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Pesiome

HecmumHoBasa kapguommonatma (KMIT) — 3To oanH 13 camblxX pefkux BUAOB FreHeTUUYECKN
06yCNOBMEHHbIX KapAVIOMUONATU, KOTOPbIY Bbi3BaH MyTaluuen B reHe gecmuHa (DES) n
yaue Bcero geboTrpyeT B Bo3pacTe 20-40 neT. [epBbIMU KIMHNYECKNMY NPOSBEHNSMM
MOTYT ObITb HapyLIeHUsi PUTMa U NPOBOAUMOCTY, CUHKOMAsbHble COCTOAHMSA, NPOsABIe-
HUA cepeyHOl HeAOCTaTOYHOCTM, MOpaXKeHMe CKeneTHOW MycKynatypsbl. [JuarHoctu-
Ka OCYyLeCcTBNAETCA C UCMOJSIb30BaHMeM 3xoKapauorpadpuyeckoro (IxoKr), marHuTHo-
pe3oHaHcHoro (MPT) meTopoB uMCCnefoBaHWA, 30HAMPOBAHUA MONOCTEN Cepaua,
SHAOMMOKAPAMANbHOW OMONCUN 1 TeHETUYECKOro CKPUHMHIA. Peagkas BCTpevaemocTb,
HecneundryHOCTb KIIMHUYECKMX MPOABMIEHNIA, TPYAHOCTY AMArHOCTMKM ABMAIOTCA NpU-
UYMHOW HEeJOCTAaTOYHOrO KOMMYECTBA KIIMHUYECKMX AaHHbIX, OTCYTCTBUA Ha AaHHbIA MO-
MEHT 3pPEKTUBHBIX METOAOB fleyeHnsa. Ha cerogHAWHNA AeHb nevyeHre AeCMHOBOW
KMI1 HanpaBneHo Ha KynnpoBaHue CMMMNTOMOB CepAeyvyHON HeJoCTaTOYHOCTH, a TaKkxXe
XKN3HEYTrpOoXKaloLWmX apuTMUN. B ctaTtbe npuBOAMTCA OnMcaHWe KAMHWYECKOro cCiy4as
ceMeliHOM ¢GOpMbl JeCMVMHOBOWN KapAUOMKOMNaThKM, acCOLUMMPOBAHHON C BapUaHTOM
HyKneoTugHou nocnegosatenbHocTy (BHI) B reHe gecmumHa (DES) ¢ goMnHmpyowmm Kap-
AVanbHbIM GEHOTUMOM PECTPUKTUBHOW KapANOMUOMNATHN.

KnioueBble cnoBa: 1eCMVHOBAaA KapAWOMMOMATUA, PECTPUKTUBHAA KapanoMmnonaTus,
LECMUHOMATYA, FeH AeCMVHA, aTPUOBEHTPUKYsSipHasa 610Kafa, XenyaoukoBas Taxukap-
ans
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Abstract

Desmin cardiomyopathy(CMP) is one of the rarest types of genetically determined
cardiomyopathies it is caused by a mutation in the desmin gene (DES) and most often
debuts at the age of 20-40 years. The first clinical manifestations may be rhythm and
conduction disorders, syncopal conditions, manifestations of heart failure and damage
to skeletal muscles. Diagnosis is carried out using echocardiographic (ECHO), cardiac
magnetic resonance (CMR), probing of the heart cavities, endomyocardial biopsy and
genetic screening. A rare occurrence non-specificity of clinical manifestations and
diagnostic difficulties the reason of the insufficient amount of clinical data and the lack of
effective treatment methods at the moment. Today treatment of desmin cardiomyopathy
is aimed at reliving symptoms of heart failure as well as life-threatening arrhythmias.
The article describes a clinical case of a familial form of desmin cardiomyopathy associated
with a variant of the nucleotide sequence (GNP) in the desmin gene with a dominant
cardiac phenotype of restrictive cardiomyopathy.

Keywords: desmin cardiomyopathy, restrictive cardiomyopathy, desminopathy, desmin
gene, atrioventricular block, ventricular tachycardia

B BBEJAEHWE

JecmuHonaTtnn — 3To pefKkue 3aboneBaHns, CBA3aHHbIE C MyTaUle B reHe eCMHa,
[pacnonoXeHHOM Ha xpomocome 2q35. JleCMUH — LUUTOCKENEeTHbIN 6enoK, OTHOCUTCA K
Knaccy NpoMeXKyTOUHbIX GUIaMEHTOB MbILLEYHON TKaHW. B MbIlLEYHbIX KNeTKax BOIOKHa
LEeCMUHa 06pa3sytoT CeTb, CBA3bIBaOLLYIO MUOGUOPWANBI APYT C APYrOM, C AAEPHON U Ha-
PY>KHO MeMOpPaHOM, a TaKXKe C APYrMMM OpraHesfiamMu, TeM CaMbIM UFPas BaXKHYH posib B
noaaepaHnn CTPYKTYPHOW 1 MeXaHNYeCKON LIeNnoCTHOCTU KapanommoumTos [1, 2].

