Kapouosackynapnas mepanus u npogusaxmura. 2025;24(12):4664.
doi: 10.15829/1728-8800-2025-4664

ISSN 1728-8800 (Print)

ISSN 2619-0125 (Online)

‘,a ST
o .
y QP
- @ - H POCCMMCKOE
3 g KAPAMOAOTMYECKOE
POMHN %, WP & OBLLECTBO

ot HmMuw

CpaBHUTEIbHAS XapaKTepPUCTUKA CTPYKTYPHBIX

1 QYHKIMOHAJIbHBIX ITapaMeTPOB 3XoKapauorpadpumn

y NAalIMEHTOB C CeEMEeMHOMN (popMoOii TMepTpOoPUUIECKOMn
KapauoMuonaTuu ¢ BapuaHtamMu B reHax MYBPC3w MYH7
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Llenb. MpoBecTn CpaBHUTENbHYIO XapakTepUCTVKY NnokasaTenei axo-
Kapamorpadun y naunMeHToB ¢ CEMENHON GOPMOV rmnepTpodU4eCKoii
KapAMoMMonaTuM v Hanuyimem NOATBEPXAEHHOMO BapvaHTa B reHax
MYH7 v MYBPC3.

Matepuan n metogbl. B pamkax JaHHOro uccnenoBaHus Geina npo-
BEJleHa KOMMEKCHas OLeHka nokasaTenein axokapauorpadum y 48
nauyeHToB C rmnepTpodryYeckor kapaommonaTuen, Bknoyas 14 myx-
YMH 1 34 XeHLWyHbI, B Bo3pacTe 18-77 net. CyobekTbl Obinv pa3aeneHoi
Ha [Be rpynnbl B 3aBUCYMOCTU OT HaN4ms NOLTBEPXAEHHbIX BapyaH-
TOB B reHax MYH7 n MYBPC3.

Pe3ynbTatbl. AHaNN3 NONYYEHHBIX JaHHBIX BbISBUM, Y4TO Y NaLMEHTOB
C BapuaHToM B reHe MYBPC3 paamep npaBoro npeacepans v ToNLmHa
3afHel CTeHKM NeBoro xenyaoyka (J1K) 6biam cTaTucTMYeckm 3Ha4umo
6onbLue (p=0,42, p=0,002), a cuctonunyeckas GyHkums JIK, oLeHeHHas
C NOMOLLbIO AONONHUTENBHOrO MeToaa speckle tracking echocardio-
graphy, 6bina cTaTUCTUYECKM 3HAYMMO MEHBLLIE MO CPABHEHMIO C NaLu-
eHTaMu ¢ BapuaHToM B reHe MYH7 (p=0,021).

3aknioyeHme. Y nauyeHToB ¢ BapnaHToM B reHe MYBPC3 BbisIBNEHbl
CTaTUCTUYECKW 3HAYUMBIE N3MEHEHUSI CTPYKTYPHBIX Y PYHKLMOHANb-
HblX napameTpoB AxoKI, 4To yka3biBaeT Ha MeHee GnaronpusaTHbINA
NPOrHO3 Te4eHus 3aboneBaHuns 415 3TON rpynnbl NALYEHTOB.
KnioueBble cnoea: runeptpoduyeckas kapanommuonatus, MYBPC3,
MYH?7, axokapavorpadusi.
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Comparative characteristics of structural and functional echocardiographic parameters in patients
with familial hypertrophic cardiomyopathy with MYBPC3 and MYH7 gene variants

Kudryavtseva M. M., Kulikova O.V!, Gagarina E.V?, Nefedova D.A., Kiseleva A.V., Sotnikova E. A, Kutsenko V.A!, Divashuk M. G."®, Borisova A. L.,
Gandaeva L.A.*, Sdvigova N. A%, Basargina E. N.*, Mershina E.A.2, Myasnikov R. P!, Meshkov A. N, Drapkina O.M!
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Aim. To compare echocardiographic parameters in patients with fami-
lial hypertrophic cardiomyopathy and confirmed variants in the MYH7
and MYBPC3 genes.

Material and methods. This study included a comprehensive asses-
sment of echocardiographic parameters in 48 patients with hypertro-
phic cardiomyopathy, including 14 men and 34 women, aged 18-77
years. Subjects were divided into two groups based on confirmed vari-
ants in the MYH7 and MYBPC3 genes.

Results. Patients with a MYBPC3 gene variant had significantly larger
right atrial size and left ventricular (LV) posterior wall thickness (p=0,42,
p=0,002), while LV systolic function, assessed using the additional
speckle tracking echocardiography, was significantly lower compared
to patients with a variant in the MYH7 gene (p=0,021).

Conclusion. Patients with a variant in the MYBPC3 gene showed sig-
nificant changes in structural and functional echocardiography para-
meters, indicating a less favorable prognosis for this group of patients.
Keywords: hypertrophic cardiomyopathy, MYBPC3, MYH7, echocar-
diography.

Relationships and Activities. State Assignment: "Development of
a Model for Predicting the Penetrance and Expressivity of Causal Vari-
ants in Hereditary Monogenic Cardiovascular Diseases".

