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MonekynsipHO-reHeTM4YecKasa XxapakTepmucTvKa nauueHToB ¢ runepTpodunyeckon kKapamommonaTmen:
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tOcbkus 10.A.Y, Yeprosa A. A."2, HukynuHa C.10.", Opo6oT [.6."2, Cakosuy B.A."3, Kapgawosa 0.0.2

[vnepTpoduueckas kapanomuonatms (FTKMM) — amarHos, ycTaHaBnmBatoLmincs
B K&%AO0M Ciy4ae runepTpodum neBoro Xenyao4ka HesICHOro reHesa, koraa CTeH-
Ka NeBoro xenyaoyka >15 MM B 0HOM mnv 6onee cermeHTax MMokapaa CornacHo
[aHHbIM BU3Yanu3vpyloLmx MeToauk. Ha CeroHaWHMA feHb HacneACTBEHHbIN
xapaktep FKMIT yxe Hu y KOro He BbI3bIBAET COMHEHWIA, OAHAKO Bepudukaumus
TKMI nyTem MonekynsipHo-reHeTM4ECKMX METOA0B ycrnellHa nvilb B 60% cnyyaes
KIVHUYECKUN 1 MHCTPYMEHTaNbHO NOATBEPXAEHHOrO AMarHo3a, AaHHbIN GakT AaeT
npaBo NPEeAnoNoXuTb, 4TO HEOBXOAMM MOWCK HOBbIX reHOB-NpeankTopos FKMI.
B 0630pe npeacTaBneHbl COBPEMEHHbIE NNTEPATYPHbIE AaHHbIE O MyTaLWaX B re-
Hax, aCCOLMMPOBAHHBIX C r’MNepTpPodrYECKoii kapavoMvonaTuei.

KnioueBbie cnoBa: runepTpoduryeckas KapanommonaTus, reHeTuka, Mytaums,
capkomepHble 6enku.

OTHOLLEHUS U AesATENbHOCTb: HET.

'®re0Y BO KpacHosipckunii rocyaapCTBEHHbI MEANUMHCKUA YHUBEPCU-
TeT um. npod. B.d. BoiHo-Acereukoro Munaapasa Poccuun, KpacHosipck;
2OrBY denepanbHbiii CBMPCKUI Hay4HO-KnMHUYECKMii ueHTp GMBA Poccuu,
KpacHospck; 3PrBY depepanbHbiil LEHTP CepaeYHO-COCYANCTON XMpyprum
MuH3agpasa Poccum, KpacHosapck, Poccus.

OcbkmB 10.A.* — knnHMyeckuit opavHaTop kadeapsl GakynsTeTCKoR Tepanum,
ORCID: HeT, YepHoBa A.A. — A.M.H., npodeccop kadpeapbl GakynLTETCKOR Tepa-
nuu; PyKoBOAUTENb OTAeNa Hayku u nHHosauwmii, ORCID: 0000-0003-2977-1792,

Hukynnna C.10. — A.M.H., npodeccop, 3aB. kapenpoi hakynsTeTCKo Tepanuu,
ORCID: 0000-0002-6968-7627, Opo6oT A.65. — A.M.H., npodeccop kadpenpbl
N KNUMHUKK cephedHo-cocyaucTol xupyprim MO, ORCID: 0000-0001-9003-
4818, CakoBuy B.A. — a.Mm.H., rmasHbiii Bpad GLCCX, npodeccop kadenpbl
1 KNVHVKN Cepae4Ho-cocyavcToi xupyprim MO, ORCID: 0000-0001-7743-8770,
Kappawosa O. 0. — Bpay-TepanesT, Bpay-Kapayoor, 3aB. TepaneBTUYeCKM OT-
nenenvem, ORCID: 0009-0003-5453-8535.

*ABTOp, OTBETCTBEHHBIN 3a Nnepenucky (Corresponding author): yulya.yuskiv@mail.ru
TKMM — runeptpoduyeckas kapavomuonatus, JDK — nesbiii xenynoyek, SNP —
single-nucleotide polymorphisms, 04HOHYK1€0TUAHBIE NOAMMOPPU3MBI.
Pykonuck nonyyena 03.04.2024 E E
PeueH3usa nonyyena 02.06.2024 1 -
MpuHsaTa k ny6nukaumm 17.06.2024 L]

[@)evio | =]