MyTaumm B reHe fecCMrHa NPUBOAAT K LLMPOKOMY CMEKTPY KINHNYECKUX NPOABNIEHNN,
TaKuMX Kak cKkeneTHaa muonatud, KMI (rmneptpodurueckasn, gunatauoHHas, PpecTpuKTmB-
HadA, apUTMOreHHas), a TakXKe K »KenyJo4yKOBbIM apUTMUAM, HaPYLLEHUAM NPOBOANUMOCTHY,
TaKUM KaK aTpUOBEHTPUKYsApHble 6nokaabl [3].

B maHHOI cTaTbe onucbiBaeTcA cnyyail cemenHoln dopmbl gecmmHoBor KMIT ¢ pe-
CTPUKTUBHbBIM GEHOTUMOM.
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B KJIMHWYECKUIN CNYYAW

My>kunHa 28 neT, B fekabpe 2017 roga obpatunca ¢ xanobamm Ha olylleHre He-
pUTMUYHOrO cepaLebrenus, npegobmopoyuHoe cocToaHme. O naLmeHTe TakKe N3BecT-
HO, UTO OH B TeYeHne HeCKOoJNIbKUX MecALeB CTpadaeT apTepuanbHOW runepTeH3ren 1
MMeeT MoMHYto 6/1I0Kafly NeBo HOXKM Ny4Ka [ca, 0 KOTopol 3HaeT ¢ feTcTBa. Hacnep-
CTBEHHbIV aHaMHe3 MNaLeHTa OTAroLeH: pogHOM 6paT cTpagaeT MmonaTuein HemsBecT-
HOW 3Tnonorum (B Bo3pacTe 32 net 6paTy MMNNAHTUPOBAH 3NEKTPOKAPANOCTUMYNATOP
(3KC). MaumeHTy BnepBble BbinonHAeTca OxoKI, Mo pesynbTaTam KOTOPOW BbiAB/e-
Ha ymepeHHas NleroyHasa runepTeH3una (gaBneHre B NeroyHom aptepumn 56 Mm pT. CT.),
He3HauuTeslbHaA MWUTPanbHaA U yMepeHHas TpUKycnuaanbHaa peryprutauus, npu
3Tom dppakuma Bbibpoca (DB) nesoro xenygouka (JTXK) okasanacb coxpaHHon (55%).
C uenblo BbIIBAEHNA MPUYNH NErOYHOW FMNEepPTEH3UN BbINMOJSIHEHA YpecnuiieBoaHas
3XOKapAMOCKOMKSA, B XOAE KOTOPOW OblN MCKOUYEHbI YaCTUYHBIA aHOMASTbHBIN ApeHax
NEroyHblX BeH, cenTasibHble AedeKTbl, Of4HAKO BbiABNEHa AUNaTaLuMa npaBblX OTAENIOB
cepaua. lNlo gaHHbIM CYTOYHOIrO MOHUTOPUPOBaHWA dneKTpoKapanorpammbl (CM-IKT)
NaTtoNIorNYecKnX N3MeHEeHNI BbisIBIEHO He 6bi10. K neyeHuto 6bin JobaBneH amnoan-
NMUH, UBabpagmH.

B aHBape 2018 roga npoBOAUTCA MaHOMETPUA NPaBblX OTAENOB cepAua, KoTopasa Noa-
TBEPAUNIA HaNuMe NeroYyHon rmnepTeH3nm C CUCTONNYECKUM JaBnieHrem 40 MM pT. CT,, a
TaKXe HOPMasibHOEe COOTHOLLEHME 06 bEMHOrO TIEFOYHOro KPOBOTOKA K CMCTEMHOMY, 6e3
Hanuuma WyHTMpoBaHus Kposu (Qp/Qs 1,03).

