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ConocTaBneHne mop¢o-PyHKUNOHANbHbIX U3MEHEeHUi cepaua no gaHHbIM MarHUTHO-Pe30HAHCHOM
ToMorpadum ¢ pesynbTataMu reHeTU4EeCKOro UccrefoBaHus y NauueHToB ¢ runeptTpoduyeckomn

KapanomMuonaTuemn

Farapuna E.B."2, Mepwuna E.A.", Yymakosa O.C.3, Machukos P.M. 2, Kynukosa O.B.2, Kyapssuesa M. M.2, CunmupiH B, E.

Lenb. MNpoaHannanposaTb AaHHbIE MAarHUTHO-PE30HAHCHOM ToMorpadum (MPT)
cepaua naumeHToB ¢ riuneptpoduyeckoi kapanomuonatven (TKMIM) B 3aBucrmo-
CTW OT pe3ynbTaToB reHETUYECKOro TECTUPOBAHWS.

Martepuan u metoabl. B uccnenosanve 6binn BkoYeHb 83 nauueHTa ¢ ava-
rHo3oM FKMI (39 MyxuuH, 44 xeHLmHbl, cpeannin BodpacTt 50,4+14,9 neT), He
MMEBLLNX MPOTMBOMOKa3aHui k nposedeHnio MPT. MPT cepaua nposoaunack Ha
ToMorpadax ¢ Hanpsbxennem nonst 1,5 Tn u 3 Tn ¢ ucnonb3oBaHMem cTaHOapTHO-
ro npotokona. ¥ 41 naumenta nposeaeHo T1- n T2-kapTMpoBaHWe, NoACHMTaHa
dpakums BHeKNeToyHoro obbema. Bcem naupeHTam BbINOMHEHO rEHETUYECKOe
1CCnenoBaHve C OLEHKON reHOB CapkoMepa, ABYX HECAPKOMEPHbIX FeHOB, acCo-
ummpoBaHHbIX ¢ FTKMI, 1 reHoB crHAPOMHbIX 3aboneBaHwii (deHokonuin TKMIT).
Pesynbtatbl. Y 49 (59%) 13 83 naLMeHTOB Noay4YeHbl MONOXUTENbHbIE PE3yNbTa-
Tbl FeHeTn4eckoro TectupoBanus: MYBPC3 29%, MYH7 17%, TPM1 5%, FLNC 4%,
MYL2 2%, TNNC1 1%, TNNI3 1% (rpynna reHotun-nonoxutenshbix (G+)). Y 34 (41%)
NaLMeHTOB MOJy4eHbl OTpULATENbHbIE Pe3ysbTaTbl FEHETUHECKOrO TECTUPOBAHMS
(rpynna reHotun-oTpuuatenbHblx (G-)).

B rpynne G- nauneHTbl no cpaBHeHuio ¢ G+ 6binn focToBepHo cTapue (57,7£12,9
vs 45,3+£14,2 net, p<0,05), ¢ MEHbLUEN TOMLLMHON CTEHOK NIEBOIO Xenyaoyka (JIK)
(18,9£4,2 vs 21,3+5,9 mm, p<0,05), 60nee Bbicokoi dpakumelt Boibpoca JIXK
(70,5+10,7 vs 64,7£10,4%, p<0,05).

CpaBHeHue napameTpoB ¢1bpo3a Myokapaa Mexay rpynnamm nokasano 3Haum-
MO MEHbLLYIO YaCTOTY BbISIBIEHUSI OTCPOYEHHOrO KOHTPACcTMpoBaHus B rpynne G-,
a B CNly4ae ero Hanmyms BblpaXeHHOCTb GUOPO3HBIX N3MEHEHUIA, KOTOPast OLEHN-
Banach kak NpoueHT Gprbposa ot obLueit Macchl Mmokapaa JIXK, 6bina 3HaunTenbHO
Huxe, yem B rpynne G+ (71% vs 92%; 5,0£8,0% vs 11,4%£9,0%, COOTBETCTBEHHO,
p<0,05). Mpu aHannde G+ NAUMEHTOB B 3aBMCUMOCTU OT BbISIBNIEHHLIX MyTaLui
[IOCTOBEPHOI pa3HuLibl MO BbIPAXEHHOCTU Gprbpo3a Mexay rpynnamm He obHa-
PYXEHO.

SaknioyeHne. Y 6051bHbIX ¢ TKMIT NONOXMTENbHBI FEHETUYECKUI1 aHaNn3 BHE 3a-
BVICUMOCTW OT NMOPaXEHHOrO reHa acCoLMMPOBaH ¢ 6osbLLel BbIPaXEHHOCTbIO Gu-
6po3a no pgaHHbIM MPT, 4TO CBUAETENBLCTBYET O MeHee 6NaronpusTHOM NPOrHO3e.

KnioueBble cnoBa: kapamomuonatus, runepTpodusi, MarHUTHO-pe30HaHCHas TO-
Morpadus, kapTupoBaHue, trubpos.
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Comparison of cardiac morphological and functional changes according to magnetic resonance
imaging with the genetic testing data in patients with hypertrophic cardiomyopathy

Gagarina E. V.2, Mershina E.A.", Chumakova 0.S.%, Myasnikov R.P.2, Kulikova 0.V.2, Kudryavtseva M. M.2, Sinitsyn V.E."

Aim. To analyze the data of cardiac magnetic resonance imaging (MRI) of patients
with hypertrophic cardiomyopathy (HCM) depending on the results of genetic
testing.

Material and methods. The study included 83 patients with a diagnosis of HCM
(39 men, 44 women, mean age 50,4+14,9 years) who had no contraindications to
MRI. Cardiac MRI was performed on 1,5 T and 3 T MRI systems using a standard
protocol. T1 and T2 mapping was performed in 41 patients, and the extracellular
volume fraction was estimated. All patients underwent genetic testing with
assessment of sarcomeric genes, two non-sarcomeric genes associated with
HCM, and genes of syndromic diseases (HCM phenocopies).

Results. Positive results of genetic testing were obtained in 49 (59%) of 83 patients:
MYBPC3 29%, MYH7 17%, TPM1 5%, FLNC 4%, MYL2 2%, TNNC1 1%, TNNI3 1%
(genotype-positive group (G+)). Negative results of genetic testing were obtained
in 34 (41%) patients (genotype-negative group (G-)). In the G- group, patients
were significantly older than in G+ (57,7+12,9 vs 45,3+14,2 years, p<0,05), with
a smaller left ventricular (LV) wall thickness (18,9+4,2 vs 21,3+5,9 mm, p<0,05),
and a higher LV ejection fraction (70,5+10,7 vs 64,7£10,4%, p<0,05). Comparison
of myocardial fibrosis parameters between the groups showed a significantly lower
incidence of delayed contrast enhancement in the G- group, and in its presence,
the fibrosis severity, which was assessed as the fibrosis percentage from the total
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LV mass, was significantly lower than in the G+ group (71% vs 92%; 5,0+8,0% vs
11,4+9,0%, respectively, p<0,05). When analyzing G+ patients depending on the
identified mutations, no significant difference in the severity of fibrosis was found
between the groups.

