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WccneposaHne nogaepxaHo rpaHtom Tomckoro HUMLU 2025 r Ha mexgucumnnnuHapHble nccrnegoBaHma
«lMporHosnpoBaHne pemogenmpoBaHna MMokapaa y 605bHbIX C apTepuanbHON rmMnepToHnEN,
paboTaloLLmMX BaXTOBO-3KCNEANLNOHHBIM METOLOM Tpyaa B ApKTUKE, C UCMNONb30BaHNEM

Bn3yanmnsaumoHHbIx (Oxo-KIm «speckle tracking»), nabopaTOpHbIX U MOMEKYNAPHO-rEeHETUYECKMX
rnokasartenem»
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e Bbicokas pacnpoCTpaHEHHOCTb apTepuanbHon runeptoHumn (Al) cpeau
BaxToOBUKOB B ApkTuke (8o 47%) [1].

5 MaTtepuanbl U MeToAbl
e Al B ApKTuKe xapakTepuayeTcs 6bICTPbIM NOpaKeHMEM OpraHOB-MULLEHEN

N pa3BUTUEM CEpPAEYHON HeJOCTaTOYHOCTM. Kputepun BrnroyeHus
e BaxToBbIN TPya ABNAETCA 3HAYMMbIM (PaKTOPOM pucKa AesaganTtaumm un e [lobpoBonbHOE UHPOPMUPOBAHHOE cornacue
paHHEero peMmoaenMpoBaHus Muokapaa. e  Myxxckon non, Bo3dpact ot 18 go 70 net
e PaHee 6bina nokasaHa accoumnaums nonumopdunamoB B reHe TNNTZ2 ¢ e Pabota BaxTOBbIM METOAOM B APKTUKE
axokapamorpadudeckumm (AxoKlN) napamerpamu MUokapaa y naumeHToB ¢ e [lnarHos Al I-ll ctagum
rmneptpodmen mmokapaa [2]. e OTcyTCTBUE TSXKENLIX CEPAEYHO-COCYANUCThIX NaTONOrnin
Llens MaTtepuan
e BbiaBUTb U OXapaKkTepmn3oBaTb accoumaumm Mexay YacTbiMu e 190 o6pa3suos OHK, BblAENeHHOI 13 BeHO3HOI KpOBM
reHeTn4yeckumm BapuaHtamum reHa TNNTZ2 n nokasatenamm .
axokapauorpadum y naumeHToB C apTepuanbHOW rmnepTeH3nen, MeToab!:
paboTaloLmx BaxToBbIM METOLOM B YCNOBUAX APKTUKN. ® AHKeTUpOBaHWe, aHTPONOMETPUSI (POCT, BEC, MHAEKC MacChl

Tena)

e CTpenH-axokapanorpadus - nsa oueHku rnodbansHOn n
nokanbHOM gedopmaumn Mmmokapaa

e Bbigenenune OHK, reHoTnuposaHue metoaom lNLIP B
peanbHOM BPEMEHMU

e Cratuctnyeckasa obpabotka (kputepun Lanmpo-Bunka,
TecT CTblogeHTa, TecT MaHHa-YUTHMN) C NOMOLLLIO
nporpaMmmHoro obecneyeHns JASP v.0.19.3

3agaum
e CdpopmumposaThb rpynny naumeHToB C apTepmnasribHON rmnepTeH3nen,
paboTaloLmnx BaxToBbIM METOAOM B YCNOBUSAX APKTUYECKOro permoHa.
e OnpenenuTb reHoTUMNbl A5l HECKOMNbKNX BapuaHToB B reHe TNNT2 'y
nauneHToB metoaom lNLIP B peanbHOM BpeMeHW.

e OcyLecTBUTb NOMCK accounaunn Mexay n3ydyeHHbIMu nonmMmopdpuamamm B
reHe TNNT2 n 9xoKI napameTpamu Muokapaa.

1 - Kapanonorus ApkTuke: KonnektuBHasa moHorpadumsa / nog pegakumen M. becconoson, T.I1. MeTtenunHon, J1.U. ManoH. - Mockea: F'3OTAP-Megua, 2024
2 - Salakhov, R.R.; Golubenko, M.V.; Valiakhmetov, N.R.; Pavlyukova, E.N.; Zarubin, A.A.; Babushkina, N.P.; Kucher, A.N.; Sleptcov, A.A.; Nazarenko, M.S. Application of Long-Read
Nanopore Sequencing to the Search for Mutations in Hypertrophic Cardiomyopathy. Int. J. Mol. Sci. 2022, 23, 15845.
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O6ocHoBaHue BbIOoOpa nonnmopchnamos

Bei6op nonmmopdunamos reHa TNNT2 (rs1104859, rs3729547, rs10920184)
AnNsa AaHHOro uccrneaoBaHus Obln OCHOBAH HA KOMMIEKCHOM aHanunae
COBpEeMEHHbIX Hay4HbIX AAaHHbIX.

1. Kputunyeckas ponb reHa-kaHauaaTa
leH TNNT2 kogupyeT cepaeyHbln TPonoHWH T. bernok BxoauT B coctas
capKoOMepHOro komnsiekca, obecnevnBaroLlero cCokpalieHme cepaeyHom
MbiwLbl. MyTauumn B 3TOM reHe SBASKTCS YCTaHOBNEHHOM NPUYNHOMN
avnartauMoHHOW 1 rmnepTpodryeckon KapgmommonaTum mn
HEeKOMMAaKTHOro MMoKap4a fneBoro xenygoudka [1].