Ans untuposBanusa: Ocbkus 0. A., YepHoBga A. A., Hukynuna C. 0., Opo6ot A.5B.,
Cakosuy B.A., Kapaawosa O.0. MonekynspHo-reHeTu4yeckas xapakTrepucTu-
Ka MauyueHToB C runepTpoduyeckor kapanommonatuein: 063op. Poccuiickuii
kapanonorunyeckuii xypHan. 2024;29(11S):5885. doi: 10.15829/1560-4071-2024-
5885. EDN HVYBNX &3]

Molecular genetic characteristics of patients with hypertrophic cardiomyopathy: a review

Yus'kiv Yu. A.", Chernova A.A."2, Nikulina S.Yu.!, Drobot D.B."3, Sakovich V.A."3, Kardashova O.0.2

Hypertrophic cardiomyopathy (HCM) is a diagnosis established in each case
of left ventricular hypertrophy of unknown origin when the left ventricular wall is
greater than or equal to 15 mm in one or more myocardial segments according to
imaging data. The hereditary nature of HCM is no longer in doubt. But successful
verification of HCM using genetic tests is 60% of cases. This fact makes it possible
to believe that a search for new predictor genes for HCM is necessary. The review
presents current literature data on mutations in genes associated with hypertrophic
cardiomyopathy.
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ITmneprpoduueckass Kaponmomuonatuss (IKMIT) —
IMarHO3, YCTAaHABIMBAIOIINIICS B KaXXIOM CJIydae THUTIep-
Tpoduu eBoro xkeaymouka (JIZK) HesicHoOro reHe3a, Korma
crenka JI2K >15 MM B omHOM 1M OoJiee cerMeHTax MUO-
Kapaa coOrTacHO JaHHBIM BU3YAIM3UPYIOIINX METOIUK [1].

ITo MHEeHMIO aBTOPOB, MHOTHX MCCJICIOBAHMII Jac-
TOTa BCTPEYACMOCTU MAaHHOTO 3a00JIeBaHUSI COCTaB-
nset ~0,2% [1]. OnHako mpU KCIIOJAb30BaHUM OoJjiee
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YYBCTBUTEJIBHBIX METONOB BH3yaIM3allMid (MarHUTHO-
pe3oHaHCcHasT ToMoTpadusi, KOMIIBIOTEPHAasE TOMOTpa-
¢usT) ¥ IMUPOKOM HCITOJIB30BAHNN T€HETUIECKOTO Te-
CTUPOBAaHUS W KAaCKaTHOTO CKPUHUHTA IUIST POIACTBEH-
HUKOB TIepBOIl JIMHUM POICTBA PaCIPOCTPAHEHHOCTH
I'KMIT cootBerctyeT 0,6% (1:167). YacTtoTa B 0b1IEii
nonyiasgiuuu mnpesbinaeT Becrpeyaemocts ' KMII B kap-
IVOJIOTHYECKON TIpaKTUKe, CBI3aHO 3TO C TEM, UTO
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YTo yKe H3BECTHO O MPEIMETe UCCIeTOBAHU?

» [eHoMHasi MenmuilMHA OOECIIEYMBAET BO3MOX-
HOCTh UACHTUMUIIMPOBATH MOJEKYISIPHbIE Me-
XaHU3MBI, JieXallue B OCHOBE 3a00JIeBaHUI1, BbI-
JIeJTUTD JaTeHTHBIC BaApUAHThI 00JIE3HEl, KOTOphIe
He BepUMDUIIMPYIOTCS KJIMHUYECKU Ha OIpene-
JICHHOM 3Talle XXN3HU YeI0BeKa.

Yro HOBOrO?

B crtatbe 00OcyxXmaroTcsi BOMPOCHI, Kacaroliuecs
MOJIEKYJISIPHO-TEHETUYECKUI MPEIUKTOPOB TU-
neptpoduueckoit kapauomuonatuu (IFKMIT).
BepudunupoBaTh JaHHBIA IMAarHO3 MyTEM MOJe-
KyJSIpHO-TEHETUYECKUX METOMOB yIaeTCsl JUIb
B 60% ciyyaeB KIMHUYECKU U WHCTPYMEHTAb-
Ho nonTBepxkaeHHOW ['KMII, naHHbIi (akT naet
MPaBO MPEANOJOXUTh, YTO HEOOXOAUM MOUCK HO-
BbIX TeHOB-npenukTopoB 'KMII.