Conclusion. In patients with HCM, a positive genetic analysis, regardless of the
affected gene, is associated with a greater severity of fibrosis according to MRI
data, which indicates a less favorable prognosis.

Keywords: cardiomyopathy, hypertrophy, magnetic resonance imaging, mapping,
fibrosis.
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KnioyeBble MOMEHTbI

YT0 M3BECTHO O MpEAMeTe MCCIIEeT0BAHMS?

* Tuneprpoduueckass kapauomuonarus (IF'KMIT)
SIBJISIETCS OMHOM M3 CaMbIX PacIpOCTPaHEHHBIX
KapIMOMUOIATUIA U TIPEACTABIsIeT COO0 TeHETH -
YyecKM 00YCIIOBJIEHHOE 3a0oJieBaHUE MUOKapia,
XapakKTepu3yolleecs runeprpodueit Mmuokapaa
JIEBOTO M/WMJIM TIPABOTO XKeIyI0uKa.

* MarHuTHo-pe3oHaHcHasi Tomorpapus (MPT)
MO3BOJISIET OLIEHUTh CTPYKTYPBI CEplla U BbIpa-
KEeHHOCTh (prbpo3a muokapaa npu 'KMII.

Yo H00ABIAIOT Pe3yIBTATHI HCCIECTOBAHUSA?

* IIpoanaim3upoBansl faHHbie MPT cepaia nmanu-
eHToB ¢ 'KMII B 3aBUCMMOCTH OT pe3yJbTaTOB
TeHETUYECKOTO TECTUPOBAHUS.

* BrigBieHo, uto y 60mbHBIX ¢ [KMIT monoxuTennb-
HbI/A TEHETUYECKUIA aHaJIM3 BHE 3aBUCUMOCTU OT
MMOPaXkeHHOTO TeHa acCOLMUPOBAH C OOJbIIEIA BbI-
pakeHHOCThIO (hrdpo3a 1o naHHeIM MPT, uto cBu-
JIETEILCTBYET O MEHee 0JaronpUsiTHOM IIPOTHO3E.

Tepmun "KapauomuonaTtus'” ObUT pemioxkeH W. Brig-
den B 19561, 4TOOBI OOBEAMHUTD IPYIITY 3a00eBaHUI
cepaIa HeONpeaeIeHHO 3TUOJOTHH C TIEPBUIHBIM TI0-
paxkeHHeM MHOKapaa Ipu OTCYTCTBUU aTePOCKICPOTH-
YyeCKMX M3MEHEHUI KOPOHAPHBIX apTepuii [1].

Tuneprpoduaeckas kapmuommonarust (IKMIT) ssis-
€TCST OMHOIT M3 CaMBIX pacIIPOCTPAHEHHBIX KapIHMOMMOTIA-
T U TIPEACTABISICT COO0I TeHETUICCKN OOYCIIOBIICHHOE
3a00JIeBaHNe MUOKAapIa, XapaKTepu3yIoleecs TUIIepTPO-
(ueit Muokapna nesoro xemynouka (JIZK) >15 mm n/unm
mmpaBoro xemrymouka (I12K), garme acmMMeTprIecKoro xa-
pakTepa 3a CUeT YTOJIICHUS MEXIKETYIOIKOBOI ITepero-
POIKH, YTO HE MOXET OOBICHATHCS MCKIIOUYNUTEIBHO T10-
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What is already known about the subject?

* Hypertrophic cardiomyopathy (HCM) is one of
the most common cardiomyopathies, which has
a genetic origin and characterized by left and/or
right ventricular hypertrophy.

¢ Magnetic resonance imaging (MRI) allows us to
evaluate the cardiac structure and myocardial
fibrosis severity in HCM.

What might this study add?

* The cardiac MRI of patients with HCM were
analyzed depending on the genetic testing data.

* In patients with HCM, a positive genetic analysis,
regardless of the affected gene, is associated with
a greater severity of fibrosis according to MRI,
which indicates a less favorable prognosis.

BBIIICHUEM HArpy3Kd JaBJICHHEM, M BO3HUKAOIICE TIPU
OTCYTCTBUHU APYTOTO CEPACTHOTO MM CHCTEMHOTO 3a00-
JIeBaHUSI, METa0OIMIECKOTO MU ITOJMOPTAaHHOTO CHUH-
JpoMa, cBsI3aHHOTO ¢ TunepTpodueii JIK.

Yactora BcTpeyaemoctu 'KMII B monynasiuuu 1o
OaHHBIM pa3HBIX MCTOYHUKOB BapbupyeT oT 1:500 mo
1:200. YeTkoii TeorpaduuecKkoii, STHUIECKON MIN TIO-
JoBoit cTpykTyphl pactnipenencHus 'KMII B HacTosiee
BpeMsI He BEISIBIICHO.

T'KMII moxeT maHnudectupoBaTh B J1000M BO3pacTe,
OT MJIAICHYECTBA IO TIIyOOKOM cTapocTH (C TIePBhIX THEIA
mo 90 u Gosee JIeT); MPU 3TOM CPETHUI BO3pACT TAIlM-
S€HTOB TIpX YCTaHOBKEe mMarHo3a coctabisieT 30-40 et
[2]. TKMII xapakTepu3syeTcs IIUPOKUM CITIEKTPOM KITH-
HUYECKMNX MposiBIeHnit. Tak, MHOTHE ITAllMeHTH BEIyT
HOpMaJIbHBINA 00pa3 XM3HU, 0e3 orpaHMueHuil pusn-
yecKoil Harpy3ku [3, 4]. OngHako ecTh MallMEeHTHI, TIpe-
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CTaBJISIONINE TPYIIIY PUCKA Pa3BUTHUST HEOIATOTIPUSTHBIX
CepIeYHO-COCYINUCTRIX OCIOXHEHUI, TAKNX KaK cepraed-
Hast HemocTatouHocTh (CH), hubpmursiins npencepmmii,
SMOO0IMYeCKIe MHCY/IBTHI ¥ BHE3aITHasI CepIeyHasi CMepTh
(BCC) BcrmencTBHe KeIyTOYKOBBIX HApPYIICHUI pUTMA.
B ocHOBe pa3BUTHS TeX MM WHBIX KIMHUICCKUX CUM-
nromoB nipu 'KMIT nexar pa3nmaabie maTo@u3nonori-
YeCcKMe MEXaHM3MBI: AuacToimdeckas aucynkous JIK,
obcTpykumst BeiHOcsero tpakTa JIXK (BTJIK) ¢ pa3Bu-
THEM TeMOIMHAMNYECCKN 3HAYMMOII MUTPAJIbHON peryp-
TUTAIINH, BHYTPMKEITYIOUYKOBasE OOCTPYKIINSI, MAKPOBa-
CKyJISIpHasI UIIeMUsI, HapylIeHUsl puTMa cepaua [5].