2. Crtparterus otoopa nonnmopdpusmon
[ns nccnepoBaHuns 6binun BolbpaHbl TpM YaCcTo BCTpeYatoLmMxes (C
4acTOTOM MUHOPHOTO annend >1% B eBPOnNencKnx Nonynaumnsx)
OLHOHYKNeoTUAHbIX noriumopdunama (SNP), oTobpaHHbIX Ha OCHOBE UX
PYHKLMOHANbHOro NoTeHumMana, BbisiBIEHHOIO B NpeablayLumnx paboTtax
KONnnekTmea.

3. [epcnekTusbl
[aHHOe uccnegoBaHue Tpex NonMMopdunamoB reHa TNNT2 aBnsaeTcs
nepsbIM aTanom paboTsbl. B ganbHenwemM nnaHnpyeTcst n3y4mTb
AO0NOSTHUTENbHbIE NEPCNEKTUBHbBIE MONMMOPU3MbI HE TONBKO B 3TOM
reHe, HO TakXXe 1 B reHe TponomMuosnHa TPM1, 4To no3sonuT 6onee
NOSIHO NpoaHann3npoBaTb 3HAYNUMbIE reHETUYECKME MapKepbl pucka
pemMogenupoBaHna M1mokapaa y 4aHHOW KaTeropmm nauneHTos.

TOMCKMI HALIMOHANbHBIA N
WCCNEQOBATE/IbCKUMN — MEQVLIMHCKOM
Pesynerarh lmj e L Te ‘ “sj e
rs1104859 rs3729547 rs10920184

BapuvaHT
chr1:201362426T>G chr1:201365254G>A chr1:201369768T>C

[omMo3uroTbl No peepeHCHOMY

15 15 26
annento
leTepo3uroTbl 75 75 89
fomMo3uroTbl No 100 100 75
ansTepHaTMBHOMY anmnento
COOTBeTCTVBVIe paBHOBECUIO 0,8579 0,8579 0,9605
Xapau-BanHb6epra, p
YacTtoTta gnomAD (Non-Finnish) 0,7096 0,7088 0,6176
YacTtoTa B HacTodaLwwemM 0,7237 0,7237 0,6289

nccnegoBaHmn

Mo pe3yneratam reHoTUNMPoBaHNA Obln orpeneneHbl YacToThbl
annenen B UccnegoBaHHOM rpynne nauneHToB, BbINOSIHEHA NpoBepKa
Ha COOTBETCTBME YacTOT reHOTUNOB paBHOBecuio Xapau-BanHbepra

1 - Salakhov, R.R.; Golubenko, M.V.; Valiakhmetov, N.R.; Pavlyukova, E.N.; Zarubin, A.A.; Babushkina, N.P.; Kucher, A.N.; Sleptcov, A.A.; Nazarenko, M.S. Application of Long-Read
Nanopore Sequencing to the Search for Mutations in Hypertrophic Cardiomyopathy. Int. J. Mol. Sci. 2022, 23, 15845.
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[MonyyeHHble B pesynbsrarte NpoBeLeHHOro reHOTUNMPOBaHMA YacTOoThbl ansesnien NoNMMOpPdHbLIX BapMaHTOB B reHe
TNNT2 y nauMeHTOB C apTepunanbHOM rmnepTeH3nen B LLENOM COOTHOCATCS C HabntogaemMbiMum B NOMysiLUn.
PacnpeneneHune 4acToT reHOTUNOB COOTBETCTBYET OXXMAAaeMOMy Npu paBHoBecun Xapaun-BanHobepra.

Ona nonumopduramoB rs1104859 1 rs3729547 Oblina BbisiBfieHa CTaTUCTUYECKN 3HAa4YMMasi accoumauns retepo- u
rOMO3UITOTHOIO HOCUTESIbCTBA MUHOPHbLIX arnnenen ¢ MeHbLUEN TOMNLWMHON MeXOKenyao4KoBOW NeperopoaKku.
[OMO3UroTHOE HOCUTENLCTBO PEAKUX ansiernen aTnx NnosIMMopgPrU3MoB 3HaYMMO acCOLMMPOBAHO C MEHbLLEN
nedopmaumnen Mmokapaa B KOHOYUTHYIO pady Aedopmaunm Muokapaa nesoro npegcepavsi v ¢ 6onbLuen B
KOHTPaKTUNbHY pasdy. [oMO3UroTel No peakomy ansnento rs10920184 ctaTUCTUYECKM 3HAYNMMO aCCoLMMPOBaHbI C
bonee BbipaXeHHOM Aedopmaunen Mmokapaa B KOHTPaKTUNbHYO dhasy.

BbissBNeHHble accoumaLunm no3BonaroT npeanonaratb NOTEHUMaNn NCNonb30BaHUA NCCNeOoBaHHbIX JTOKYCOB B
NPOrHO3MPOBaHNN TEYEHUS apTepuarnbHON rMNepTeH3NN y NauneHToB, paboTaloLmnx BaxToBbIM METOLOM B
ApKTUKe