Bo3mozKkHbIii BKJIAJ B KIMHMYECKYI0 MPAKTHKY

WN3yuyeHne HOBbIX TeHOB-TIpeaukTopoB ['KMII
ITO3BOJIUT BBIAEISTH TPYIIIBI MAIIMEHTOB BHICOKO-
ro pUcKa pa3BUTHUSI HEOIATOIPUSITHOTO TCUCHUS
0O0JIE3HU 3aM0JT0 10 KIMHUYECKO MaHUdecTa-
1IN, YTO TTO3BOJIUT CBOCBPEMEHHO TMATHOCTUPO-
BaThb W TIPUMEHNUTHh HOBEUIIINE BapUAHTHI JICUCHUS
I'KMII.

OoJThIIIas 9acTh MALIMEHTOB OCTAeTCS He MACHTU(UIIN -
POBaHHOIT BBUAY IJIUTEILHOTO aCUMIITOMHOTO TCUCHUS
[1, 2]. CmeptHOCTL iput TKMII cocrasinser 1-6% [3].
W3BecTHO, uTo OoJbiiast yacth ciiydyaeB ' KMII nacnen-
CTBEHHO 00yCIIOBJICHEBI. JJaHHOE 3a00JeBaHNEe acCOIN-
WPOBAHO ¢ MYTAllMSIMHM B T€HAaX, KOOWPYIOIINX OCIKU
capKoMepoB, (YHKIIMOHAIBHBIX SIMHUIT MIO(DUOPIII-
JIBI, B KOTOPOM ITPOMUCXOMAUT MBIIICYHOE COKpAIICHUE
[4]. Okono 80% myrauuii ObLIM OOHAPYXEHBI B reHaX
MYH-7w MYBPC-3, KomupyIoluX TSIKETYIo 1IeTh 3-MUOo-
3WHa U MHUO3WH-CBgI3bIBaomuii 6eaok C. [IpumepHO
12% cnyuaeB HacinencrBeHHoit 'KMII oOycioBieHbI
myTaumsamu B reHax TNNTZ2, TNNI3 n TPM 1, xonupyio-
IINX KapaIualbHBINA TPOIOHMH T, KapauaabHBIA TPOIIO-
HUH | 1 anbda-Tpornomuo3uH [35].

BrlmmeHa3BaHHBIC TeHBI SIBISIIOTCS HE SAMHCTBCH-
HbiMU TipenukTopamu 'KMII. 1o naHHBIM pa3auuHBIX
ucciaegoBanuil gokasaHa cBs3b ['KMII ¢ myrauusimu
TeHOB, KOMMPYIOIINX ApyTre OenKu: perymmpytonie Ca-
o0MeH, Oenku Z-IUCKOB, a TaKxKe MHbIe O0eJIKM COKpa-
tutenabHoro annapara. Kpome toro, 'KMII moxeT ObITH
OMHUM W3 MPOSBICHUN HEKOTOPHIX METa0OTNIECKHX
W HEHPOMBIIICUYHBIX 3a00JICBaHUI, a TaKXKe CHHIPOMOB
Hynan u LEOPARD [6].

What is already known about the subject?

Genomic medicine provides an opportunity to iden-
tify the molecular mechanisms underlying diseases,
to identify latent variants of diseases.

What might this study add?

The article discusses issues related to molecular
genetic predictors of hypertrophic cardiomyopathy
(HCM). It is possible to verify this diagnosis by
molecular genetic methods only in 60% of cases of
clinically and paraclinically confirmed HCM. This
fact rationales the search for new HCM predictor
genes.

How might this impact on clinical practice?

Studying new HCM predictor genes will allow
identifying groups of patients at high risk of unfa-
vorable course of the disease long before clinical
manifestation, which will allow timely diagnosis and
application of the latest HCM treatment options.

Heob6xonumo n1o0aBuTh, YTO NpU HATUYUKM MYTALUU
BBIPAXXEHHBIX KIMHUYeCKuX TpogpiaeHuit 'KMII mo-
XKET U He OBbITh, 4 HOCUTEIU OJUHAKOBBIX MATOTEHHBIX
MYTallMid MOTYT pas3InJaThCcs IO MHOTUM IIapaMeTpaM:
Bo3pacty manudectamuu 'KMII u crenieHbIo BhIpaXKeH-
HOCTH CUMITOMOB [7, 8].

BcrencTBue reHeTUYECKOIT pa3HOPOTHOCTU JTaHHO-
ro 3a00JIeBaHMS CYIIECTBYIOT TPYIHOCTH B BepupuKa-
muu 'KMII ¢ moMolIbio MOJIEKYISIPHO-TeHETUIECKUX
MeTomoB mcciaenoBanusi. Kpome aToro, ¢ BHempeHHEM
BbICOKOTIPOU3BOAUTEIbHBIX METOIOB CEKBEHUPOBAHUS
B KJIMHUYECKYIO MPAKTUKY MPOUCXOMIUT ITOCTCIICHHAS
TepeoIlcHKA POJIM paHee OIMMCAHHBIX TeHETUICCKUX Ba-
PUAHTOB B Pa3BUTUM JAHHOTO 3abojieBaHM [9].