Tak xak 'KMII — 3t0 3a00neBaHue, IIpPEeUMYIIe-
CTBEHHO OOYCJIIOBJICHHOE MYTallMSIMH B TeHaX, KOIM-
pyIOIINX OEIKU capKoMepa, COTNIACHO CYIIECTBYIOIIUM
peKOMEHIAMsIM, 00sS3aTeIbHBIM IIPU TeHETUYECKOM
TeCTUPOBAHMNU SIBJISICTCS aHAJIWU3 CJICOYIOIINX 8 TCHOB:
MYH7, MYBPC3, TNNI3, TNNT2, TPMI, MYL2,
MYL3 n ACTCI. TKMII-accoumnpoBaHHBIiI BaphaHT
OIHOIr0 M3 3TUX IeHOB BhIsBIsgeTcs B 30% crnopanu-
yeckux ciiyyaeB U B 60% cemeitnbix ciydaeB ['KMII.
Heb6narompustHas poib HAJIWYKS MATOTCHHBIX Bapu-
aHTOB B T€HaX CapKoMepa B OTHOIICHWU Pa3BUTHS Ke-
JIYIOYKOBBIX apuTMuii, Tskenoii CH n dubpuanguum
MIpeacepanii ObUTa IPOIeMOHCTPHUPOBaHA B KPYITHEIIIEM
MexayHapomHoM peructpe [KMIT SHARE (Sarcomeric
Human Cardiomyopathy Registry), BKItouuBIem B ceost
2763 TeHOTUITMPOBAaHHBIX OOJNBHBIX [6]. Pesymbrarsr pe-
ructpa SHARE mocayxuian ocHoBaHMEM JUIST BKIIIOUE-
HUs TaHHBIX TCHETUYECKOTO aHaJM3a TeHOB capKoMmepa
B EBporeiickne pekoMmeHnnanuu 1o npodunaktuke BCC
2022r [7]. Okono 40% mauueHTOB ¢ KJIMHUYECKU yCTa-
HoBJIeHHbIM auarHo3zoM I'KMII He umeroT ceMeiiHOTO
aHaMHe3a 3a00JIeBaHUS M He OOHAPYKMBAIOT CApKOMEP-
HBIX MYTallWii, a TIPOTHO3 ¥ HUX HE XyXe, YeM B OOIIei
nonynsunu [8]. Ipomoirkaromuiics MOMCK MPUUNH pa3-
BUTHUS 3a00JICBAHUS § CapKOMEpP-HETaTUBHBIX OOJIBHBIX
MMPUBOIUT K OTKPHITUIO HOBBIX HECAPKOMEPHBIX TCHOB,
IMaTOTeHHBIC BapMAHTHI B KOTOPHIX TAKXKE aCCOLIMUPOBA-
Hbl ¢ pazsutueM ['KMIT [9], xoTst mosst Takux OOIBHBIX
Mana. B mocienHee mecAaTuIeTe aKTMBHO MCCIICMYETCS
nonureHHast teopust pazputusi ' KMII, npenmnonararo-
asl yyacThe W HEeTeHeTHISCKMNX (PAKTOPOB, TaKMX KakK
apTepuaibHasl TUTIEPTCH3Us U OXUpeHue, B popMHupo-
BaHUM (eHoTuna 0oJbHbIX. TakuM 00pa3oM, ecThb BCe
OCHOBaHUs u3ydaTb HOBbIe MapKepbl [ KMII ¢ yuerom
MTAHHBIX TCHETUYECKOTO aHaIn3a.

Ocnoxuenus 'KMII B 3HaYNUTETHLHOM CTETIEHU MOTYT
OOBSICHATBCS (PUOPO30M MHOKApAA, KOTOPKIi Ooiee BhI-
paxkeH y OOJIBHBIX ¢ MyTallUSIMU B TeHaX capKoMepa, 4eM
6e3 Hux [10].

MynbsTunapamMeTpmicckass MarHUTHO-pEe30HAHCHAs
tomorpacdust (MPT) gaBiasgercss He TOJIBKO "30JIOTHIM
craHgapToM” B OIIEHKE CTPYKTYpP CepaIia, HO M IT03BO-
JISIeT HEMHBA3MBHO OIICHWBATh HAJIMYME, JIOKATU3AINIO
1 BBIPAXXKCHHOCTH KaK 3aMECTUTEIBHOro (pyOIIOBOTO),

Tak 1 nuddy3Horo ¢udposa. XapaKTepuCTUKU 3aMe-
ctutesbHOro (ubpo3a, nojaydyaeMbie ¢ moMmoibo MPT,
nomoratoT B nuddepeHunanbHoii nuarHoctuke 'KMII
¥ IPYyTUX 3a00JIeBaHMIA, COMPOBOXIAIOIINXCST YTOJIIIIE-
HueMm muokapaa JIDK, omnenke pucka BCC u mokasa-
HUIT K YyCTaHOBKE MMILIAHTHUPYEMOTO KapauoBepTepa-
nebubpmmrstopa (MKJ), 4yro, Kak M pe3yabTraThl Te-
HETUKHU, YYTEHO B COBPEMEHHBIX pekoMeHaanusx [11].
Busyanuszamnust 3aMecTUTeIbHOTO (hrOpo3a IMPOBOIUTCS
C TIOMOIIBIO OTCPOYCHHOTO KOHTPACTHPOBAHUS C HMC-
TIOJIb30BaHUEM TadOJIMHUM-cOmePXKAIINX KOHTPACTHBIX
npemnaparoB. bojiee MoJiofible TEXHOJIOIMU, TaKUE KakK
T1-xapTupoBaHue c ornpeaeaeHueM (Gpakiuyu BHEKJIE-
TouHOoro ooweMa (extracellular volume, ECV) u T2-
KapTUPOBaHNE TTO3BOJISIIOT BBISIBIISATH T GY3HBIIN (TN
WHTEePCTULIMAIbHBIN) (ubOpo3 Muokapaa u 1ud@y3Hbiit
OTEK MHOKapaa, COOTBETCTBEHHO. JlaHHBIE TT0 TIPOTHO-
CTUYECKOMY 3HAUCHMIO STUX ITapaMeTPOB ITOKa TOJHKO
M3y4aloTCs.

Lenbto ncciremoBaHMs OBLIO TTPOAHAIM3NPOBATH TaH-
Hele MPT cepana nanmpentoB ¢ 'KMII u conoctaButh
WX C pe3ybTaTaMH TeHETUICCKOTO TeCTUPOBAHUS.