CnycTa NAaTb MecALEeB OT MOMeHTa MOABJIEHVA BbllleyKa3aHHbIX »anob nalneHT oT-
Meyas BO3HVKHOBEHNE XXKEeHNA B MblLULLAX BEPXHUX U HUXKHUX KOHEUHOCTEN, OLLyLLeHme
YTOMIAEMOCTY B MblWLAX Npu Gpr3nUeckon Harpyske, BO30OHOB/IEHNE OLLYyLIEeHUA He-
pPUTMUYHOrO cepaLebreHnsa. B Groxmmmnueckom aHanmse KpoBU BbIAIBIIEHO MOBbILIEHUe
KpeatnHdochokmHasbl o 500 E[l/n. Mo paHHbIM aneKkTpoHelpomuorpadry nprsHakos
HeBPaNbHOro NMopakeHns 06Hapy»KeHO He 6bis1o.

B aBrycte 2018 r. naumeHT 6bI1 HanpasneH B defepanbHbIii LeHTp Ana foobcneno-
BaHusA. [oBTOpHO BbinonHeHa IxoKI, No pe3ynbTatam KOTOPOW He Obifio BbISIBNEHO YBe-
nuyeHna pasmepa nonoctn JIXK (KoHeuyHo-AMACTONMYECKU pa3mep — 44 MM, KOHEYHO-
cucTonmyecknii pasmep — 30 MM), CHUKEHMA cUCTonMYeckon oyHKUmMmM Muokappaa JIXK
(OB - 55%), ogHako 6bl1a 06HapyxeHa Aractonnuyeckana aucdyHkuma 3-in cteneHun. OT-
Meyvanacb Bblpa)KeHHas Aunatauus npefcepiui, a Takke ymepeHHas nerovyHas runep-
TeH3uA (44 MM pT. CT.). BnepBble BbIfBNAETCA HapyLUeHe COKPaTUTESIbHOW CMOCOBHOCTH
npasoro »xenypouka (bpakuma Bbibpoca no Simpson BP 55%, TAPSE >1,6 cm, TASV 9-10
cm/c). Mo pesynbratam IxoKI 3anofo3peHo Hannuve KapaMomMmMonaTum C PECTPUKTUBHBIM
deHoTUnom.

MauneHTy NPoBOANTCA reHeTUYeCKoe UCCNe[oBaHME, B X0O4e KOTOPOro BblAABNAETCA
P419L 3ameHa B reHe gecMuHa. YumTbiBas AaHHble reHeTnyeckoro obcnenoBaHus, ama-
rHo3 6bin1 BeprdULMpoBaH 1 oT nposBefeHna MPT cepaLa, MHBa3VBHbIX METOLOB AMarHo-
CTVIKM 6bISI0 MPUHATO peLleHne Bo3fepKaTbcA. bpaTy n matepu npobaHaa 6bin npoBeneH
KaCKagHbI reHeTUYeCKU CKPUHWHS, y 060MX BbisiBIeHa aHaNorMyHasa MyTauma B reHe
LecMUHa. Ha MOMEHT nocTaHOBKM AnarHo3a 6pat nayueHTa cTpagan BblpaXkeHHbIM Mo-
pakeHneM CKeneTHON MycKynaTypsbl. MaTepu npu goobcnejoBaHM YCTaHOBNEH AMarHoO3
KapauomronaTum, nopakeHus nepudeprnyecknx MbilliL BbisBEHO He 6bino. MNpu Twa-
TeNlbHOM cb6ope CemMeMHOro aHamMHe3a »aniobbl CXOXKero xapaktepa y POACTBEHHMKOB
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Puc. 1. leHeanornyeckoe ApeBo NayneHTa c 4eCMNHOBON KapauomuonaTnein. OKpallueHHble CMUMBOJbI
yKasbiBaloT Ha YIEHOB CeMbM, KOTOPbIM 6bI10 NPOBEAEHO FeHETNYECKOEe NCC/IeJ0BaHMe 1 BbiiB/IeHa
P419L 3ameHa B reHe gecMuHa. YepHbIM LIBETOM OKpallieH CUMBOJ1, 0603Havalowuii npob6aHaa, cepbiM
LBETOM OKpaLleHbl CUMBOJIbl, 0603Havalole ero poACcTBeHHNKOB

Fig. 1. Family tree of a patient with demin cardiomyopathy. The colored symbols indicate family
members who underwent genetic testing and identified a P419L replacement in the desmin gene.

The symbol for proband is colored black, and the symbols for his relatives are colored grey

BTOPOW CcTeNeHn poacTsa (6abyLuKu, fefyLKK) OTCYTCTBOBASIW, M UM FreHETMYECKOe 1ccre-
[OBaHVe NPOBefEeHO He 6bino.