Kudryavtseva M. M.* ORCID: 0000-0001-8846-8481, Kulikova O.V.
ORCID: 0000-0002-3138-054X, Gagarina E.V. ORCID: 0000-0003-

3629-0591, Nefedova D.A. ORCID: 0009-0000-3777-143X, Kisele-
va A.V. ORCID: 0000-0003-4765-8021, Sotnikova E.A. ORCID: 0000-
0002-8395-4146, Kutsenko V.A. ORCID: 0000-0001-9844-3122,
Divashuk M. G. ORCID: 0000-0001-6221-3659, Borisova A.L. ORCID:
0000-0003-4020-6647, Gandaeva L. A. ORCID: 0000-0003-0890-7849,
Sdvigova N.A. ORCID: 0000-0002-5313-1237, Basargina E.N. ORCID:
0000-0002-0144-2885, Mershina E.A. ORCID: 0000-0002-1266-4926,
Myasnikov R.P. ORCID: 0000-0002-9024-5364, Meshkov A.N. ORCID:
0000-0001-5989-6233, Drapkina O. M. ORCID: 0000-0002-4453-8430.

*Corresponding author: kudryavtseva6041995@yandex.ru

Received: 23/10-2025
Revision Received: 21/11-2025
Accepted: 08/12-2025

For citation: Kudryavtseva M. M., Kulikova O.V., Gagarina E.V., Nefe-
dova D.A., Kiseleva A.V., Sotnikova E. A., Kutsenko V. A., Divashuk M.G.,
Borisova A.L., Gandaeva L.A., Sdvigova N.A., Basargina E.N., Mer-
shina E.A., Myasnikov R.P., Meshkov A.N., Drapkina O.M. Compa-
rative characteristics of structural and functional echocardiographic
parameters in patients with familial hypertrophic cardiomyopathy with
MYBPC3 and MYH7 gene variants. Cardiovascular Therapy and Preven-
tion. 2025;24(12):4664. doi: 10.15829/1728-8800-2025-4664. EDN:
OBHMWP

KMIM — runeptpoduyeckas kapanomuonatus, UMT — nHaekc macesl Tena, JIK — nesbiii xenyaouek, MXM — mexokenyaoukosas neperopoaka, MX — npasblii kenynoyek, @B — dpakuys Boibpoca, dxoKI — axo-

kapauorpacus, STE — speckle tracking echocardiography.

KiroueBbie MOMEHTDI
Yo U3BECTHO O MpeaMeTe UCCIeT0OBAHNSA?

» Tumeprpodudueckass KapaImOMUONIATUS OTHOCHUTCS
K HamboJiee pacIpOCTPaHEHHBIM T€HETUICCKU Je-
TePMUHHUPOBAHHBIM KapINOMUOIIATHSIM.

* Panee cumramoch, YT0 (pEHOTUIIMUECKUE XapaKTe-
PUCTHKU THUIIEPTPOGUICCKON KapaIUOMHOITATUN
MPU Pa3IMIHBIX TeHeTUYeCKnX BapuaHtax MYBPC3
n M'YH7nMeloT 3Ha4UTEJIbHOE CXONCTBO.

Yo 100aBIAIOT PE3YIBTATHI HCCAETOBAHMS ?

» [lokazaHO, YTO UMEIOTCS CTATUCTUYECKN 3HAYMMbIE
pasnIuuus 3XOKapauorpauIeCKUX ITOKa3aTeaei
MEXIy TTallieHTaMU ¢ BapraHTaMu B reHax M YBPC3
u MYH7.

Key messages
What is already known about the subject?
* Hypertrophic cardiomyopathy is one of the most
common genetically determined cardiomyopathies.
It was previously believed that the phenotypic cha-
racteristics of hypertrophic cardiomyopathy with
various genetic variants of MYBPC3 and MYH?7 are
significantly similar.

What might this study add?
 Significant differences in echocardiographic para-
meters were demonstrated between patients with
variants in the MYBPC3 and MYH7 genes.

BBenenne

Tuneptpoduueckas kapnuomuonatus (I'KMIT)
OTHOCHUTCS K HauboJyiee pacrpoOCTPaHEHHbIM T'€HETU-
YeCKU NEeTepMUHUPOBAHHBIM Kapauomuonatusim [1].
IIposBieHueM AaHHOTO 3a00JieBaHUS SBISETCS TU-

neptpoduss Muokapaa jeoro xenynouka (JIZK), Bo3-
HUKIIIasi 6e3 IBHBIX TPUYMH, TaKUX KaK apTepraibHast
TUTIePTEH3USs, KIallaHHbIE MOPOKU Cepala WIU ApyTue
cucteMHble 3abosieBaHus. [IporHo3upyemas yacTo-
Ta BcTpeyaeMoctu 'KMII B obuieit monyasiiuu, mc-
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Xxonsl U3 (PeHOTUNMUYECKUX XapaKTepUCTUK 3aboJieBa-
HUS, BBISIBJIEHHBIX MOCPEACTBOM BU3YaTU3allMOHHBIX
MeTonoB (3xokapauorpadpus (OxoKI), MarHuTHO-
pe3oHaHCHas ToMorpadus), cocTasiser 1 ciaydaii/S00
yenoBek (0,2%) [2]. OnHako, yYUThIBast HU3KYIO BbISIB-
JIIEMOCTh TAaHHOTO 3a00JiIeBaHUsI HA PAaHHUX CTaausIX,
MOKHO MPEAMNOJIOKUTh, UTO (haKTUUeCKask pacrpocTpa-
HeHHocTh [ KMII 3HauuTenbHO mpeBbllIaeT oduiin-
aJibHbIE CTaTUCTUYECKUe Toka3ateau. [IpuHumas Bo
BHUMaHUWE IOOAJBHYIO PAaCIpPOCTPAHEHHOCTh 3a00Jie-
BaHUsI, MOXHO TIPEAMNOJIOXUTh, YTO YUCJIO MALUEHTOB
¢ TKMII o BceMy MUpYy MOXET NOCTUTaTh 15 MJIH ye-
JIoBeK [2].