Matepuan n metogbl

B ncciaenoBanme ObBUTO BKITIOYEHO 83 IMalleHTa ¢ Jua-
raHo3oM 'KMIT (39 myxuwmH, 44 XeHIOWHBI, CPETHUIA
Bo3pacT 50,41+14.9 ner), He MMEBIIMX IIPOTUBOIOKA3a-
Hult K npoBeneHuio MPT u nmoaBeprimnxcst reHOTUIU-
pPOBaHUIO.

HccnenoBanne OBUIO BEHIITOJTHEHO B COOTBETCTBHU
CO CTaHIapTaMHU HamjIexXallel KIMHUIeCKO MPaKTUKU
(Good Clinical Practice) n mpuHIIMIIAMEA XeTbCHHKCKO
nexyapauuu. [1porokos ucciaemoBaHusl ObLT 0mOOpeH
STUIECKUMH KOMUTETAMM BCEX YIACTBYIOIINX KIMHUYC-
CKMX IIeHTPOB. /{0 BKIITOUCHMSI B MCCIIENOBAaHNE Y BCEX
YYaCTHUKOB OBIJIO MOJyYeHO MMCBMEHHOE MH(POPMUPO-
BaHHOE COIJIacHe.

Hwuarno3z 'KMII ycranaBnuBaics B CIieLIAAIU3UPO-
BaHHBIX IIJISI PaOOTH ¢ KapAMOMUOTATUSIMUA MEIUIINH-
CKHUX YUPEXKICHUSIX Ha OCHOBAHUU ACHCTBYIOIINX PEKO-
MeHpanwit [2, 11].

Hanuuue o6ctpykumuu BTJIK, ompenensemoro Kak
rpanueHT gaBieHus B BTJI2K >30 MM pT.CT., ycTaHaBIM-
BaJid MO TaHHBIM 3XoKapauorpaduu. Hannuue o6¢cTpyK-
UM TaKKe OLEHMBAJOCh Mo gaHHbIM MPT, npu Hanu-
YUU BBHICOKOCKOPOCTHOTO HM3KOMHTCHCHUBHOTO IOTOKA
B obmactu BTJIK. I'paguent maBnenust B BTJIK taxkske
MOXET ObITh U3MEPEH MPY MOMOIIM METOAUKU (Pa30BO-
KoHTpacTHO MPT, ogHako KoJnM4yecTBEHHAasl eT0 OLIEH-
Ka He BXOIWJIa B 3aaY/ HACTOSIIETO MCCICIOBAHNS.

MPT cepnira mpoBoamiIack Ha ToMorpacdax ¢ Harpsi-
xenuem nond 1,5 T m 3 Tn (Siemens Medical Solutions,
IepMaHms) ¢ MCTIOIB30BAHUEM CTaHOAPTHOI'O IIPOTO-
KOJIa, BKIIFOUABIIETO0 KMHO-M300pakeHUSI IO KOPOTKOM
u mmHHoit ocsim JIZK u T12K u oTcpoueHHOE KOHTpa-
CTHUPOBAHNE TaHOJMHUI-COMEPXKAIIUMHA TIpeIrapaTaMm.
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VY 41 naumeHTa B IOMOJTHEHNE K CTAHIAPTHOMY IIPOTOKO-
JIy OBUTO BBITIOJTHEHO MYJIBTUIIAPAMETPHUECKOE KapTHPO-
BaHMe, BKoyaBiiee HatuBHoe T1- u T2-kapTupoBaHnue,
a Takcke onieHKy ECV. [Ing onerku ECV ucnonb3oBanmuch
pacyeTHBIE TToKa3aTenu reMaTokpura [12]. st oneHKu
00BEMHBIX XapaKTEPUCTUK KEITyIOUYKOB, MAaCChl MIOKap-
I1a, BBIPAXKCHHOCTH 3aMECTUTEILHOTO (prbpo3a MroKap-
IIa ¥ pacyeTa IpolleHTa (hrdpo3a OT 00IIeit MacChl MUO-
kapna JI2K ucnonb3oBaau porpammy cvi4?2 [13].

Ananu3s pesyasratoB MPT uccienoBanuii mpoBOanI-
cs OIBYMSI MCCIICMOBATEISIMI HE3aBUCHMO IPYT OT ApyTa.
B xome aHanm3a IpoBoaMIIACh OIICHKA CTPYKTYP CEpIlia,
GyHKIIMM KamMep cepalia ¥ KJIallaHHOTO aIlrmapaTa, Halli-
YUS MOBBIIIICHHOI TpabeKymsipHocT 1 Kitedt JIK.

[NoBrImeHHAS TPAaOEKYIIPHOCTD OIPEaesiach KaKk
ITOBBIIICHUE COOTHOIICHUS CI0ST HEKOMITAKTHOTO MMO-
Kapla K CJIOI0 KOMITAaKTHOTO MHMoOKapzaa >2,3 B KOHIIE
IHUACTOJIBI B TIPOSKIMSX T10 IIMHHOK ocu JI2K [14].

ITon xnedToii moHMManach "paciieanHa” BIOJIb MbI-
LIEYHBIX BOJIOKOH cTeHkM JIK [15].

BceM matmeHTaM OBLIO ITPOBEICHO TEHETHUYECKOE WC-
cllemoBaHME C OLICHKOI T¢HOB capKomepa, IBYX Hecap-
KOMEpPHBIX TeHOB, accouuupoBaHHbIX ¢ [ KMII, 1 reHoB
CUHAPOMHBIX 3a00J1eBaHuit, Mackupytoiuxcs non F'KMIT
(penokommit), Takux Kak Oojye3Hu Padbpu u JaHoH,
n nipounie: ALPK3, ACTC1, DES, FLNC, GLA, LAMP?2,
MYBPC3, MYH7, MYL2, MYL3, PLN, PRKAG2, PTPN11,
TNNCI, TNNI3, TNNT2, TPM1, TTR. CexBeHpOBaHNE
W WHTEePIPETALNSI pe3yIbTaTOB TeHETHYECKOTO aHaIn3a
TIPOBOWINCH B CEPTU(MUIINPOBAHHEIX JTAOOPATOPHSIX, T0-
CTYITHBIX Ha MOMEHT OOCJICIOBAaHMS ITAIIICHTOB.

CratndecKuii aHaIM3 TTOJIYICHHBIX Pe3yJIBTaTOB IIPO-
Bomuics B mporpamme STATISTICA. [list cpaBHUTENb-
HOTO aHAJIM3a TaHHBIX, TOJIyYeHHBIX B IBYX I'PYIITIAX, WC-
noab3oBanin U kputepuii MaHHa-YUTHU, B HECKOJIBKUX
TpyIiax — HellapaMeTpuaecKuii Kputepuit Kpackema-
Yommca mist He3aBUCUMBIX BBIOOpPOK. CpaBHEHHME Yac-
TOT TIpM3HAaKa B IBYX HE CBSI3aHHBIX I'PYIIIaX IPOBOIM-
JIOCh C TIOMOIIBIO MeToma TabauIl 2X2 ¢ MCIOIb30Ba-
HueM Kputepus Pumepa. CTaTUCTUYESCKN 3HAYUMBIMU
cunrtaauch 3HadeHUd p<0,05. Pe3ynsraThl mpeacTaBIeHBI
B BUIC CPEIHETO 1 CTAHIApTHOTO OTKIoHeHUs (M*SD).