MaumeHTy 6blN1 BbICTaBNEH AMArHO3: OCHOBHOE 3ab0NeBaHye — ceMeliHasg AeCMHOBanA
KapAnomMronaTusa, pecTpUKTUBHbIN deHoTun. OCNOXHEHNA OCHOBHOTO 3aboneBaHuA: e-
royHas rmnepTeH3us, NonHas 6r1oKaga NeBo HOXKYM Nyuka Mca.

C uenblo BbIABNEHNA HanMuMA MOpa)eHWA AblXaTelbHOW MYyCKynaTypbl NauueHTy
BbINOMHeHa boannneTnamorpadusa, No pesynbrataM KOTOPOW BblAABAEH HOPMAasbHbIN
BapUaHT MeXaHWKMN AbIXxaHUA 6e3 N3MeHeHMWs 0obLIeli eMKOCTU NIEFKMX, HapyLeHWs Npo-
XOAVMOCTY AblxaTenbHbix nyTei. [loBTopHoe CM-3KI 06Hapy»KUo TPaH3UTOPHYIO aTpro-
BEHTPUKYNAPHYIO 651okagy 1-1 ctenenn (PQ 204 mcek). KapanopecnupaTopHoe TeCcTupo-
BaHMe TaKXXe nokasano GpU3nonornyeckuin oTBeT cepeyHO-COCYANCTON U fbixaTeNbHON
cucTem Ha GU3NYECKYIO HarpysKy.

Yepes rof B CBA3Y C pa3BMBLLENCA NAPOKCU3MaNbHON popmoit drnbpunnayum-Tpene-
TaHWA NpeAcepANIi BbIMOTHEHA pajMoYacToTHaA abnAauma KaBOTPUKYCNMAANbHOrO nepe-
LwenkKa.

B ntone 2021 r. B cBA3U C peungnmBom xanob Ha HepUTMUYHOE cepaLebreHne, nepro-
AMYecKoe rofioBOKPYXeHue, CUHKoMasnbHble cCOCTOAHNA BbinonHAeTca CM-JKT. BbisaneHa
AB-6nokapa 3-i1 cteneHm ¢ npuctynamu MopraHbun — Agamca — CToKca. JneKTpoKapamo-
rpamMma npv NOCTynieHWy nNpeacTaBneHa Ha puc. 2. MNauueHTy mmnnaHTupoBaH SKC
Endurity Core PM2152 DR B pexxume DDDR.

B 2023 rogy naumneHT 06paTuiICA MOBTOPHO C »KanobaMu Ha CHUXKEHUE TONIePaHTHOCTY
K dm3nyeckon Harpyske, olyLieHne nepeboes B paboTte cepaua (Baprauma 4acToTbl CO-
KpaweHuin cepgua ot 50 go 120 ya/muH), KOTOpoe CONpPOBOXAAeTCA YYBCTBOM CTPaxa,
ronoBOKpYyeHueMm. Mpu Br3yanbHOM OCMOTPe Ha cebs obpallany BHUMaHVeE yBennyeH-
HbIli B 06beme »KMBOT, pacluMpeHHas CeTb MOAKOXKHbIX BEH Ha MepefHein NOBEPXHOCTU
6ptoLHoN cTeHKU. Mo pe3ynbratam IxoKI BbisiBNEHbI 3HAUUTeNIbHOe cHbkeHne OB JTK
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Puc. 2. dnekTpokapanorpamma nayveHTa npmv nocTynieHum
Fig. 2. Electrocardiogram of the patient at admission

