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MpoBeaeHo nccnefoBaHve NoAMMopdr3Ma MATOXOHAPVANBHOIO reHoma 1 yrcna konuii MTAHK B KneTke npu BHe3anHoM cepaey-
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KnioueBblie cnoBa: mutoxoHapuanbHasa JHK, nonnmopduram, BHe3anHasa cepaeyHasn cMepTb

Ana yntnposaHusa: lony6eHko M.B., Canaxos P.P, LlenoknHa A.B., ApaHacbes C.A., Mycnumosa 3.0., Pebposa T.1O., Apuakos E.A., bopucosa E.B., bata-
nos PE., MakcmoB B.H., MBaHoBa A.A., Typaxesa A.A., Opnos [.C,, babywkuHa H.M., 3apy6uH A.A., MoHaceHko A.B., Hasapenko M.C., My3bipes B.M.

3MeHUBOCTb MUTOXOHAPUANbHOIO reHOMa Mpu BHE3arnHo cepaeyuHomn cmepTn. MeduyuHckas 2eHemuka 2020; 19(5): 31-32.
DOI: 10.25557/2073-7998.2020.05.31-32

ABTOp Ansa KoppecnoHgeHuun: losybeHko Mapus BnadumuposHa, e-mail: maria-golubenko@medgenetics.ru

OuHaHcnpoBaHue: [lporpamma ¢pyHAaMEHTabHbIX Hay4HbIX nccnefosanunii PAH n KomnnekcHasa nporpamma ¢pyHAaMeHTanbHbIX MCCnejoBaHNi

CO PAH «MexaucumnnHapHble MHTerpaLMoHHble NCCeoBaHNAY.
KoH}nuKT nHTepecoB. ABTOPbI 3aABNAIOT 06 OTCYTCTBUN KOHGNVKTA MHTEPECOoB.
Moctynuna: 20.05.2020

Mitochondrial genome variability in sudden cardiac death

Golubenko M.V."?, Salakhov R.R.", Tsepokina A.V.?, Afanasyev S.A.>, Muslimova E.F.>, Rebrova T.Y.3,
Archakov E.A., Borisova E.V., Batalov R.E.>, Maximov V.N.%, Ivanova A.A.%, Gurazheva A.A.*,
Orlov P.S.%, Babushkina N.P.", Zarubin A.A.", Ponasenko A.V.?, Nazarenko M.S.", Puzyrev V.P.’

1 — Research Institute of Medical Genetics, Tomsk National Research Medical Center of the Russian Academy of Sciences
Naberezhnaya Ushaiki 10, Tomsk, 6304050, Russia

2 — Research Institute for Complex Issues of Cardiovascular Diseases
Sosnoviy blvd 6, Kemerovo, 650002, Russia

3 — Cardiology Research Institute, Tomsk National Research Medical Center of the Russian Academy of Sciences
Kievskaya str. 111a, Tomsk, 634012, Russia

4 — Institute of Cytology and Genetics, Siberian Branch of Russian Academy of Sciences
Ak. Lavrentyev av. 10, Novosibirsk, 630090, Russia.

We studied mitochondrial DNA polymorphism and mtDNA copy number in sudden cardiac death (SCD). In the SCD group, a lower
mtDNA copy number was found in the myocardium. Analysis of mtDNA polymorphism revealed a higher frequency of H1 hap-
logroup in the SCD samples, compared with the population, as well as higher frequency of missense variant Ala177Thr in ATP6 gene
in the group of cardiac arrest survivors. The results of the study suggest association of mtDNA polymorphism and mtDNA copy
number with the risk of sudden cardiac death.
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UTOXOHJpUaIbHas AUCHYHKIIUS UTPAET 3HAUU-
TEJBHYIO POJIb B TATOTeHE3€e BHE3aIMHOM cepaey-
Hoit cmeptu (BCC), a nonmumopduszm mtIIHK Mo-
KET BIUATh Ha (DYHKIIUIO MUTOXOHIIPUIA Uepe3 UBMEHEHUE
a(hbeKTUBHOCTU OKUCIUTENBHOTO hochopunupoBanus [1].
Yucno konuit MTJAHK kieTke Takxke sIBJsSIETCS TToKa3aTe-
JIeM, XapaKTepU3YIOIIUM COCTOSIHUE MUTOXOHAPUHA [2].
Ileabp padoThl — uMccliegoBaHUE MOIUMOpDU3IMA
MTAHK u nusmenunoctu yuciaa konuii MTIHK B kieTke
Kak dakropos pucka BCC.