PesynbtaTthbl

[MonoxuTtenbHbIE pe3yabTaThl TEHETUIECKOTO TECTH-
poBaHus moxydeHH y 49 m3 83 mammeHtoB (59%),
U3 HUX 22 MYXYWHBI, 27 XEHIIWH, CpeIHUI BO3pacT
45,3%14,2 ner. IlaToreHHBIE U BEPOSTHO MAaTOT€HHbBIE
BapuaHThl (MyTallMu) ObUTM BBISIBJICHBI B CICTYIOIINX
reHax: MYBPC3 y 24 nauuenTtoB, MYH7 'y 14 nauueH-
toB, TPM1y 4 manmentoB, FLNC'y 3 mmartmerToB, MYL2
y 2 manueHtoB, TNNC1y 1 maumenta, TNNI3y 1 mamm-
eHra (puc. 1). Hu y omHOro 6015bHOTO BapHaHTOB B TeHAX
¢enokonuii [ KMII HaitneHo He ObLIO. [1alleHTHI C BBI-
SIBICHHBIMU TEHETUYECKUMM BapraHTaMW ObUTM OTHecCe-
HBI K TPYIIe TCHOTUTI-MIOJIOXUTETBHBIX (G+).

20 1% 1%

17% 41%

29%

@. MyrTauus He BbisiBieHa (n=34)
@M MYBPC3 (n=24)

O[] MYH7 (n=14)

@[ T7PM1(n=4)

O FLNC n=3)

® MYL2(0=2)

@M TNNI3 (n=1)

®[] TNNCI (n=1)

Puc. 1. Pesynbtarthl reHETMHECKOro TECTUPOBAHNS.

V 34 (41%) natmenToB (17 MmykuuH, 17 XeHIIMH, Cpea-
Huit Bo3pacT 57,7112,9 net) ObIIN TTOIyIeHBI OTPULIATEITH-
HBIE Pe3YJIBTAaThl TCHETUISCKOTO TeCTUPOBAHUS. DTH Ta-
OUEHTH C(hOPMUPOBATIN TPYIIITY T€HOTUIT-OTPUIIATETBHBIX
(G-) ciygaes.

CpaBHeHnune kmmHMYeckux 1 MPT nmapaMeTpoB MexXIy
6ompHBIMU M3 G+ 1 G- TPyHII IpUBEACHO B Tabiaume 1.

B rpynme G- maumeHTH OBUIM TOCTOBEPHO CTapiIlle,
C MeHbIlei ToamuHoi creHok JIZK, Gosiee BbICOKOI
dpakumeit Beiopoca (PB) JIK, yame BcTpevyananch mpu-
3Haku ooctpykuuu BTJIK. Takxke ObLI0 OTMEYEHO, UTO
B rpynie G- KiIedThl BCTpeUyaInuCh 3HAUMTEILHO PexXe
(Tabm. 1).

CratucTudecKy 3HAYMMOM pPa3sHUIIBI MEXIY TPYII-
MaMU 110 HAJWYWIO TIePEeTHECUCTOINICCKOTO TBUKCHIST
CTBOPOK MUTPAJIILHOTO KJjallaHa, MOBBIIICHHON Tpabe-
KyasipHOCTH Muokapmaa JIK u runeprpodum 1K momy-
YeHO He ObLIO.

CpaBHeHHUE MmapaMeTpoB (uOpo3a MUOKapaa MEXKIY
TPYIITIAMU TTOKA3aJI0 3HAYMMO MEHBIIYIO YaCTOTY BEISIB-
JICHUsI OTCPOYCHHOTO KOHTpacTUpoBaHMS B rpymme G-,
a B cJIyJac ero HaJIMIHUs BEIPaXKeHHOCTh (PMOPO3HBIX 13-
MEHEHUI, KOTopasl OLleHWBAaJIach KakK MPOIEHT (huopo-
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Ta6nuua 1

Knunnueckue n MPT xapaktepuctuku G+ u G- 6onbHbix ¢ FTKMIM
Mokaszatenb G+ (n=49) G- (n=34) p
Mon (M/x), n (%) 22 (44,9)/27 (551) 17 (50)/17 (50) 0,66
MHpekcmposaHHas Macca Muokapaa S, r/m? 91,2£31,3 95,0+23,7 0,19
MHOeKC1POBaHHbIN KOHEYHO-OMACTONNYECKUit 06bem JIXK, mn/m2 65,7+26,8 60,0+14,0 0,39
®B JIX <50%, n (%) 2(4) 2 (6) 1,00
MakcumanbHas TonwmHa cteHkn JIK, mm 21,359 18,9+4,2 0,051
MoBblweHHas TpabekynspHocTb nonocTn JK, n (%) 21 (43) 9(26)
MNepenHecMcTonMyeckoe ABVKEHNE CTBOPOK MUTPANIbHOr0 knanaxa, n (%) 16 (33) 16 (47) 0,25
MP-npusHakv o6cTpykumm BTITX, n (%) 10 (20) 14 (41) 0,051

Macca ¢rnbpo3sa no AaHHBIM OTCPOYEHHOrO KOHTPACcTUPoBaHms >15%, n (%) 11(22) 2 (6) 0,064
MmnepTtpodus mrokapza MX, n (%) 12 (24) 5(15) 0,41
OueHKa KapTUPOBaHUS MUOKapaa G+ (n=23) G- (n=18) p
Bpewms T1-penakcauuu, Mc 1281,5+52,5 1253,0+34,0 0,09
ECV 0,35+0,08 0,32+0,05 0,38

MpumeyaHue: TEMHbIM LIBETOM BblAENEHbI NAPAMETPbl, M0 KOTOPbIM NONYYEHbl CTATUCTUHECKN 3HAYMMBIE PA3NINYKS MEXAY rpynnamm.
Cokpatuenus: BTJIK — BbIHOCSLLWMIA TPAKT NeBOro xenynoyka, JK — nesbiit xenynoyek, MP — mMarHuTHO-pe3oHaHcHbIi, MK — npasbiil xenynoyek, @B — dppakups
Bbibpoca, ECV — dpakums BHekneTo4Horo o6bema (extracellular volume).