(22%), BndPY3HBIN TMNOKMHES CTEHOK, HE3HAUUTENbHbBIV TMApOoNepuKapa v rmapoTopakc.
CTonb 3HaUMMOMy CHUXeHMo dpaKLmm BbIGpoca cepALa, Ha Hall B3rNsAg, MOXKeT ObiTb He-
CKOJIbKO OOBACHEHWI: CHUXKEHME COKPATUTENTbHOM CMOCOOHOCTM CepAeYHON MbILLbI CTa-
J10 3aKOHOMEPHOW CTafnel naToreHe3a PecTpPUKTUBHOWN KapanomMmMonaTum, Korga Bcnes
3a Amactonuyeckomn anchyHKUMen pasBmBaeTca U cuctonmyeckas anchyHKLMaA, Uto, He-
COMHEHHO, ABMAETCA MNAOXMM MPOrHOCTUYECKMM NMPU3HAKOM. TakKe OHOW 13 BepCuii AB-
NANCA BO3MOXHO MepeHeCceHHbI HECKONbKUMI MecsLaMn paHee MUOKapAuT (MauneHT
coobuwan o6 3n1M3041MYeCKOM MOBbLILEHMIN TeMMepaTypbl, KaTapaibHblX ABEHUAX Meca-
uem paHee). [ToMUMO 3TOro, He CTOUT 3abbiBaTb, UTO 3XOKapanorpadurueckoe nccneno-
BaHMe ObINIO BbINOMHEHO Ha GpOHEe HapylleHUs PUTMa, KOrfa OLEeHUTb COKpPaTUTENbHYIO
CNocobHOCTb cepaua 3aTpyaHuUTenbHo. Mo gaHHbIM CM-3KIT HapyweHuin B paboTe Kap-
LVNOCTUMYNATOPA BbIABIEHO He 6bino. Haxoasack y Hac B cTalMoHape, nauveHT nosydan
neyeHne, HanpaBleHHOe Ha KyrnupoBaHME CMMMTOMOB CepLeYHON HeLOCTaTOYHOCTY,
aHTVAPUTMUYECKYIO U aHTMKOArynsaHTHyto Tepanuio. Ha 10-e CyTKM naumeHT 6bin BbiNu-
CaH B YJOB/IETBOPUTENBHOM COCTOAHMM CO CNeAYILMN peKOMeHAaUUAMN: briconponon
5+2,5 mr, paburatpaHa stekcunat 150 mr 2 pasa B cyTku, Topacemup 10 Mr, annepeHoH
25 mr, ganarnvénosnH 10 mr.
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Ta6bnuua 1

AnHamunka HapyLieHui cepAeYHOro pMTMa 1 NPOBOANMOCTY Y NaLMeHTa 3a 6 ieT HabnoaeHui
Table 1

Dynamics of cardiac arrhythmias and conduction disorders in a patient over 6 years of observations

lop, mecay HabnogeHua HapywieHuna putma n npoBogumocTu

Asryct 2018 AB-6nokaga 1- cteneHu

Mait 2019 ngﬁ:cefg;’:’y.ﬁzaﬂ dopma dpubpunnalmMm-TpeneTa-
Wionb 2021 AB-6nokapga 3-i1 ctenenu

Anpenb 2023 PuTm anekTpokapamoctumynatopa

MpumeyaHve: AB-6nokaga — aTpMoBeHTPYKYsipHan 6rokapa.

Ta6bnuua 2

OunHamuka sxokapguorpaduyecknx NsMeHeHui1 y naumneHTa ¢ 4eCMUHOBOW KapanoMuonartien 3a 6 net
HabnoaeHun

Table 2

Dynamics of echocardiographic changes in a patient with desminous cardiomyopathy over 6 years
observations

g‘:“:‘; ;"::v’l‘;‘ Ha- | B, % | An KOPmm | MM, mm | N, mm ﬁﬂ"p‘i’_ o |MP ™

[ekabpb 2017 | 55 2-ACT. 43 52 45 56 1-AcT. 2-ACT.
ABryct 2018 55 3-ACT. 44 53 46 44 1-act 2-ACT.
Maw 2019 55 3-ACT. 46 54 47 40 2-ACT. 2-ACT.
Wionb 2021 55 3-AcCT 46 56 47 37 2-ACT. 3-ACT
Anpenb 2023 22 3-ACT. 53 58 49 52 2-ACT. 3-ACT

MpumeyaHma: OB - dpakuua Bbibpoca, 1] — Anactonmueckas anchyHkumna, KIP — KoHeuHo-anacTonmueckunii pasmep, MM - npa-
Boe npepcepave, JIM - nesoe npefcepaune, CAJA — cuctonnueckoe aasneHune B neroyHom aptepun, MP — mutpanbHasa perypru-
Tauus, TP — TpuKycnupanbHaa perypriTaLus, CT. — CTeneHb.