Marepuan n metogbl

Yucno konuit MTJIHK B K1eTKe ObLIO omnpeneseHo
B oOpa3iax muokapaa aul, ymepinux BCC B cpaBHeHUUN
C YMEPIIMMHU IO APYIUM MpuuyuHaMm (n=260), a Takxe
B JIEKOLMTaX KPOBU MOMYJISILIMOHHOMN BBIOOPKE KUTE-
neit . HoBocubupcka (n=277) metonom ITLP B peanb-
HoM BpeMeHU. [Tonumopdpusm mtIHK uzyuanu ¢ mo-
MOIIIbIO CEKBEHUPOBaHUSI TEPBOro TUIEpBapruadeIbHOIO
cermeHTa D-netnu MTIHK 1 pecTpuKiiMoHHOTO aHaIu-
3a, MO3BOJISIIONIEr0 onpeneauTs rarmtorpynmnsl MTIHK.
Kpome Toro, B BbIOOpKE MHIWBUIOB, NEPEXUBIIUX BHE-
3aITHYI0 OCTAHOBKY cepalia (n=>53) Oblla ceKBeHUpOBaHa
noJjHas nociaenoBatebHocTh MTHK MeTonoM BricoKO-
Mpou3BOAMTENbHOrO ceKBeHUpoBaHus (MiSeq, Illumina).

Pesynbratbl

Wccnenosanue yucita konuii Mt/IHK mmokasano cHu-
JKEHME 9TOTo IMoKa3aTteisi B 00pasiiax MuoKapaa yMepIInX
BCC. BroisiBnens! paznuuus yrcia koruii MTIHK mexny
rarorpynmnamu kiacrepa JT. B rpynme BCC 6bu1a 3ape-
TUCTpUpOBaHa OoJsiee BhICOKAst YacToTa rariorpymnibl H 1
B CPaBHEHUU C TOIYJISIIIUEN, a TAKXKE Y MY>KIMH B CpaBHE-
HUU C XKEeHIIMMHAMU. J1JIs 3TOi rariorpyInbl B IpYyTUMX UC-
cJIeIoBaHUSIX TaksKe Oblla TToKa3aHa acconauus ¢ BCC [3],
a TakxKe ¢ HeOIaronpusITHBIM ITPOTHO30M MocJie MH(papKTa
muokapaa [4]. Ananus mTIHK B BEIOOpKE MaLIMeHTOB C 1e-
PEHECEHHO OCTaHOBKOM cep/ilia BBISBUJ O0JIEE BHICOKYIO
yacToTy 3aMeHbl G9055A (Alal77Thr) B reHe cyObeIMHM-
16l 6 AT®-cuHTa3bI, IT0 CPABHEHUIO C MOMYJISLIACH.

BbiBoabl

Takum o0pa3om, B Ka4eCTBE BO3MOXKHBIX (haKTOPOB
pucka BCC MoxxHO paccMaTpuBaTh CHUXKEHUE YMCIa KO-

nuit MTAHK B kiteTke, npuHamiexxHoctb MTJAHK K rario-
rpyrnne H1, a takxke mucceHc-BapuaHT Alal77Thr B reHe
ATP6. TlonydeHHBIE pe3yJIbTaThl CBUIETEIBCTBYIOT B TTOJTb-
3y TUITOTE3bl O POJIM MUTOXOHAPUATBHOU TUCHYHKIUU
U BAapMAHTOB MUTOXOHIPUAIBLHOTO T€HOMA B Pa3BUTUU
CepIeYHO-COCYIUCThIX 3a00I€BAaHUI U B ONpeneJIeHUN
pucka BCC.
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