Tabnuua 2
Knunuueckue n MPT xapaktepuctuku G+ 6onbHbix ¢ FKMI B 3aBUCMMOCTH OT reHoTUNA

MokasaTtenb MYH7+ (n=14) MYBPC3+ (n=24) MYH7-/MYBPC3- (n=11)  p

Boaspacr, net 39,7177 47,0+12,0 48,5+12,6 0,25

UnpexcuposarHas MMJTX, r/m? 93,2+31,2 93,7+29,1 83+378 0,45

IHAEKCMPOBaHHBIN KOHEYHO-anacTonnyeckuii 06bem JIXK, mn/m2  59,3+14,7 71,3+34,3 60,8+16,2 0,41

OB JIX, % 64,479 64,7+12,8 65,3+76 0,98
_———_

Macca $purbpo3sa no AaHHbIM OTCPOYEHHOIO KOHTPACTUPOBAHNS 10,081 12,0+8,9 11,6+10,6 0,8

ot 06wwert MMJX, %

OueHKa KapTUpOBaHUSi MMOKapAa n=7 n=10 n=6 p

Bpewms T1-penakcauum, Mc 1297,7+55,5 1271,9+49,3 1278,7+59,1 0,61

Bpewms T2-penakcaumu, Mmc 41,7+16 41,422 41,4+31 0,92

ECV 0,39+0,09 0,33+0,08 0,32+0,06 0,68

MpumMeyaHme: TEMHbIM LIBETOM BbiAENEHbl NapamMeTpbl, N0 KOTOPbIM NOMYYeHbl CTAaTUCTUYECKN 3HAUVMBIE PA3NINYKS MEXAY rpynnamm.
CokpatueHus: JK — nesbiii xenynoydek, MMJIX — macca muokapza nesoro xenynouka, ®B — dpakuus Bbibpoca, ECV — dpakums BHekneTouHoro oobema (extracellular
volume).

3a oT o0meit Mmacchl Muokapaa JI2K, Obuta 3HaunTenbHO — MyTanuit (Tabm. 2). Mul Beigenwau 3 Tpynisl: 14 manm-
MeHblie, yeM B rpyrnme G+ (ta6n. 1). [1pu ananuse qaH- eHTOB ¢ myTtauusimMu B reHe MYH7 (MYH7+), 24 na-
HbIX HaTUBHOTO T1- 1 T2-KapTupoBaHUs 3HAUEHUS Bpe- 1MeHTa ¢ MyTtauusmMu B reHe MYBPC3 (MYBPC3+)
MeHu T2-penakcaniny ObUTM JOCTOBEPHO BHIIIIE B Tpymime ¥ 12 ManMeHToB ¢ MyTauusiMu B apyrux reHax (MYH?7-/
G+; 3nauenust Bpemenu T1-pemakcanuu 6butn Takke MYBPC3-). [lpu cpaBHeHUU ObUIO BBISIBJIEHO CTaTHUCTHU-
BhIlie B rpymie G+, oqHAKO CTaTUCTUYECKON 3HAUYMMO- YECKM 3HAYMMOE Pa3nuue TOJBKO MO MaKCUMaJbHOM
CTHU 9TU pa3IUuUs He NOCTUDIH. Paznuunii o 3HaueHu- TtommuHe crenku JIXK: B rpynmax MYH7+ n MYBPC3+
am ECV mexny rpynmamu G- u G+ oTMedeHo He ObUIO  TOJIIMHA MUOKapaa Obljla MOCTOBEPHO BBIIIE, YeM
(Tabm. 1). B rpynrie MYH7-/MYBPC3-. T1o ocTaiibHbIM aHaIU3M-

Takxe Hamu ObLT TpoBeneH aHanmu3 MPT-maHHBIX  pyeMbIM TTapamMeTpaM JOCTOBEPHOI pPa3HUIIHI BBISIBICHO
cpenn G+ TMalMEHTOB B 3aBUCUMOCTH OT BBISIBJIEHHBIX HE ObUTO (Tabi. 2).
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Puc. 2. MPT cepaua naumnenTtku 30 1eT C NOATBEPXAEHHON MyTauyen B rene MYH7 (G+).

MpuMeuaHue: TONLLMHA MEXXKENYL04KOBOI Neperopoakm 25 Mm, Macca ¢pubposa 20% ot Macchl Muokapaa JIXK, runeptpodus muokapaa MX 10 mm, OB JIK He cHuxeHa
(75%), npencepams pacwmpeHbl. A — KMHO-pexnMm, 4-kamepHas npoekuys; B — oTcpoyeHHoe KOHTpacTUpOoBaHue, 4-kaMepHas NpoekLms; B — 0TCpoYeHHOe KOHTPacTH-
poBaHue, kopoTkast 0Ccb. CTPENKM yKa3biBAIOT Ha KPYMHbLIE MHTPaMMOKapanaibHble o4aru Gprbposa.

Puc. 3. MPT cepzaua nauneHTku 59 net 6e3 BbisiBNeHHbIX MyTaumii (G-).
MpumeuaHue: ToNLWMHA MEXXeNYL04KOBOI neperopoakn 23 MM, macca Gpubposa 4% ot obLiei Maccsl Muokapaa JIK, dB JIXK He cHuxeHa (62%), paclumpeHiie neBoro
npeacepams. A — KMHO-pexmMm, 4-kamepHas npoekuus; B — 0TCpoYeHHOe KOHTpacTpoBaHue, 4-x kamepHas NpoekLyst; B — 0TCpo4YeHHoe KOHTpacTpoBaHue, KopoTkas
ocb. CTpenka ykas3blBaeT Ha MHTpamMuokapananbHblil odar proposa.

IIpumepnr nzobpaxenuit MPT cepnua naiieHTOB U3
G+ u G- rpynin npuBeaeHbl HAa pUCYHKax 2 1 3.

00cyxaeHue

B xome mipoBemeHHOTO HAMM MCCIIEIOBAHUS OBLIO TT10-
KazaHo, yTo namueHThl ¢ [KMII ¢ BbISIBIEHHBIMUM Ma-
TOTeHHBIMU W BEPOSTHO ITATOTeHHBIMU T'e€HETUICCKUMU
BapuanTtamMu (G+), B OOJBIIMHCTBE CIy4aeB HECYIIMe
MyTallii B TeHAX capKoMepa, MMEIOT 0ojiee paHHUI Je-
010T 3200J1eBaHUS W OOJBIIYIO BRIPAKCHHOCTh 3aMECTH -
TeIbHOTO (hMOpPO3a MUOKapaa, OOJBIIYIO TOJIIIAHY CTe-
HOK JI2K 1 MeHBIIIyI0 BEpOSITHOCTb Pa3BUTUSI OOCTPYKIIUHU
BTJI2K, yeM mmanmmeHTHI 6¢3 BBIIBICHHBIX MyTanuii (G-).
Harmmm pe3ynbraThl COIIACyIOTCS C paHee OIyOJIMKOBaH-
HBIMU JaHHBIMU [10].