B OBCYXIOEHWE

Mo HeKOTOpPbIM AaHHbIM, PACMPOCTPAHEHHOCTb AECMUHOMATMI B MUPE COCTaBnAaeT
1:2000 [4]. PacnpocTpaHeHHOCTb B Hallel CTpaHe Hen3BeCTHa, BBUAY PefKoCcTy 3abone-
BaHWA, OTCYTCTBUA PErNCTPOB, a TakXKe CJZIOKHOCTU B NOCTaHOBKe AnarHosa. B 80% cny-
YyaeB JeCMUHOMATUM XapaKTepPU3YTCA ay TOCOMHO-AOMUHAHTHbBIM TUMOM HaclefoBaHNA.
OcHOBHble NPOABEHNA 3TOro 3ab0/1eBaHMsA — MPOrpeccupyoLivie MUONaTK, HapyLLeHs
cepgeyHon nposognmocTu, aputmun 1 KMrI1. KnnHnyeckne npoasneHnsa yalle Bcero no-
ABNAOTCA B Bo3pacTe 20-40 neT ¢ pa3BUTUA MefIeHHO NMPOorpeccnpytoLlen MbillieYHON
CnabocT B AUCTaNbHbIX MbIWILAX HUXHUX KOHeYHOCTel. [poKCcuMManbHas MbllieyHas
cnabocTb MOXeT HabnoaaTbcA Ha 6onee no3gHux ctaguax [5]. OaHako Aaneko He Bcerga
fecmrHoBasa KMIT conpoBoXKaaeTca nopakeHrem ckeneTHom Myckynatypsbl. Tak, B 2012 T.
6b1510 ony65KoBaHO 10-neTHee NPOAOJIbHOE UCCNIEA0BAHME, B KOTOPOM 13y4anoch Bu-
AHMe MyTauuW B reHe AeCMVHA Ha YPOBEHb CepAeYHO-COCYAUCTON 3aboneBaemoctu u
CcmepTHOCTU. B nccnepoBaHme Bxoamno 28 naunmeHToB C MyTauumen B reHe gecmuHa DES.
Y BCex MaLMEeHTOB, KPOMEe OAHOrO, ObIIO BbISBIEHO MOPAXeHWe CepheYHON MbILULbI, U
TONbKO Yy 21 NauueHTa OHO COMPOBOXAAIOCh U3MEHEHVAMN B CKENIETHOW MyCKynaType.
B ToMm ke nccnefoBaHmm 6bII0 3aMeUeHO, YTO NePBbIMU NPOABAEHUAMA Y 1/3 NauneHToB,
a TaKXe Yy VX POACTBEHHVKOB cTanu AB-650Kazbl pa3iMyHOM rpagaunm, *enyfoukoBas
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TaxvKapausa, CMHKoNasbHble COCTOAHUA, TpebyloLme NOCTOAHHON KapanoCTUMYIALNN.
Camomy OHOMY MaUMEeHTY, Y KOTOPOro Obifiv BbIABMEHbI TAXKeNble HapyLleHVa pUTMa,
6bino Bcero 14 nert [6].

PeuieccrBHble dopMbl eCMMHONATMIN BCTPEUAIOTCA pexe, OQHAKO XapaKTepusyoTca
6onee TAXeNON U CTPEMUTENIbHO Pa3BUBAIOLLENCA KIVHUYECKOW KapTUHOWN 3aboneBa-
HuA [7].

B 2011 rogy van Spaendonck-Zwarts K. 1 coaBT. npoBefieH MeTaaHanu3 [aHHbIX
159 nauueHToB, cTpagatowmx 40 pasnnNUYHbIMU reTepo3NUroTHbIMA MyTaLMAMN AeCMKHA.
M3 159 naymeHTOB coyeTaHne NPU3HAKOB MOPAXKEHNA CKENETHbIX MbILLL, 1 CEpAEUYHON Na-
Tonorum 6bino obHapyxeHo y 49%. Mpu 3Tom peHoTHN gunaTtaumoHHon KMI BcTpeuanca
y 17% nauueHToB, runeptpoduryeckor n pectpukTnaHomn KMIM -y 6% un 12%. N3onnpoBsak-
Hble KapAavosormyeckre NposaBneHna Habnwganucb nuwb y 22% naurMeHToB ¢ MyTaluen
B reHe gecMmrHa. Hanbonee pacnpoctpaHeHHbIMU HapyLUEHUAMY PUTMA U MPOBOANMOCTM
6bIn aTprOBEeHTPUKYNApHas 6rokaga, 6nokaga npasoi BeTBY nyuka [vca, dnbpunnayma
npencepanii, *kenyfoyukoBas 3KCTPACUCTONNA Y KeNyAouKoBas Taxukapamna [8].

