTM TeHEeTMYeCKoe MCCIefloBaHNe, II0 pe3y/nbra-
TaM KOTOPOTO ObII YCTAHOBJIEH OKOHYATENIbHBII [MarHO3
SIM] ¢ popmuposanuem LMNA-KMII.

AF+AVBGADEG LMNAC'745C<T/N

JakaoueHue

Mpiteynass  guctpodus Imepu-Lpeiipyca 2 Ttuma
U Jpyrue JaMUHONATUM — 9TO pefkue 3aboneBaHus,
KOTOPBIX OObenuHsieT MyTanunm B reHe LMNA, xapak-

Pucynox 76. AnukanvHas uemvlpexkamepHas nO3UUUS.
Pescum 46emo6o20 00nnneposckozo KapmuposaHus.
CuHum yeemom nokazaH noMoK MpuKycnuoanvHo
pezypeumavuu

Figure 7b. Apical four-chamber view. Color Doppler
mapping mode. Tricuspid regurgitation (Blue flow)

TepUSYIOI[NECs ~CXOKUMHU  (PEeHOTUIIAMM
cepana — LMNA-KMII.

[TpencTaBneH KAMHMYECKMIT IpuUMep, B KOTOPOM OT-
paXKeHbI aCHeKTbl KIMHUYECKOTO TedeHMs 3aboneBaHMUs,
ompepnenena u knaccuduuuponana KMII cormacHo nocnep-
HUM peKOMeHJanyuAM EBponeickoro Kapinonorndeckoro
coobmectBa, MOGES, MORAL-STAGE, paccunrans! pu-
cku passutuA XCH, BCC s paHHOM ManMeHTKI.

HecmoTpss Ha HeJOCTaTOYHYIO M3YYEHHOCTb PENKMUX
TeHeTMYeCKUX 3a0O0/leBaHuMil, IpU BeJEHUM IAIVIEHTOB
11e/1eCO0OPasHO  YUUTBIBATh OOIIEHIPUHATbIE CTPATErNN
npodpunaktukn CCO, B T.4. CBOEBpeMEHHO Ha3HA4YaTh
aHTUKOATY/IAHTHYIO Tepanuio mpyu OIT png npodunakTuxu
T30, yunrtsiBas BbICOKME PUCKU HAPYIIEHMI IIPOBOAMUMO-
ctn, JXIKTA, BCC, paccMarprBaTh PaHHIOI YCTaHOBKY
IOKC/MKI/CPT pnsa coxpaHeHN: KadecTBa XXU3HNI U YIyd-
HIeHusA nporHosa. Bemenne maunentos ¢ OAM]] n LMNA-
KMII tpebyer y4yacTyss MyIbTUANCLIUIUIHAPHON KOMaH-
Ibl, BK/IIOYAIOLIENl HEBPOJIOra, KapAMoJIora, apuTMOJIOTa,
peabuanTosNora, TeparesTa, OpTOINesa, TeHeTNKA U JIp.

MOpaKEHN

Bknapg aBTOpOB:

Bce aBTOPbl BHEC/IU CyLI.lECTBEHHbIVI BK/1aZ B NOAroTOBKY pa60'rb|, npoyan
1 0A06puM GrHaNbHYHO BEPCUIO CTaTbk Nepes ny6avkaLuei

Pe3Huk E.B.: HayuyHOe pyKoBOACTBO, pa3paboTka KOHLENLMK, HanncaHve
TeKcTa pykonucu, cbop AaHHbIX M 06paboTka MaTepuana

KoBaneea A.A.: pa3paboTka KOHLIENLWM, HanvcaHue TeKCTa pyKonucy,
C60p AaHHbIX U o6pa60TKa MaTtepuana, npegocraBieHne UANKCTpalnn,
B3aMMO/eNCcTBMe C peAaKuuelnt B mpoLecce MOAroTOBKM My6aMKaumm
unne4yatum

LUypaymoBa M.X.: aHanun3 Hay4HoW paboTbl, 4opaboTKa TeKcTa, UTOro-
Bble BblBOAbI, KPMTMHECKMVI nepecMoTp CTaTbW Ha NpeAMeT BaXXHOIro UH-
TeNNeKTya/lbHOro cogepxaHua