Kinununueckas kaptuHa 'KMII xapakrepusyetcs
3HAYUTEJIbHON BapuabelbHOCTbIO MPOSBICHU, UTO
3aTPyIHSIET PAHHIOK TUATHOCTUKY U MPOTHO3UPOBA-
HuUe TeyeHus 3adoeBaHusl. OCHOBHBIMU KJIUMHUYECKU-
MU OCJIOXHEHUSIMU, accouurpoBaHHbIMU ¢ ['KMII,
SIBJISIIOTCS CepIeYHAasl HEAOCTaTOYHOCTh, DUOPWILTILIUS
Mpeacepauii, XeayaoukoBble apUTMUU U BHe3aIlHast
cepaeyHast cMepTb. CMEPTHOCTh M3-3a OCJIOXHEHUN
I'KMII cocrasnser 5-6% [3].

OxoKI' mpencraBiser coboit BhICOKOMH(pOpMa-
TUBHBII MeToa auarHoctTuku I'KMII, no3Bossiomuii
KOHCTaTUPOBaTh (akT runepTpoduu, a B HEKOTOPHIX
cJIyvasix mpearosarath €€ cneuuduieckyro 3THOJIOTHIO
Ha OCHOBaHWU BU3yaJlU3allMU, OLIEHKU BBIPAKEHHOCTHU
M JIOKaJAW3alMy MaTOJOrnyeckKux udMeHeHuii. OxoKI’
MO3BOJIIET MPOBecTU AUdGepeHInaNbHYI0 IUAarHo-
ctuky mexny 'KMII, denokonusmu 'KMII, BTopuy-
Hoii runeptpodueit JIZK u npyrumu KapauoBacKyJsip-
HBIMU TIaTOJIOTUSAMU [4].

Juarno3z 'KMII noaTBepkaaeTcs MpU BbIsIBIE-
HUM MaKCUMAaJbHOM TOJIIMHBI CTEHKW KaK MUHUMYM
onHoro cerMeHta muokapaa JIK >15 MM uiu acum-
METPUYHOI TUNEPTPOGUU MEXKETyTOYKOBOU mepe-
ropoaku (MZKIT), koTopoe He MOXET OOBICHSITHCS
WCKJIIOYUTEJIbHO TMOBBIIIEHUEM HArpy3Ku JaBJIeHUEM
1 BO3HUKAET NMPU OTCYTCTBUU APYIUX MOTEHIUAIBHO
MPUYUHHBIX CUCTEMHBIX, CUHAPOMHBIX WJIX METa00I1-
yeckux 3aboneBaHuii [1]. ¥ poacTBeHHUKOB npobaHaa
kputepueM nuardoda ['KMII sBisieTcst TomHa CTeH-
ku JIK, paBHas 13-14 mwM [1].

Tuneprpodus npasoro xenynouka (IT2K), Bctpeua-
rowasics y 30-44% nauuentos ¢ 'KMII, asnsercs npe-
JUKTOPOM HeOJaronpusTHOro nporHosa. [uneprpodust
TI2K nuarHocTtupyeTcsl NPy TOJIIWHE CTEHKU >5 MM,
a npu 3HaueHusx >10 MM OHa pacUEeHMBAETCS KaK IKC-
TpeManibHas. Hamuuue runeprpodum IT2K npu orcyt-
CTBUU BTOPUYHBIX MPUYUH MOXET CIYXUTb AOMOJIHU-
TeJIbHBIM MoATBepXKAeHueM nuarHoza 'KMIT [5].

B GoabmHcTBe ciyyaeB y mauueHToB ¢ TKMII
3HaueHus ¢pakuuu BoiOpoca (PB) JIK HaxomsiTes
B IIpe/iesiaX HOPMbI MJIM Jaxe IpeBbiaioT e€ [6]. OqHa-
KO B 4-9% cnyuaeB y mauueHToB ¢ ['KMIT HaGmonaet-
¢ puchynakuus JIK, xapakTepusytolasics 3HaUUTeIb-
HbIM cHkeHreM DB JIXK <50%. Duchyukims JIK npu

I'KMII accouuupyetcsi ¢ BHICOKUM PUCKOM CMEPTU OT
BCEX MPUYUH U SBJISIETCS MIPEIUKTOPOM HEOOXOAUMOCTH
TPaHCIUIAHTALIMU CepAlla U UMIUIAHTAllMU YCTPOMCTB
BCIIOMOTraTeIbHOrO KpoBoOOpalueHus [6].