Haw KnuHnuyeckunn cnyyam [EMOHCTPUPYET CIOKHOCTU B AUArHOCTMKE AeCMUHOBOM
KM, He roBopsa y»e 0 CIIOXKHOCTAX NIeYeHUA AaHHbIX rpynn nauueHToB. MNpexae Bcero
3aTpyAHeHVe B He3amelnuTeNlbHOWM MOCTaHOBKE AMarHo3a Bbl3Banv Hecneuuduyeckme
KNMHMYeCKNe NPOoABEHUA, OTCYTCTBUE NOPAKEHMNA CKENETHBIX MblLLULL, OTHOCUTENIbHO MO-
O[O BO3pacCT NaLMeHTa, OAMH U3 CaMblX Pefiko BCTpedatowwmxca ¢eHoTnnos KMI - pe-
CTPVKTUBHBIN. B JaHHOM crnyyae axokapguorpaduueckoe nccnefoBaHme ABAAETCA «30-
NOTbIM CTaHZAPTOM» ANATHOCTUKN PecTpUKTMBHOro ¢deHoTnna KMI. Mo gaHHbIM DxoKI
MO>KHO BbIIBUTb PacLUMpeHie NOoCTel Npeacepanii, HOPMaNbHOTO pa3Mmepa Xeny[aou-
KN (MM60 HEeCKONbKO yMeHblUeHHble), 6e3 runeptpodum nx CTeHOK, NPU3HaKu Amnacto-
nuyeckomn ANCOYHKLUM MO PECTPUKTMBHOMY TUMY. Y AaHHbIX NaLMeHTOB yBennymnBaeTca
pPUCK TPOM603MOONMUECKNX COOBITUI, 3a4acTyto B MONOCTAX cepiLia MOXHO yBMAETb 06-
pa3oBaBLUMeca BHyTprUcepaeUHble TPOMObI. [loaTBepKAeHeM peCTPUKTUBHOIO GeHOoTU-
na KMI Tak»e MOXeT CTaTb YBeNIMYeHne KOHeYHO-ANAaCTOIMYECKOro AaBIeHNA B MONOCTU
JIK, BbiiBNAiemoe npu KaTeTepmsaymm kamep cepgua [9].

OfHVM 13 pepKux OCNOXKHEHUI AECMMHOBOW KapANOMMUOMATM ABAETCA CMOHTaH-
HaA guccekuma KopoHapHbix aptepun (COKA). B noHe 2020 roga ANOHCKUMU YUYeHbIMA
BrnepBble Obl1 ONy6NMKOBaH Clyyall couyeTaHna AecMUHOBON KapgauomuonaTtum ¢ CAKA.
MaumeHTKa B Bo3pacTe 20 et obpatmnack ¢ xanobamu Ha TUMMYHbIE aHTMHO3Hble 6onu.
B Bo3pacTe 6 neT B CBA3M C NONHbIM aTPVOBEHTPUKYNAPHBIM 6TOKOM NaumeHTKe Obin Um-
nnaHTuposaH JKC. MNauuneHTKe npoBefeHa KOpoHapoaHrorpadumsa COBMECTHO C BHYTPU-
COCYLMNCTbIM YNbTPa3BYKOBbIM 1CCIieJlOBaHNEM, KOTOPble BbIABUN JUCCEKLMIO NepefHel
HucxopALeln apTepun. CnycTa rog y naumeHTky passunca peungms CIKA. O6a pasa na-
LMeHTKa nonyyana KoHcepBaTnBHoe neveHue [10].

Eule oaHMM BaXKHbIM METOAOM AMArHOCTMKM aecMmnHoBon KMI1 aBnseTca sHAOMUO-
KapaunanbHaa 61oncus, No faHHbIM KOTOPOW MOXHO BbIAABUTb Hanmune BHYTPUKIETOYU-
HbIX arperaTtoB gecMmuHa [9].