B 11emmom psime mccemoBaHmiA OBUTO TTOKAa3aHO, YTO BBI-
pakeHHOCTh (prbpo3HbIX M3MeHeHMit ipu ['KMIT koppe-
JINPYeT ¢ YaCTOTOI Pa3BUTHUS XKU3HEYTPOXKAIOIINX Hapy-
IICHWIA pUTMA Ccepalia. Y MalreHTOB ¢ 00BEMOM 3aMeCTH-
TesbHOro ubposa >15% or maccel muokapaa JIK puck
passutusg BCC B 2 pa3sa Bblllle, 5T0O 3HAYEHUE SIBIISIETCS JO-

TOJHUTEIbHBIM TTOKa3aHueM is yctanosku MK/ [7, 11].
B naeii rpymmne 6010 13 GonbHBIX (16%) ¢ KoMMyecTBOM
3aMeCTUTe/IbHOro hubdposa >15%, npu 3T0M OOJIBIIMHCTBO
n3 Hux (11) 6sm u3 rpymiel G+. B 2022r 8 EBpomneiickue
pekoMmeHmauu 1o npodunaktuke BCC [7] monoxurenb-
HBII Pe3yIbTaT TCHETHUYECKOTO aHAJIM3a Ha BBISIBJICHIC MY-
Talli¥ B OOHOM M3 TEHOB capKoMepa ObLT BHECEH Kak IO-
noHUTENLHBIN (hakTop prucka BCC. Tem He MeHee BOIpoc
0 IMPOTHOCTUYECKOM POJIM TEHETUIECKOTO CTaTyCa OCTACTCST
CIIOPHBIM, Ha CETONHSIIHUI IeHh HE BCE aBTOPHI TOTOBBI
YUUTHIBATh JaHHBIC TCHETUIECKOTO aHaM3a MPH KaJIbKy-
qasauuu pucka BCC [16]. Hamuy gaHHBIE 0 3HAYUTEIHLHO
0OJIBbIIIEM KOJIMIECTBE OOJIBHBIX C BEIPAKEHHBIM (POPO30M
cpeny manuueHToB u3 rpymmbl G+ KOCBEHHO IOATBEpXIa-
10T 3HaueHue reHeTuku y 6oabHbIX ¢ ' KMII B olieHke puc-
ka BCC. Cpenn Hammx mmanueHToB B Tpyriie G+ Koiamde-
CTBO OOJIBHBIX C BEIPAKCHHBIM 3aMECTUTEIILHBIM (DUOpO-
30M (>15% ot maccel Muokapna JIXK) cocraBuio 23%, 4ro
0OJIBIIIe OXXMIAEMOT0. DTO MOXET OTpaxkaTh TOT (haKT, UTO
Ha MPT cepaua otrnpanisiioTcst 0osiee TsKesble OOJbHbIE,
B T.4. TICPEI XUPYPTUICCKUMI METOTAMM JICUCHMSI.
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3acrtoitnag CH — Heuvactoe ocinoxHenue 'KMIT,
pa3BuBawuieecs B 5% ciaydyaeB BCJIEACTBUE HEraTUB-
HOTO peMoearnpoBaHus Tojoct JIK, compoBoxkmato-
merocs cHmkennem ®B JIK <50% na done mporpec-
cupymolero ¢pudposa muokapaa JIZK. beuio nmokasaHo,
yto 60abHBIe ¢ TKMII, y koTopeix @B JI2K HaxomnTcs
B npenenax ot 50 1o 65%, UMEIOT MOBBIILIEHHbI PUCK
TpaHcopmauum B runokmHeruueckyro 'KMIT [17].
B mameM ucciaenoBanum y manueHToB B rpyrme G+ @B
JI2K 6buta <65% (64,7£10,4%) a B rpynne G- — BbI-
mwe 65% (70,5£10,7%). Takum 006pa3oM, IpU BBISBIIE-
HUU MAaTOTCHHOTO TeHETUYECKOTO BaprMaHTa Y 0O0JIBHOTO
BBIIIIE PUCK pa3BUTUSI TepMuHalbHOU cTtamuu ['KMII.
B nareit rpynme 4 6onbHBIX (5%) nmenn @B JIK <50%.
HHTepecHO, 9TO cpeny HUX OBUT MAIIMEHT C OTPUIIATEIb-
HBIM TCHETHYECKMM aHaIu30M. B maHHOM ciyyae MOXKHO
MIpEeAIoIaraTh, YTO TeH, OTBETCTBEHHBIN 3a pa3BUTHC 3a-
0osieBaHUsI, HE ObLIT UCCIIENOBAH.

B Hamem uccinemoBaHuM nokasaread HaTUuBHOro T1-
n T2-xaptupoBanHug ObLIM BbIie Yy G+ TaIlMEeHTOB.
MoxHo Tipearioaratb 00JIbIIYI0 aKTUBHOCTL (DMOPO3HO-
TO TIpoIlecca W OOJIBIIYIO PaCIIpOCTPaHEHHOCTh T dy3-
Horo ¢ubpo3a B yyacTKax MUOKapaa 0e3 3aMeCTUTEIThHO-
ro (pubpo3a y MaleHTOB C MOJIOXKUTETLHBIMU PE3yiIbTa-
TaMM TEHETUYCCKOTO aHaJIN3a.

Hosbsie MP-texHoornu, K KOTopbiM oTHOCsSTCS T1-
KapTupoBaHue c¢ omnpeneiaeHnem ECV um T2-xap-
THPOBaHNE, TTO3BOJISTIOT OLICHUBATh TN(M(Yy3HBIC M3Me-
HCHUS MHoKapaa. B mepcriekTuBe maHHBIE ITOKa3aTe-
JIM MOTYT CTaTh HOBBIMM MapKepaMM IIPOTHO3a IIpH
pa3nIuuHBIX 3a0ojieBaHUSX cepaua, Bkioudas [KMII.
[IpeumyIiiecTBOM MeTOma MYJAbTHUIIAPAMETPUUIECKOTO
KapTUPOBAHUS SBJISICTCS BO3MOXHOCTH KOJMYECCTBCH-
HOTO aHaJIM3a COCTOSTHUSI MHUOKapaa, OCOOEHHO, B CIIy-
yae nudy3HOro XapakTepa MOpakeHUs U Ha pPaHHUX,
MMOTEHIIMAITLHO OOPATUMBIX CTAIMSIX ITATOJIOTHICCKOTO
Ipollecca. YUMTHIBASI, YTO MATOJIOTUUECKUE TTPOIICCCHI
B MHOKape IMPUBOIAAT K M3MEHEHHUIO MOJCKYISIPHOTO
cocTaBa MUOKapla, a CIeI0BaTeIbHO, MOTYT U3MCHSITh
npononbHoe (T1) m momepeunoe (T2) Bpemst permakca-
muu, Metonuk T1- m T2-kapTupoBaHUS TTO3BOJSIIOT
CpaBHUBATh ITOJYYCHHBIC KOJMICCTBEHHBIC MTapaMeTpPhI
MHoKapaa ¢ pedepeHCHBIMI 3HAYCHUSIMH U OTIPEIEISTh
HaJIW4YKe WIN OTCYTCTBUE MopaxkeHuss Muokapaa [18].