CocTosiHME TUACTOINYECKON (DYHKIIUU BIMSIET Ha
MPOTHO3 3a00JIeBaHUs: MALUEHThI, Y KOTOPbIX HaOI0-
naeTcs MUCGHYHKIUS TUACTOIUYECKOTO HAMOJTHEHUS
JIZK, maxe npu coxpaHeHUW HOPMAaJIbHBIX TTOKa3aTesei
®B JIK, monBepraioTcst MOBBIIIIEHHOMY PUCKY pa3BU-
TSI HEOIArOMPUSITHBIX KIMHUYECKUX MCX0n0B [7].

OgHUM U3 OTHOCUTEJIbHO HOBBIX METOIOB OLICH-
KW CTPYKTYPHO-(DYHKIIMOHAJIBHBIX U3MEHEHUI MUO-
Kapla, OCHOBAHHBIX Ha aHalM3€ NBUXEHUS aKyCTU-
yeckux MapkepoB (speckle) B mpoliecce 2-MEpHOTro
CEepOIIKAIIBHOTO YABTPa3BYKOBOTO MCCENOBAHUS, SB-
nsercsa cneka-tpekuHr (STE, speckle tracking echocar-
diography) 9xoKI' [8]. JaHHast MeToaMKa MO3BOJISIET
aHAJIM3UPOBATh MapaMeTphl AeopMalud U CKOPOCTU
nedopMaimu kak Beero JIZK, Tak v ero oTAeNbHbBIX Ccer-
MeHTOB. OgHUM U3 KJtoyeBbIX npeumyiects STE sB-
JISIETCSI BBICOKAsl TOUHOCTb OLIEHKU MEXaHWYECKUX Xa-
pPaKTEepUCTUK MUOKapIa, TOCTUTaeMas 3a CUET UCTIONb-
30BaHUsI aKYCTUUECKUX MapKepoB [8].

B GonbiimHcTBe cinyyaeB [KMIT Hacnenyercs o
ayTOCOMHO-JIOMMHAHTHOMY TUITY W, KaK MpPaBuio, 00y-
CJIOBJIeHAa BapuaHTAaMUM B reHaxX, KOAUPYIOLIUX OeJKU
capkoMmepa. AHaJIN3 TeHEeTUYECKUX JAHHBIX BBISBUII,
yto ~80% accoLUMMUPOBAHHBIX C 3a00JeBaHUEM Ba-
puaHTOB JioKanu3oBaHbl B reHax MYH7 u MYBPC3,
KOIUPYIOUINX B-MUO3WUH TSKEIOW 1Eenu U MUO3WH-
cBs3bIBaoNIMii 6es1ok C, COOTBETCTBEHHO [3].

TpagulIMOHHO CUUTANIOCh, YTO (DEHOTUITUYECKUE
xapaktepuctuku 'KMII nipu pa3nuyHbIX TeHEeTUYe-
ckux Bapuantax MYBPC3 u MYH7 uMeloT 3HaYUTe ] b-
Hoe cxoncTBo [9]. OgHako MccaeqoBaHUS MOCIETHUX
JIET MPOJEMOHCTPUPOBAIM, YTO 3TU T€HBI MOTYT MPO-
SBIATh Pa3IMYHYIO CTENeHb BIWSIHUS Ha pa3BUTHE
u mopdostoruto 'KMII. B 6onbminHCTBE CiiydyaeB Ba-
puaHThl TeHa MYBPC3 accouuupyloTcsi ¢ MEHee BbI-
paxeHHOI runepTpodueil MuoKapaa, 4YToO MOXKET ObITh
CBSI3aHO C UX BJIMSTHUEM Ha CTPYKTYPHYIO M (DYHKIIMO-
HaJIbHYIO LIEJIOCTHOCTb CapKoMepoB [9].

Llenp HacTosimero MccieqoBaHUS — MPOBECTHU
CpaBHUTEJbHYIO XapaKTepUCTUKY Tokaszarteyeit DxoKI'
y naunueHToB ¢ cemeitHoit opmoit TKMII u Hanu-
yueM TOATBEPXAEHHOro BapuaHTa B reHax MYH7
u MYBPC3.

Marepuan u MeTObI

N3 xnmuanveckoro peructpa "[lamueHTsl ¢ ceMeitHOM
dopmoit TKMII" 61 0TOOpaHBI MALIMEHTHI C BepU(U-
LIMPOBaHBIMU BapuaHTaMu B reHax MYH7 v MYBPC3 nns
MPOBeIeHUs] KOMIUIEKCHOTO aHanu3a rokasateneit OxoKI.
[MpencraBieHHBI PETUCTP aKKYyMyJIUpyeT NaHHBIE TPO-
0aHIOB M UX PONCTBEHHUKOB, Y KOTOPBIX JUATHOCTUPO-
BaHa [KMII wiu BbIsIBIEHBI MATOT€HHbIE UM BEPOSITHO-
MaTOTeHHbIE BapMaHTHl B TeHaX, aCCOUMUPOBAHHBIX
¢ 'KMII, B mepuon ¢ 2021 o 2025rr. YKa3aHHBIC MallieH-
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Taomuuna 1