Taxke B pe3yabTaTe yBeIUICHHUSI OOBEMOB M PACIIPO-
CTpaHEHUSI TCHETUYECKOTO TECTUPOBAHMS ¢ KaXKIBIM TO-
IIOM Y TIAIIICHTOB BBISIBIISTIOTCSI HOBBIE MYTaIlM B acCO-
muupoBaHHbIX ¢ [KMII renax [10], posib KOTOPBIX B pa3-
BUTUH 3a00JICBaHUSA €IIIe TOJIHKO TIPEACTONT YCTAHOBUTb.
Bce 3tu chakTOpH Ha MaHHBIA MOMEHT OrPaHUYMBAIOT
BO3MOXHOCTHU TIPUMEHEHHS TeHETUICCKOTO TECTUPOBaA-
HUS UTST TOYHOM ITOCTAaHOBKM OMarHO3a, CEMEiTHOTo aHa-
JIN3a ¥ TIPOTHO3UPOBAHMS TCUCHUS 3a00JIeBaHMSI.

Llenb nccnenoBaHusi — BBIABUTH HauboJiee pacnpo-
CTpaHCHHBIC MOJICKYJISIPHO-TeHETHUECKUE TTPEINKTOPHI
I'KMII nyrem aHanu3a TuTepaTypHbIX JaHHBIX.

MeTtogonorus noucka MCTOYHUKOB
[Mouck myOnuKauuii Ha PYCCKOM M aHINIMKCKOM
SI3bIKAX OCYILECTBJISUIM 10 0a3aM JaHHbBIX 2J€KTPOHHBIX
pecypcoB PubMed (MEDLINE), Scopus, eLIBRARY,
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Tabnuua 1

Cn1COK OCHOBHbIX F€HOB, MyTaLum B KOTOPbIX AO0Ka3aHO accouumnpoBanbl ¢ FTKMI

eH Benok

XpomocomMHas
flokanusaums

YacroTta
BCTpeyaemocTu (%)

CTaTby, yNOMUHAIOLLME JAHHbIN eH,
Ka accoumnpoBaHHbiin ¢ TKMI

MYH7 Ts>xenas Lenb B-Mno3nHa 14q11.2 >30 [12-14]
MYBPC3 Muo3uH-cBasbiBatoLwmin 6enok C 11p11.2 >30 [11, 13, 14]
MYL3 Jlerkasi uenb MMo3nHa 3p21.31 <1 [13-15]
MyL2 PerynatopHas nerkas Lenb M103uHa 1292411 <2 [12-15]
TN TuTnH 2q31.2 <1
MYH6 Taxenas anbda-Lenb MMo3nHa 14911.2 <1
CKowmoredreToWGGnamenTos
TNNT2 CepreyHblil TPONOHUH T 19321 <5 [13, 14]
TPM1 TponomunosnH 15022.2 <5 [13, 14]
TNNI3 CepaeyHblii TPOMOHWH | 19913.42 <5
ACTC1 CepreyHblil anbhaakTvH 15914 <1 [13, 14]
TNNC1 CeprieyHblil TPONoHUH C 3p211 <1 [14]
KownosentwZavea
ACTN2 Anbda-akTvHUH 2 1043 <1 [24]
MYO0z2 Muo3eHuH 2 4926 <1
CSRP3 LIM-6enok 11p15.1 <1 [15, 24]
TCAP TeneToHuH-2 17q12 <1
VCL BVHKYNMH/METaBUHKYNH 10g22.2 <1
oM, perymMpyouMe KaTeMeBIOOMEN
PLN Ddochonambar 6022.31 <1 [16, 24]
CaSQ2 KanbuuitkeecTpuH 1p131 <1
JPH2 fOkTodMNMNH 2 20g13.12 <1 [24]

Cokpawyenmne: KM — runeptpoduyeckas kapanommonarus.