IIporHocTMYeCKUX NAaHHBIX MO HOBbIM MP-TexHo-
JjorusiM B oueHke (Guopo3a muokapaa JIZK npu 'KMII
IToKa HEMHOTO, TeM He MeHee OBIJIO ITOKa3aHo, YTO
y nauueHToB ¢ 'KMII npu noBwllieHUM BpeMeEHU
T2-penakca pUCK pa3BUTHUS HEOIATONPUSITHBIX
CepIeIHO-COCYIUCTRIX COOBITHI, Takux Kak BCC, pa3s-
putie CH 1 yctanoska MKl o moBoay KeiaymnodKoBoOit
TaxuKapauy,/buopmmisaiun, osut Beimre [19]. Kpome To-
T0, TI0 TaHHBIM HEKOTOPEIX aBTOPOB olieHKa ECYV yurire
mpenckaspiBaeT mporpeccupoBanne CH u neTaabHBIN
HCXOJI TI0 CPaBHEHUIO ¢ HATUBHBIM U TTIOCTKOHTPACTHBIM
T1-kaptupoBanueM [20]. B HacTosIIeM MCCIeTOBAaHUN

MBI HE aHAJIU3UPOBAIN JaHHBIE CYTOYHOTO MOHUTOPH-
poBaHUs T10 XOJITEepy U HE MOXEM ITOATBEPIUTH CBSI3b
BpeMeHN T2-peakcanuy ¢ XeTyTOUYKOBEIMU apUTMMUSI-
mu. OtcyrerBue pasnmunii B 3HaYeHNSIX ECV ms marm-
eHtoB n3 G- u G+ rpymm, Hanboiee BEPOSITHO, CBSI3aHO
C HeOOIbIION BbIOOPKOIA.

Kak m3BecTHO, y HOCUTeNEl MyTallMii B TeHAX cap-
KoMepa ellle Ha JOKIMHUYCCKOI cTamuy (IO TTOSIBICHMS
rurieptpodumn Muokapna) npu nposencHnu MPT cepm-
IIa Yaie 0 CPaBHEHHUIO CO 3IMOPOBBIMU JIOABMHU OIIPE-
IEJISTIOTCS. APYTUe aHOMAaJIMK, KOTOPhIC TaK:Ke OTHOCST
K ManbiM npusHakam ['KMII. Cpenn HUX KiIe(DTHI, T10-
BBILLIEHHAs1 TpabeKyasspHOoCcTh MuoKapaa JIXK u ymiune-
HIUE CTBOPOK MHUTpaJbHOIO KiarmaHa. MHTepecHO, 9TO
y HOCUTeJIell TTaTOTeHHBIX BapuaHTOB B reHe MYBPC3
KJIe(THI IPUCYTCTBYIOT B 2 pa3a Jaiie, 4eM y HOCHUTEJICH
BapMaHTOB BO BCeX JIPYTrUX reHax capkomepa [21].

B xone namero ucciaengoBanust y 20 (24%) 601bHBIX
OBLTM BBISIBIICHBI KiIe(hTH (pacIIeTuHBI) MUOKapia,
y 30 mauuenToB (36%) — noBbllIeHHAS TPAOEKYIIPHOCTD
muokapaa, y 32 (39%) — yuiMHeHHbIE CTBOPKY MUTPaJIb-
HOTO KJIallaHa M WX TEPEIHECUCTOIMUECKOEe ABIDKCHUC.
YacToTra BcTpeyaeMOCTH KiIepT ObUIa JOCTOBEPHO BBIIIIEC
B rpynrte G+, pa3HUIIBI IO 9aCTOTE BCTPEIAEMOCTH I10-
BBIIIICHHOM TPaOeKyIIPHOCTH M YIITMHECHHBIX CTBOPOK
MUTPAIBHOTO KJIarlaHa OOHapy:KeHO HE OBLIO.

MuI npoBeni OTAeIbHBIN aHanu3 gaHHbx MPT B mon-
rpynne G+ OOJBHBIX B 3aBUCHUMOCTH OT TeHOTHUIIA
(MYH7+, MYBPC3+ vnu MYH7-/MYBPC3-). B rpymmax
nauyeHToB MYH7+ u MYBPC3+ MakcuMasbHas TOIIN-
Ha Muokapna JI2K Ow1a 0onbine, yeM B rpyrme MYH7-/
MYBPC3-. JIoCTOBEPHBIX Pa3IWUMii TIO BBIPAXKEHHOCTHU
(pmOPO3HBIX M3MEHEHN MUOKApIa, YaCTOTEe OOCTPYKIINI
BTJI2K, nngekcupoBaHHOU Macce Muokapaa JIK, a Tak-
JKe TOTIOTHUTENIBHBIM XapakTepuctnkaMm I'KMIT (ke et
¥ TIpodee) 0OHAPYKEHO He OBLIO.

Orpannyenus ucciaenoBanusa. [JTaBHBIM orpaHUTICHUEM
HacTogleil paboThI SIBJISIETCS HEOOIBIION 00beM BEIOOD-
K. JIJId BaIMmamyy ITOJIyYeHHBIX HAMU PE3yIbTaTOB HE-
00XOIMMO MPOBEICHNE 00JIee MACIITAOHBIX MCCICIOBA-
HUI Ha OOJIBHBIX C pa3IMYHBIMU TeHOTUTIAMMU.

3aknoyeHue

VY 6oabHbIXx ¢ TKMII nmonoXuTeabHbIi TeHeTuYe-
CKMit aHaJIM3 W OOHAapy:KEeHUE MAaTOTEHHBIX M BEPOSITHO
MATOTEHHBIX TCHETUICCKNX BapHAaHTOB, BHE 3aBUCHMO-
CTU OT TOpa)KeHHOro reHa, mo naHHeiM MPT cepana
ACCOIIMMPOBAHEI C OOJIBIIICH BRIPAXKEHHOCTBIO KaK 3aMe-
CTUTEJIbHOTO, TaK U 1uddy3Horo ¢udposa, CHUKEHUEM
cuctonnueckoi ¢pyakunm JIK (HammameM morpaHUIHO
HopManbHOI @ B), 4TO CBUIETEILCTBYET O MEeHee O1aro-
TIPUSITHOM IIPOTHO3E.

OTHommeHns U IeATeJbHOCTD. VcciemoBaHme BBITIONHE-
HO B pamKkax [ocymapcTtBeHHOro 3amaHns MOCKOBCKOTO
rocyIapCTBeHHOTo yHUBepcuTeTa mM. M. B. JlIomoHOCOBa.
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