KinnHunyeckas XapaKTCpUCTHKa YYaCTHUKOB UCCICAOBAHUA

IMokasarenb [ManyeHTs ¢ BApUaHTOM TMauueHTs! ¢ BapuaHTOM p P C TIOIpaBKoi
Brene MYH7 (n=25) Brene MYBPC3 (n=23) Ha 11011, BO3pacT,
UMT
Bospacr, set, Me [Q25; 75] 43,0 [37,0; 53,0] 52,5 [46,3; 61,8] 0,016 -
Myxckoii o, n (%) 6 (24,0) 8(34,8) 0,52 —
Kenckwuii o, n (%) 19 (76,0) 15 (65,2) 0,52 —
UMT, Me [Q25; 75] 23,8 [21,6; 26,7] 27,6 [23,9;3 0,8] 0,028 —
KIP, mm, Me [Q25; 75] 47,0 [44,0; 49,0] 46,0 [43,0; 51,5] 0,86 0,61
KCP, mm, Me [Q25; 75] 29,0 [24,8; 32,0] 29,0 [24,0; 33,0] 0,92 0,51
KO, mi, Me [Q25; 75] 99,0 [82,0; 105,0] 99,0 [90,0; 135,5] 0,33 0,28
KCO, mn, Me [Q25; 75] 35,0 130,05 38,0] 37,5 131,3; 55,0] 0,35 0,39
DB JIXK, %, Me [Q25; 75] 64,0 [59,0; 68,0] 63,0 [58,5; 65,5] 0,52 0,63
Nuactonuueckast auchyHkuus, n (%) Her — 7 (28,0) Het — 4 (17,4) 0,49 0,53
I'tun — 7 (28,0) Itun — 4 (17,4) 0,49 0,085
I Tum — 11 (44,0) 11 tum —12 (52,2) 0,77 0,39
I T — 0 (0) III T — 3 (13,0) 0,10 0,99
Pazwmep JIIT, mm, Me [Q25; 75] 39,0 [37,0; 44,0] 46,0 [41,5; 49,5] 0,027 0,42
Pasmep 111, mm, Me [Q25; 75] 19,0 [15,0; 25,0] 37,2 [24,0; 44,0] 0,002 0,024
Pazmep 1K, mm, Me [Q25; 75] 27,0 [25,0; 30,0] 29,3 126,0; 32,0] 0,050 0,34
TomuuHa 3aaHei crenku JIK, MM, 10,0 [8,0; 10,0] 12,3 [10,5; 14,0] <0,001 0,002
Me [Q25; 75]
Tommmna M2KIT, mm, Me [Q25; 75] 18,0 [15,0; 19,0] 20,0 [17,0; 23,0] 0,078 0,11
UMMILX, r/M%, Me [Q25; 75] 108,5 [87,3; 145,3] 140,0 [103,0; 185,0] 0,055 0,15
CIUIA, mm pr.ct., Me [Q25; 75] 30,0 [27,8; 35,0] 32,0 [28,0; 36,0] 0,56 0,67
OGCTpyKIIMST BBIHOCSILETO TpakTa, n (%) 2(8,0) 3(13,0) 0,66 0,24
GLS JIXK, Me [Q25; 75]* -17,0 [-21,0; -13,3] -14,0 [-14,9; -9,5] 0,017 0,021

IMpumeuanue: * — uzmepeHo B rpyrrie ¢ BapuaHtoM B reHe MYH7 (n=17) u B reHe MYBPC3 (n=11). UMMIJIK — uHaeKcupoBaHHas Macca MUO-
kapna JIXK, UMT — unnexc maccel tena, KJ1O — koHeuHslii quactonnueckuii oobem JI2K, KJIP — koHeuHslit auactoiandeckuii pazmep JIXK, KCO —
KOHEYHbI cuctonnueckuit oobem JIZK, KCP — koHeuHblii cuctonmueckuii pasmep JIZK, JIZK — nesblit xenynouek, JITI — neBoe npencepaue,
MXIIT — mexckenynoukoBast neperoponaka, Me [Q25; 75] — menuana [uHTepKBapTWiIbHbINA pasmax|, 12K — npassiii xenynouex, I1IT — npasoe
npencepnue, CIJIA — cucronuueckoe naBneHue B nerounoit aprepun, ®B JIXK — dpaxims Boiopoca JIZK metonom Cummncona, GLS JI2K — mo-

OanpHas mponoabHas aedopmarust JIK.

THI TIOJTYYaJIM MEIUIIMHCKYIO ITOMOIIIb KaK B aMOyTaTOPHBIX,
TaK U B CTallMoHapHbIX yciosusix B ®I'BY "HMUL TIIM"
MunsapaBa Poccuu. MccnenoBanue onoOpeHO He3aBUCHU-
MbIM 3TH4YecKuM komureroM ®I'BY "HMMUL[ TIIM" MuHn-
3apaBa Poccun (nipotokos Ne 06-05/23 or 12.12.2023r). Bee
YYaCTHUKU ATV TMCbMeHHOe NHGOPMUPOBAHHOE COIIache.

BceM mamnmeHTam Oblja BBITTOTHEHA TPaHCTOPaKallb-
Hast OxoKI Ha ckanepe EPIQ CVx (Philips Medical Systems,
Andover, CLIA) c oueHnkoit MophoPyHKIIMOHATBHBIX MOKa-
3aTeJieid cep/lla, BKIOYasi OLEHKY CUCTOJIMYECKON U T1acTo-
smueckoit pynkiuu JIZK, nobanbHol npoaosibHON nedop-
manuu JI2K.