Google Scholar, ncrnonb3yst KiitoueBble ClIOBA: "TUTIEP-
TpodudyecKass KapauoMHuoIaTus", "KaparuoMHuoIaTus",
"00CTpPYKIIMSI BHIBOAHOTO TPaKTa JIEBOTO XeIymodyka',
"reHbl”, "MOJIEKYISIPHO-TEHETUYEeCKOe UCCenoBanme”,
"TspKelple Ienn Muo3nHa". B mpemcraBiaeHHOM 0030pe
JIUTEPaTypbl PACCMOTPEHBI TOJIBKO CTAaTbU C TOJHBIM
TEKCTOM B OTKPBITOM focTyre. [Ipu moarotoske 0630-
pa nuTepaTtypsl MpoBeAeH aHanu3 myoaukanumii ¢ 2000r.
Jarta mocnenHero moucka — 01.02.2024. Bcero 6nu1o
paccMOTpeHO 23 CTaThU.

PesynbtaTthbl

MoJiekyipHO-reHeTHYeCKAsl XapAKTEePUCTHKA NMAaLeH-
ToB ¢ T’KMII

'KMII siBnsietcst KpaitHe pa3sHOPOIHBIM (DEHOTHUTIOM,
B OCHOBE Pa3BUTUSI KOTOPOTO MOTYT JIEXKAaTh KaK MyTallUsI
OIHOTO TeHa, TaK (haKTOpPbI cpenbl (MpodeccuoHaTbHbIe
CIIOPTCMEHBI B HEKOTOPBIX BUAAX CIIOPTA, TUTIEPTOHUKH
co ctaxeM). OmHAaKO MEXIY 3TUMM KPAaifHOCTSIMU HaXO-
JIATCST MHOXeCTBO ouroreHHbIX (popm, [KMII Ha done
MOHOTEHHBIX 3abosieBanuit (6one3nbp Mabpu, cuHAPOM
Hynan, LEOPARD-cunnpom, 6one3nb [lomre, cuH-
npom Iypnepa, atakcust @punpeiixa u np.).

HUccnenoBarenu n3 Peciybnuku beinapycs Yakosa H. H.
u Huszosa C.C. mipeacTaBuiay TaGIuIly, BKIIOYAIOIILYIO

B Ce0s1 CIIMCOK OCHOBHBIX TEHOB, MYTallUM B KOTOPBIX
nokazano accoruupoBanbl ¢ [KMIT (tabn. 1). Onnako
caMu aBTOPHI TTOTYEPKUBAIOT HEOOXOAUMOCTh TPOIOJI-
SKEHUST TEHETUYECKOTO aHaan3a MalueHTOB, TTOCKOIbKY
JIOJISI MyTaIlMM B TE€HAX CAPKOMEPOB COCTABJISIET TIPUMEP-
HO 60% mnauueHTOB, y octaBmuxcd 40% mnauueHTOB He
yaanaoch nokasatb goctoBepHoii cBsa3u 'KMII ¢ myra-
USIMUA B TIPEIJIOKEHHBIX TeHAX.

KommnoneHTs! TOICTBIX (hUIAMEHTOB

boabmmHeTBO MyTanuii, accouunpoBaHHbIX ¢ TKMIT,
SIBJISTIOTCST "MHAWBUIYATBHBIMU ', T.€. PACTIPOCTPAHSIOTCS
B Mpenenax oqHOU ceMbu. Hapsimy ¢ 3TUM ObUIM BBISIB-
JIEHBI HamboJiee pacrnpocTpaHeHHbie. Cpenn HUX MOX-
HO BbLIETUTH 3aMeHy p.Arg502Trp B MYBPC3, xoTopas
Obl1a oOHapykeHa y 2,4% He CBSI3aHHBIX MEXIy cO0O0ii
eBponeounos [11].

VY nanuenTtoB ¢ 'KMII npeumyiiieCTBEHHO OTMEYaET-
Cs1 HOCUTEITHCTBO OJHOTO MYTAaHTHOTO aJIJIENIsI B TETePO3U-
TOTHOM COCTOSTHUM, OTHAKO TIPU MCIIOJTh30BAHUU METO-
Jla aBTOMaTUYECKOTO CEKBEHUPOBAHUS Y 5-7% GOMbHBIX
ObITM 0OHAPYXXEHBI HECKOJIBKO T€TEPO3UTOTHBIX MYTallii
B OTHOM U TOM K€ WX B pa3IMIHbIX TeHaX. [OMO3UTOTHBIE
MyTallu1 BBISIBIISTIOTCST JOBOJIBHO penko. [10, 11].