OfHVM 13 caMbiX AOCTOBEPHbIX 1 6e30nacHbIX Ajsa nalMeHTa METOAOB UCCefoBa-
HUA ABNAETCA TeHeTUYECKUN CKPUHUHT. [py OTCYTCTBUM BO3MOXHOCTW MpOBeAeHUA
reHeTMYeCKoro TecTMpOBaHUA (NGO SHAOMMOKApAMAnbHOW 6uoncun) Bepuduumnpo-
BaTb AnarHo3 gecmmnHoson KMI1 He npepcTaBnAeTca BO3MOXHbIM. KoHcepBaTuBHOe fne-
YeHve BKJIIOYAET fleyeHre CepAeyHolr HefOCTaTOUHOCTH, a TaKXKe »KU3HeYrpoXatoLmx
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apuTMUiA. Xmpyprmyeckne noaxodbl K NEeYEHUI0 HapyLleHUn puTMa M NpoBOAVMOCTY
BK/OYaloT nMmnnaHTaumo JKC, KapamoBepTepoB-AedrbpUnnATopoB, PECUHXPOHN3UPY-
oKX YCTPONCTB. Mpun TAXKENoW cepaeyHon HeJOCTaTOYHOCTI 3ayacTyto TpebyeTca mc-
nosnb30BaHWe YCTPOWCTB BCMOMOraTeslbHOro KpooobpalleHna nnbo TpaHcnnaHTauma
ceppua. maBHol npobnemoit B neveHnn gecmmHosol KMl aBnaeTca oTcyTCcTBUE Cnew-
ndrnyeckoro neyeHnsa. boNbLINHCTBO NMEOLMXCA Ha AaHHbI MOMEHT METOOB NleyeHnn
HOCAT NULWb NanANaTUBHbIN XapakTep. OfHNUM 13 OCHOBHbIX MOAXOAOB B JIeYEHUUN STON
rpynnbl 3a6oneBaHuUin B GyayLiem MOXeT CTaTb pa3paboTKa STUONOrnyecknux MeToiosB Ne-
YeHVA, HanpaBJIeHHbIX Ha KOPPEKLMNI0 reHeTUYeCKX MyTauuii. B xofe MHOrouncneHHbIx
NCCNeaoBaHUI BbiAABIIEHbl BO3MOXHbIE TOUKN NPUNOXKEHUSA, TaKne KaK focTaBKa QyHKLM-
oHanbHoro DES B Buge k[JHK B BekTopax Ha ocHoBe AAV9, cynepakcnpeccus b6enka-Lua-
nepoHa CryAB n HekoTopble gpyrue [11-14].

B 3AK/TKOYEHUE

MporHo3 nauneHToB ¢ gecMmnHoBon KMI valle Bcero HebnaronpuATHbIA B CBA3U
C pa3BMBAOLLENCA B KOPOTKME CPOKM AUACTONMYECKON ANCHYHKLMEN, CONPOoBOXaa-
IOLENCA NOABNIEHNEM TAXKENON cepAeYHO He[OCTaTOUYHOCTU, apUTMUIA, MPUBOZALLMX
K BHe3anHoWn ceppeyHon cmeptu. [narHoctnka gecmmnHosoint KMIT moxeT 6biTb 3a-
TPYOHUTENbHOW B CBA3W C OTCYTCTBUEM CreLUPUUecKnX KIMHUYECKUX NPOABIEHUN,
nopaeHune CKesleTHOWM MyCKynaTypbl MOXET 1 BOBCE OTCYTCTBOBaTb, a cama KMI1 mo-
XeT MaHndecTpoBaTb CUHKOMNANbHbIMWU COCTOAHUAMY, HapyLLEHNAMU PUTMa 1 NpPo-
BOAMMOCTU UNN, KaK Y Hallero naumeHTa, C NporpeccupoBaHnAa NPU3HaKkoB cepaeyHon
HepocTaTouHoCTU. CriefyeT pacCMOTPeTb BO3MOXHOCTb MPOBEeEeHUA reHeTUYeCckoro
TECTUPOBAHUA y MOSIOAbIX NaLMEHTOB NpPeXAe BCEro C Npru3HakaMu MOpPaKeHNa cKe-
NeTHOW MYCKYynaTypbl HEM3BECTHOW 3TMOMOMMK, C HalMYMEM OTAFOLLEHHOro Hacnes-
CTBEHHOTO aHaMHe3a Mo CepAeYHO-CoCyanCTbiM 3aboneBaHUAM (BHe3anHasa cMepTb B
MOJI0JOM BO3pacTe 6MMKallumMX POACTBEHHMKOB, HaNMume y poACTBEHHMKOB XU3He-
YrpoXKaLnx apuTMnia), Npu Hanu4ymMm CUMMNTOMOB U NPU3HAKOB CEPAEYHON HefJoCTa-
TOYHOCTU 1 OTCYTCTBMY OOLLEeN3BECTHbIX GaKTOPOB PUCKaA, @ TaK»Ke MPU HanUYmMm onac-
HbIX HapyLeHnA pUTMa U NPOBOAMMOCTU, TaKNX Kak aTPMOBEHTPUKYNApHaa 61okaaa
BbICOKOW CTEMeHMU, >KenyaouKoBOI Taxnkapann. PaHHee BbisiBieHNe 60JIbHbIX AaHHbIM
Bugom KMII, reHeTUYeCcKnin CKPUHUHE MX GAMXKANLWKMX POLACTBEHHUKOB OMpeaensatoT
nporHo3 3aboneBaHuA, yNyyLaloT KauyecTBO KMN3HW NaLMeHTOB, YMEHbLIAIOT BEpPOAT-
HOCTb BHE3aMHOWN cepaeyHom cMepTu.
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