[eHeTnveckoe 3akiOueHUe, MPOBEICHHOE CTOPOHHM-
MU OpraHU3AIUSIMU, OBUIO TIPETOCTaBIEHO MPOOAHAAMU TIPU
KJIMHUYEeCKOM 00cienoBannu. Bepudukaiivss BapuaHToB pof-
CTBEHHMKaM TIPOOAH/IOB TIPOBOIMIIACH C TIOMOIIIBIO CEKBEHUPO-
BanHus o CeHrepy Ha nipudope Applied Biosystem 3500 Genetic
Analyzer (Thermo Fisher Scientific, CILIA). Beinenenve reHom-
HoIi ae3okcupruboHykiienHoBoi kucaotsl (JJHK) 6bu1o npose-
JIeHo ¢ ucnosib3oBaHueM Habopa QIAamp DNA Blood Mini Kit
(Qiagen, I'epmanus). Konuentpauus JHK usmepsiiacey ¢ no-
moupto crnektpodotomerpa NanoDrop One (Thermo Fisher
Scientific, CILIA). Bce cramuu cekBeHUpOBaHWS OBUTU BBITIOJ-
HEHBI B COOTBETCTBUY C IMPOTOKOJIAMU TIPOU3BOIUTEIIEH.

Craructuyeckuii aHaiu3 nposoawiu B cpene R 4.2. He-
MpepbIBHbIE ApaMETPbI MPEICTABICHbI B BUIE MEIUaHbl U UH-
TepKBapTUIbHOTO pasmaxa: Me [Q25; Q75]; nuckpeTHble —
MPU MOMOILU aOCOJIIOTHBIX 3HAYEHUI (N) U OTHOCUTEJbHbIX
yactoT (%). OlieHKa pasinuuii MEXIy JIByMsl HE3aBUCHMBIMU
BBIOOPKAMU [UISI HEMIPEPBIBHBIX MapaMeTpOB MPOBEAEHA KPU-
TepreM MaHHa-YUTHU, JUTS TUCKPETHBIX — TOYHBIM KPUTEPU-
eM Quiepa. O1ieHKa pa3Tuunii MeXIy AByMsT HE3aBUCUMBIMU
BBIOOPKAMU [UISI HEMIPEPBIBHBIX MapaMeTpOB C MOIMpPaBKO Ha
1oJj, Bo3pact, uHaekc maccol Tesia (MMT) npoBeneHa rpu mo-
MOLIY JIMHEHHON perpeccuu, Uisi TUCKPETHBIX — MPU MTOMO-
LM JIOTUCTUYECKOl perpeccuu. Paznuuus cuvranuch ctatu-
cTuyecku 3HayuMbIMu ripu p<0,05.

Pe3ynbTaThi

Peructp "IlammeHTHI ¢ ceMeitHOM (popmoit rutep-
Tpoduueckoit kKapauomuonaTuu" Ha 2025T BKIIIOYaeT
B cebs 54 npobGanaa u 82 poactseHHuKa (n=136). s
TaHHOI CTaTbW BBIOpaHBI MPOOAHIBI U POACTBEHHMU-
KM C MOATBEPXIEHHbBIMU BapuaHTaMu B reHax MYH7
(n=25) u MYBPC3 (n=23). KnuHuvyeckue AaHHbIE
¢ mokazatensamu DxoKI mpencrasiensl B Tabnuie 1.
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B pamkax HacTosiero ncciaenoBaHusl Obuia IpoBe-
JIeHa KOMILIeKCHas olieHKa rokaszareneid 9xoKI'y 48 ma-
LIMEHTOB, BKJItovast 14 My>KurH U 34 XeHIIMHbI, B BO3pac-
Te 18-77 net. CyObeKThbl ObLTM pa3ie/ieHbl Ha IBE TPYIIbI
B 3aBUCUMOCTH OT HAJTMYMS MOATBEPKIEHHBIX BAPUAHTOB
B KJTIOUEBBIX CAPKOMEPHBIX I'eHaX, KOAUPYIOIIUX OeTKU
cepaeyHoit mbitel: MYH7 v MYBPC3. Tpyniibl 3Hauu-
MO paznuyainch no Bo3pacty U UMT. AHanu3 nmosryyeH-
HBIX JAHHBIX BBISIBWI, YTO pa3Mephl KaMep cepaia (Jie-
BOTO U MPABOTo MpeAcepans) U TOMIIMHA 3aHEel CTeH-
ku JI2K Obutn GoJibllie Y MalMeHTOB C BApMaHTOM B I'eHe
MYBPC3 110 cpaBHEHMIO C TPYMIIOii, HECYILIEH BapUAHTHI
B reHe MYH?7. OnHako 1ocJje TonpaBKy Ha T0J1, BO3pacT
u UMT 3HauuMble pas3inuusl ObLIU TOJYYEHbI TOJBKO
JUISL pa3Mepa MpaBoro Mpeacepauss U TOMIIMHBI 3aaHen
crenku JI2K.