Ilo pesynbraTtam uccnenoBanus HemeHTheBOU E. B.
u np. [12]: Tonpko y 1 u3 15 o0cienoBaHHbBIX MAIIMEHTOB U3
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Hosocubupckoro HMUWUII um. akag. E. H. Memankuna
¢ 'KMII puarHo3 ObL1 IOATBEPXAECH MOJIEKYISIPHO-
TeHCTMYECKIM HccienoBanreM. Hapsiny ¢ atuM, MyTamumun
BreHax MYL2, LDB3, MYH7, MYBPC3, MYPN ObI BbI-
SIBJICHBI y 8 TIAIIMEHTOB, OOHAKO ITOCTOBEPHO CYIUTH 00
nx 3HayeHuu B paszutuu 'KMII no psimy mpyynH Ham
HE TPEICcTaBiIsIeTCsT BO3MOXHBIM. [loToMy ompeneaecHo
HampaBJIeHIE TaJTbHEUINX UCCIeNOBAaHN Ha BEISICHCHUE
CIOCOOHOCTH 3TUX MyTaluii 3ammyckarh pa3putue ' KMII.

KomnoHeHTbI TOHKUX (hUIAMEHTOB

J3ememkesuu C.JI. u ap. B 2019r uccnegoBanu
21 mauuyeHTa, mpoonepupoBaHHBIX 1o nmoBoxy 'KMII.
M3ygamachk accoumamus CO CICAVIOIIMMU TeHaAMU:
MYBPC3, MYH7, TNNT2, MYL2, MYL3, TPM1, TNNI3,
ACTCI, LDB3, TAZ. TlaToreHHBIe MyTalluN B T€HaX cap-
KOMEPHBIX OCJIKOB BBISIBIICHH Y 9 IMaIlMeHTOB. Y OTHOTO
obcrenyemoro Bepuduumpoan cuHapom LEOPARD.
CnenosatenbHo, y 10 mannenToB aunarHo3 I'KMIT 661
MMOATBEPXKICH MOJICKYISIPHO-TEHETHICCKIM MCCIIeI0Ba-
HueMm. CaMoif pacIpoCTpaHEHHOM 0Ka3ajach MYyTallMsI
B rene MYBPC3 (50% ot 00ciienoBaHHBIX C IOOTBEPX-
IIEHHOU TeHeTUIeCKOM IMTPUYNHOI 3abomeBanus) [13].

B pa6ote Richard P, et al. (Opantmst) ObUTH TIpOaHa-
JIM3UPOBAHBI MOJHBIC KOOMPYIOIINE MTOCICI0BATEIIHHO-
ctu 9 renoB (MYH7, MYBPC3, TNNI3, TNNT2, MYL2,
MYL3, TPM1, ACTC n TNNCI) B 197 cnygasix TKMII.
I'eHeTnueckoe moaTBepXXAeHUE 3a00JieBaHUST BbISIBJIE-
HO y 124 nauueHToB (npubausuteabHo 63%), u ObLIO
UIeHTU(DUIMPOBAHO 97 pa3IMUHBIX MYTAIM, BKIIOJAsT
60 HoBbIx. HanboJjee pacrpocTpaHeHHBIMU MYyTaLIUSIMU
sprch MYBPC3 n MYH7, KoTopbie OBLIIN OOHapyKe-
Hbl B 82% ceMeii, IPUHSBILINX YyY4acTUe B UCCIEIOBAHUM
(MYBPC3 — 42% w MYH7 — 40%). PacnipeneneHue
TCHOB BapbHpPOBAJIOCh B 3aBUCUMOCTH OT IIPOTHO3a
(P=0,036). bonee Toro, myrauus Obula OOHApyXeHa B 15
13 25 MHIEKCHBIX ciaydaeB co "criopammdeckoit” 'KMIT,
41O cocTaBuiIo ~60%. BaxkHO OTMETUTh, YTO BBISBICHO
6 ceMeil ¢ HaJTMYMEM HECKOJIBKUX MyTalnii [14].

KomnoneHnTbl Z-aucka

Allouba M, et al. nu3yyaim 3THHYECKME OCOOEHHO-
ctu HacnemoBanusg 'KMIT na mpuMmepe 514 mpo6GaHIoB
n3 Erunra. B pesynbrate ucciiemnoBaHUs OOHApY:KEHO,
4yTO HamboJiee pacIpoCTpaHeHHbIe TOMO3UTOTh (4,1%
vs 0,1%, P=2%10"7) 06HapyXWIUCb B MUHOPHBIX FeHax
T'KMIT MYL2, MYL3 n CSRP3, 94TO MOXET CBUIETEb-
CTBOBATh O UX HU3KOM IeHeTpaHTHOCTH [15].