EmMenbaHoBMY A.E.: C60p AaHHbIX, ,qopa60TKa TeKCTa, UTOroBble BbiIBOAbI,
KPMTMHECKMVI nepecMoTp CTaTbM Ha NpeAMeT BaXXHOIMo MHTEe/INeKTya b~
HOro coaepxaHua

CMupHoB A.T1.: Hay4HOe PYKOBOACTBO, KPUTUYECKUIA MEPeCcMOTP CTaTby
Ha NpeAgMeT BaXXHOIo NHTe/INIeKTYa/lbHOro coZiepXKaHuna
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BouHoBa B.FO.: Hay4yHOe PyKOBOACTBO, aHanuM3 Hay4Hon paboTkl, Ao-
paboTKa TeKCTa, UTOroBble BbIBOAbI, KPUTUYECKUI NEPECMOTP CTaTby Ha

npeaMeT BaXXHOr0 UHTE/I/IEKTYa/IbHOrO cojepiXaHuna
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KOMMeHTapVIVI OT NayUnNeHTKNn:

Al pogunace B [NeH3e, Ho B Bo3pacTe 23 sieT yexana B MockBy, rae xuBy yxe 15 net. PaHee yunnack B [P MH3MMY Ha ncuxonora,

Ho Nno npodeccun paboTaTb He CTana. B KaKo-ToO MOMEHT A MOHA/IA, YTO He X0y C/yLaThb Xanobbl abCOOTHO 340pOBbIX M 61aro-
NoAyYHbIX Ntogein. Ha 3ToMm a He ocTtaHoBunack, B 2016 rogy oTyunnach Ha UMUAXK-CTU/INCTA, @ B 3TOM oAy NOCTUrAa asbl Npo-
deccnn, NonynApHOCTL KOTOPOM PacTéT geHb 0To AHA — SMM-cneumanunct. Ewé A Bcera opraHnM3oBbiBasa KOHLEPTbI B eTCKNX
AoMax cBouM cunamu. Mocie — 3To cTano Moelt npodeccreit, s paboTana MeHeAepoM NPOEKTOB B 6/1aroTBOpUTE/IbHOM $OoHZAe
15 ner.

B MHBasMAHOM KoAIAiCKe A OKa3anach B Bo3pacTe 111eT. Y MeHsA reHeTMYeckoe 3abos1ieBaHMe, MbllieyHas ANCTPOPUSA, HO 3TO HU-
KOrja He Mellaso MHe B obLieHun ¢ ntoabMU. Tak, B AETCTBE A APYXUa co BCeMn pebaTaMu, KOTOpble MeHs OKpY»xanu. Mbl BMecTe
TYNANW, Nasanu B AeTCKUIA caj 3a A6/10KaMK, KaTannchb Ha Kapycensx. Y Hac 6b110 cHacTInBoe AeTcTBo!

B KoNACKy A cena nocTeneHHo, HO NMPUHATL He Mor/ia eé 1 cebA B Held 6oble roga. Ho cnycTa BpeMsA NOHANA, YTO APYroro Bbl-
xoAa HeT. [laxe nepe/BUranch TakuM 06pasoM, MOXHO XNTb MHTEPECHO 1 CHaCTAMBO.

JlloAAM, KOTOpble HUKOTAia He CUAENV B UHBAIMAHOM KOAIAICKe, A Bbl1a XOTe1a HarMOMHUTB O TOM, Y4TO Mbl He OTAnYaeMcs oT Bac!
MpocTo HyxpaaeMmcs B 6o/blieM yA06CTBE MO XU3HW. PagyeMcs, Koraa Bbl He BCTaéTe Ha HaluM NapKOBOYHbIE MeCTa, He BCTaéTe
HOramMu Ha yHWTa3 B criell. Tyanertax.

Ecam BugmnTe yenosek B KOIAICKe, He 60TeCh CMIPOCKUTBL O TOM, HYXHa /M eMy NoMolLb. He ofepruBaiiTe AeTeld, KOr4a OHW Npo-
ABNAIOT UHTEPEC K NIOAAM C MHBA/IMAHOCTLIO. [1pOCTO cyMeliTe 06bACHNTL PebEHKY, YTO Mbl NepeABUraeMca no-Apyromy. byabte
60s1ee YyTKMMU, He BoWiTech NPOABAATL K HaM /1060Bb.
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