Ha MoMeHT mpoBeneHUs HCCAeNOBaHUS Yy Mallv-
€HTOB B 00EMX TpyIax He oTMedanoch cHikeHus1 OB
JIK, onHako B TpyIine MalMeHTOB C BApUAHTOM B I€HE
MYBPC3 nipeobiagany MaluMeHThbl cO 2 TUIIOM AUACTO-
JIMYEeCKON TUCHYHKIIMU U UMEIA MECTO MAlIUEHTHI C pe-
CTPUKTUBHBIM TUIIOM pPEMOACIUPOBAHUS MHUOKapaa
(3 Tun auacronuyeckoi aucdyHkKiMK). B KauectBe no-
MOJIHUTEIbHONM OLEHKU COKPATUTEIbHOI CIOCOOHOCTU
MUOKapAa WCMOJb30BaJIOCh OMNpeneieHre M00aTbHON
nponosbHoii nedopmanuu JIK, koropas 3HauMMO pazinu-
yaJlach B IpYIIIIE MalMEeHTOB C BapuaHToM B reHe M YBPC3
(p=0,021 ¢ nonpaskoit Ha 1o, Bo3pacT 1 UMT).

O06cyxaeHne

B Hacrosiiiee BpeMsi METOII TEHETUYECKOTO UCCIIe-
JIOBaHUS TOCTENEHHO BXOAUT B PYTUHHYIO MPAKTUKY
U CTAHOBUTCS AOCTYIHBIM JJIS1 3HAUUTEIBHOTO KOJIU-
YyecTBa MAalMeHTOB. B KIMHUYECKUX PEKOMEHIAIUSIX
no 'KMII ot 20251 MeauKO-reHeTU4eCKOe KOHCYJIb-
TUPOBAHUE U TEHETUYECKOE OOCIeNOBaHNE OTHOCSTCS
K 00s13aTebHBIM MeTtofaM nuarHoctuku [KMIT [1].
Takum obpa3oM, B HaydyHbIX paboTax yalle cTaaud pas-
JeNSATh MAlMEeHTOB Ha MOATPYINbl HA OCHOBAHUM BbI-
SIBIGHHBIX BAPUAHTOB B CAPKOMEPHBIX F€HaX C LEIbIO
MPOTHO3UPOBAHUS TeUECHUs 3a00JIeBaHUS U OMpeee-
HUS JaJTbHENIIel TAKTUKY BENEHUS U JICYSHUS.

B uccnenoBanue Holler V, et al. (2021) 66110 BKITIO-
YyeHo 57 mauueHToB ¢ BapuaHToM B reHe M YBPC3 (n=39
(68%)) u ¢ BapuanToM B reHe MYH7 (n=18 (32%)), xo-
TOPBIM MPOBOJUJICS CPABHUTEJbHBIN aHAIU3 IJ100ATb-
HOM niponosibHOM nedopmanuu kKak JIZK, Tak u TK, He
BBISIBUBIIUI CTATUCTUYECKU 3HAYUMBIX PA3TUUUI MEX-
ny rpynmnamu [10]. CrnemnyeT OTMETUTD, UTO MIPU MIPOBE/E-
HUU CPABHUTEIBHOTO aHAIM3a B paMKaX MPOBEACHHOTO
HaMU MUCCJIEIOBAHUS ObLIO BBISIBIIEHO 3HAYMMOE OTJIM-
yue To0aabHOI MPOoAoabHON AedopMaluy B IpyIine
¢ BapuaHTOM B reHe MYBPC3, 4TO MOXeT CBUAETEb-
CTBOBaTh O HEOOXOAWMOCTHU MPOBENEeHUs Oojiee KpyI-
HBIX UCCIENOBAHUN NJI1 U3YYEHUS] AUATHOCTUYECKOM
LIEHHOCTHU 3TOTO KpuTepus misd nuddepeHuanum re-
HotunoB 'KMII.

Beltrami M, et al. (2023) onucanu pe3yasTaThl TPo-
TPECCUPOBAHUST CUCTOIMYECKON TUCHYHKIIMM MUOKapaa
rocje NpoaoKUTeNbHOro HaomoneHus (918 ner) [11].
B uccnenoBanue ObUIM BKIIOYEHBI 251 MallMEHT ¢ Bapu-
aHToM B reHe MYBPC3 v 151 mauueHT ¢ BapMaHTOM
B reHe MYH7. B pe3ynbraTte NpOBENEHHOIO KOMILIEKC-
Horo o6cienoBaHusl ObLIO YCTAHOBJEHO, UTO Y Tallu-
eHTOoB ¢ MYBPC3 BapuaHTOM Habmtonaetcs 6ojee H13-
Kasg JacTtoTa oOCTpyKIIMU BbhIHOCAIIEro TpakTa JIK mo
cpaBHeHUIO ¢ mauueHTamu ¢ MYH7 Bapuantamu (15
vs 26%, p=0,005). B 06eux rpymmnax nauueHTOB Ha-
01101aJTOCh CTAaTUCTUYECKU 3HAYMMOE YMEHbIIECHUE
cuctonundeckoin ¢pynkuuu JIK B nuHamuke Habone-
Hug (p<0,001). Tem He meHee, y mauueHToB ¢ MYBPC3
BapHaHTOM OTMeyvajach 0ojiee BbICOKAs 4acToTa pas-
BUTUS TSXKEJON CUCTOMNYECKON TUChHYHKIIMY IO CpaB-
HeHUIO ¢ mauueHTamu ¢ MYH7 BapuantoM (15 vs 5%,
p=0,013). Ing takux mokasaTesieil Kak: pacnpocTpa-
HEHHOCTh amactojimdyeckoir muchyukunu I1/1I1 cr.,
YacTOTa BOBHUKHOBEHUSI GUOPWISLIMU TPENcepauii,
CepIeYHOI HEeIOCTATOYHOCTU, CpabaThbIBAaHUE KapaUO-
BepTep-aeuOpULISITOpa B CBI3U ¢ BOSHUKHOBEHUEM
KU3HEYTPOXKAIIUX apUTMUN WIU CEpAeYHO-COCY-
IUCTON CMEPThIO, HE OBLUIO BBISIBIEHO CTATUCTUYECKU
3HAYUMBIX pPa3JIWYUil MEXIy TpynmnamMyd MNalleHTOB
¢ BapuaHTtamu B reHax MYBPC3u MYH7[11].