T'eHbl, peryMpyonme KajJblHeBblii 00MeH

Ackerman MJ, et al. B 2011T u3y4yanu BIUSHUE Te-
Ha Kommpymlero docdomramban (PLN) Ha pa3BUTHE
I'KMII. HccnemoBarensiMmu Obllla OOHapyXeHa OI-
Ha HOHceHc-myTanms L39X dochonambana B 1 us
1064 cinyyaeB mpobanmoB ¢ 'KMII. JJlannas myra-
us paHee ObIJIa IpU3HAHA OTPUIIATECIBHOM IJIT TEKY-
el nmaHeau reHetudeckux tectoB 'KMII. YueHbimMu
ObLJIO AOKa3aHO, 4TO oOmias yactora myrauuii PLN
B 0,65% npu oGcinenoBanuu nauueHtoB ¢ ['KMII.

ABTOpBI MoguepkuBaoT accouunauuto PLN ¢ TKMII, He-
CMOTPSI Ha TOBOJBHO PEIKYIO BCTpEYaeMocCTh [16].

He Bomenmue B Kaaccupukanuio

B pesymbpraTe moncka mHGOpPMAIIMKA O BO3MOXHBIX
reHetndyeckux npeaukropax 'KMII 0butn oOHapyKeHbI
TeHBI, KOTOPBIC HEe BOIIUIM B KJIacCU(UKAIIUIO OeIopyC-
CKUX yueHbIX [11].

ITo pesynwsratam Cui Y, et al. Ha KuTalickoii momy-
JISIUUU OBLUIO McciienoBaHo 37 o0pa3lloB reHETMIECKOTO
marepuaina nauueHToB ¢ [ KMII. beuiu BeimeneHbl Kito-
yeBble TeHbl: CIQB, FI13A1, CD163, FCN3, PLA2G2A
n CHRDL2. Camyio BBICOKYIO YaCTOTy MyTallii B 00-
pasuax naiueHToB ¢ [ KMII umen PRMTS, uTo yKa3biBa-
€T Ha BaXXHYIO poJib ero myTtauuu B natoreHe3e I'KMII.
TeMm He MeHee 3TO HMCCIeHOBAHME BCE CIe HYKIACTCs
B OOJIBIIIOM KOJIMYECTBE SKCIICPHMMEHTOB IIJISI IIPOBEPKU
pe3yabratoB aHanau3za [17].

CrpenproBa A. A. u np. u3 Cankr-IletepOypra oocie-
npoBaiau 161 maunenta ¢ TKMII, reHeTnyeckuii aHaau3
npoBoawics 106 mauueHTaM B Bo3pacTte crapiie 45 JerT.
Hccnenosarenu ormeuarot, uto y 6oabHbIX [ KMII B co-
YeTaHNU C XPOHUUYECKOI CepaecuHOIl HEMOCTATOTHOCTHIO
¢ coxpaHHOIi (ppakiuueit Beiopoca JIXK (>50%), a Takke
y 60onbHBIX ¢ ManocuMmnTtoMHoir 'KMII nabmiogaercs
IIOCTOBEPHOE YBEIMUYCHME BCTpedaeMOCT! reHoTumma TT
n ayensa T momumopdHoro BapuanTa rs1739843 rena
HSPB7, mo cpaBHEHMIO C TPYMITOif KOHTPOJs [18].

Agarwal R, et al. usyganu ponb myrauuu reHa ALPK3
a-kinase B maroreHese KapauomuoraTtuii. B madoparop-
HBIX YCJIOBUSIX OBLIO ITOKa3aHo, uTo ALPK3 mokanu3syercs
COBMECTHO ¢ Oenkamu muomesnHa (MYOM1, MYOM?2)
B capkoMepe. ALPK3-myrauuu TIpUBOIMIN K HeIpa-
BUJIBHOI JIOKaIM3alny OCJIKOB MHOME3MHA, a TaKXKe
Hapylaad peryasiuuio HECKOJbKUX TOMOJHUTEIbHBIX
O0enkoB M-amama3oHa, ydacTBYIOIIUX B 00opoTe Oenka
capkoMmepa, 9YTO B KOHEYHOM HMTOTE¢ HapyIIajo CTPYKTY-
py n QYHKIMIO KapaInOMHUOIUTOB. KMccienoBaTenn 3a-
KJTIOUAroT: MyTaliuu reHa AL PK3 BBI3BIBAIOT AUJIATAIIAIO
JKEITyIOYKOB, BHI3BAHHYIO HEIOCTATOYHOI Oydepusanm-
el CWIIBI, OTIOCPENOBAaHHON MHUOME3MHOM, W TUTICPTPO-
(uro m3-3a HapylIeHUs O0ETKOBOTO OOMEHa capKomepa.
JlaHHO€ CcyXJAeHre KOCBEHHO MOATBEPXIAaeT poJib JaH-
Hoit myTtaumu B passutuu [ KMIT [19].

Ochoa JP, et al. uzyyanu accounaumio myrauuu FHOD3
¢ 'KMII. YuenbiMu Obljla mpoaHaIM3UpPOBaHa BbIOOpPKA
13 6539 npo0OaHIOB, UMEIOIINX JOKA3aHHBIA WA TIPE-
nojioxurtenbHblit nuarHo3 'KMII. Beibopka coctosiia
MpeuMyllecTBeHHO u3 eBporeonaoB (90%) us CIIA,
I'epmanun, BenukoOputanuu, JaHuu m ApTeHTUHBI.
ITpu orreHke reHeTHYECKOTO TTpoduisa y 5493 nmpobaHmoB
JToCTOBepHO mokasaHa acconmanust 'KMIT ¢ FHOD3,
B CPaBHEHUM C TPYIIION KOHTpoJst (2973 mipobaHmoB 6e3
CTPYKTYpHOTO TIopaxkeHus cepama) [20].

Kyuep A.H. u np., u3zyyast BOIpocChl IaTOreHeTUKU
KapIMOMUOIIATUI, onipeaeanyin, yto oowmmmu ajist FKMII
¥ TAJIATAIIMOHHON KapIMOMMOTIATUM OBIIN CIICHYIOIINE
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reunl: BAG3, FHOD3, PKD1, SMARCBI, PRKCA. Cpenn
IaHHBIX TeHOB accouuupoBaHbl ¢ [KMII crnenyroiiue:
WHTPOHHBIC BapuaHTHI 1517099139 BAG3 n rs72840788
BAG3, "HTpOHHBIE OJHOHYKJICOTUIHBIE TTOJIUMOP(U3-
Mbl (SNP) — rs503274 FHOD3, rs118060942 FHOD3,
rs4799426 FHOD3 u rs617207 FHOD3, WHTpPOHHbIE
SNP rs9928278 PKDI, rs7210446 PRKCA. C IKMII,
B CBOIO o4epedb, aCCOMMUPOBAHBI 3K30HHBIM BapHUaHT
1s2234962 BAG3, sk30oHHbII BapuaHT 152303510 FHOD3,
uHTpoHHbIe SNP 1$2519236 PKD 1, "HTpOHHBIIA BApUAHT
rs7284877 SMARCBI [21].

ITo manubiM Ntelios D, et al. (2021) rs2910164 B rene
MIR146A accommmpoBaH ¢ 'KMII. OCHOBHBIM 1 MIHOp-
HBIM aJlIeIsSIMU, HaOmonaeMbiMu TipH 1$2910164, obum G
n C, cootBeTcTBeHHO. bBIto mpoanammsupoBano 140 ma-
tmentoB ¢ [KMII, u3 Hux 84 (60%), 48 (34,3%) 1 8 (5,7%)
nmenu reHotunbl GG, GC u CC, cooTBeTCTBEHHO [22].

Bo MHOrmX ciydasgx BBUIY TpyaHOCTel muddepeH-
LUAJIbHOM IMAarHOCTUKU, nquarHo3 nepsuuyHoit [KMII
MOXET MacKMpPOBAaTh IPYTYIO TPYIITY HACIEICTBECHHBIX
3a00JIeBaHMIT, OMHUM W3 IIPOSIBICHUIT KOTOPBIX SIBIISICT-
cs MopaxkeHue cepiana. Tak, B pe3yibraTe aHaau3a Me-
tonamMu NGS pacmmpeHHBIX naHeneir >100 reHOB OBLIO
JI0Ka3aHo, 4YTO >5% 006cIen0BaHHbIX C HAMPABIISIOLIUM
nuarHo3zom I'KMII gaBasitoTcst HOCUTENSIMU MyTaLlUid
B IeHaX, OTBEYAIOIINX 3a APYTHE TPYMIIBI 3a00I¢BaHMA
[23]. Jaunblii ¢pakT B o4epeaHON pa3 TOKa3bIBAET TPYI-
HOCTH MOJICKYJISIPHO-TEHETUICCKUX METOMOB TECTUPO-
BaHug nanmedToB ¢ [ KMII.
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