B pabGote, npoBeaenHoit Zhou N, et al. (2023),
MpeacTaBlIeH KOMIUIEKCHBIN aHanmu3 OxoKI u Mone-
KyJISIpHO-TeHeTu4YecKuX gaHHbIX y 392 cemeit ¢ TKMIT
[12]. B BbIOOPKY ObUIM BKJIIOYEHBI 85 MallMeHTOB C Ba-
puanTamu reHa MYBPC3 u 52 nauueHTa ¢ BaApruaHTaMu
reHa MYH?7, 4To TIO3BOJIAJIO MPOBECTUA CPABHUTEIbHBIN
aHanu3 HEeHOTUNUYECKUX TMPOSIBACHUI, 00YCI0BIEH-
HbBIX 3TUMU T€HETUYECKUMU U3MEHEHUSIMU. Pe3ynbTaThl
HCCeNOBaHUs MOKa3al, YTO KakK Uil BADUAHTOB reHa
MYBPC3, Tak u nis BapuaHToB reHa M YH7 xapakTep-
HO pa3BUTUE aCUMMETPUYHON runeprpodun Muokapaa
MIKII, nepenneit u 6okoBoii cteHoK JI2K. OnHako, He-
CMOTPSI Ha OOIIYI0 TEHACHUIUIO K ACUMMETPUYHON THU-
neptpoduu, BapuaHThel reHa MYBPC3 Obuin CBSI3aHbI
C TPEUMYIIECTBEHHBIM YTOJIILIEHUEM CpelHEei 4JacTu
MZKIT u 6ojiee BblpaXeHHOU runeptpodueil nepen-
Heil ctenku JIZK o cpaBHeHu1o ¢ mauuentamu ¢ MYH7
BapuaHTaMU. DTO HaOJIIOAEHWE MOXET YKa3blBaTh Ha
pas3nuuusl B MEXaHWU3MaxX, PEryaupyrolux TUIEepTPO-
¢ryeckuil OTBET MUOKApAa Ha TEHETUYECKUE MYTallUU.
Kpome Toro, uccienoBaHue BBISIBUJIO 3HAYUTEIbHBIE
pa3anyus B 4acTOTe OOCTPYKIIMU BBIHOCSILIETO TPaKTa
JI2K Mexmy rpynnaMu naiueHToB. Y NalMeHTOB ¢ Bapu-
a"ramu reHa MYBPC3 ona cocrasuna 23,53%, uro 3Ha-
YUTEJIbHO HUKE MO CPAaBHEHUIO C MallMeHTaMU, Hecy-
UM BapuaHThl reHa MYH7 (48,08%) (p=0,003) [12].

B pamMkax HacTosIIEero MccjiefoBaHUsl He yaaaoCh
MOATBEPAUTH PA3TUYNI MEXIY rpylnaMu MalueHTOB
¢ BapuaHTamu B reHax MYBPC3 u MYH7 1o yactote
obcTpyKumMM BeIHOCsIIEro Tpakra 1 MB JIK, o koTo-
PBIM OBUTH BBISIBJIEHBI 3HAYUMbIE PA3IAYUS B UCCIEN0-
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BaHusix Beltrami M, et al. (2023) u Zhou N, et al. [11,
12], 4TO MOXHO OOBSICHUTH HEOOJIBIIUM Pa3MEPOM BbI-
OOpKHU.

Crenyetr OTMETUTD, YTO BBISIBJIEHHbIE U3MEHEHUS
MOTYT ObITb OOYCJIOBJEHBI PsIIOM (haKTOPOB, BKIIIO-
yasi OTpaHUYEHHYIO BBIOOPKY MAlIMEHTOB, TOOpOKaye-
CTBEHHOE TeueHue 3a00JieBaHUs U IMpeodIafaHue na-
nueHTtoB >50 net B rpynie ¢ MYBPC3 BapraHTaMU.

3akiouenue

ITo pesynbrataM MpoBEAEHHOTO UCCIEAOBAHUS Obl-
JIO YCTaHOBJIEHO, YTO Y TTALIMEHTOB C BAPUAHTOM B I'€HE
MYBPC3 ctpyktypHble napameTpbl OxoKI' (pasmep
MpaBOro Mpeacepaus U TONIIMHA 3aaHel cteHku JI2K)
OBLIM CTAaTUCTUYECKU 3HAYMMO OOJIbIIIE.

IMpu paccMoTpeHnn (QYHKIIMOHABHBIX ITapaMeT-
poB OxoKI obpainano Ha ceds BHUMaHUe Npeodiana-
aue II/I11 Tuma muactoanyecKoi TUCHYHKIIUM Y TTa-
LIMEHTOB ¢ BapuaHTOM B reHe MYBPC3. [1o naHHOMY
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