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Llenblo nccnenoBanus gBaseTca nposepka accoupaummn mytauum R249Q (rs3218713) reHa MYH7 ¢ BHe3anHON cepaeyHoi
cmepTbio (BCC). Matepuanbl u metoapl. Mpynna BCC chopmmpoBaHa ¢ ncnonb3oBaHuem kputepres BCC BO3 (n = 379, cpenHuit
Bo3pacT 53,2 = 8,7 roga, myxumnHbl — 70,9 %, xeHwmHbl — 29,1 %), KOHTPONbHas rpynna nogobpaHa no nony 1 Bo3pacTy 13 HaHka
IOHK nceneposannii HAPIEE, MONICA (n = 377, cpegHuii BodpacT 53,1 + 8,3 roga, MyxunHbl — 68,3 %, xeHwmHbl — 31,7%). AHK
BblAeNeHa MeTooM GeHoN-x10p0OOPMHON SKCTPAKLMM 13 TKAHU MUOKapaa uL, yMepLUrX BHE3AMHON CEPAEYHON CMEPTbLIO, U Be-
HO3HOI KPOBW NLL, BKJTIOYEHHbIX B KOHTPOJIbHYIO rpynny. FeHoTunmnpoBaHue BbinonHeHo metogoMm MLUP ¢ nocneayowmm aHanm3om
nonaumop®usmMa AavH PeCTPUKLMOHHBIX pparmeHToB. Pe3ynbtatel. B rpynne BCC v KOHTPONLHOW rpynne He BbIIBIEHO HOCUTENEN
penkoro annens A mytaummn R249Q rena MYH7. Beisogbl. MyTaums R249Q reHa MYH7 He cBa3aHa ¢ pa3suTteM BCC B BbIGopke BHe-
3arnHo ymepLunx xutenei r.Hosocmbupcka.
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The aim of the study is investigation of the association between the MYH7 gene R249Q (rs3218713) mutation and sudden cardiac
death (SCD). Materials and methods. The SCD group was formed using WHO criteria for sudden cardiac death (n = 379, mean age
53,2 + 8,7 years, men — 70.9%, women — 29.1%), the control group was selected according to sex and age from the DNA bank of
HAPIEE, MONICA (n = 377, mean age 53,1 + 8,3 years, men — 68.3%, 31.7% of women). DNA was isolated by phenol-chloroform ex-
traction of the myocardial tissue of persons who died of sudden cardiac death, and venous blood of the persons included in the con-
trol group. Genotyping was done by PCR followed by analysis of restriction fragment length polymorphism. Results. In the SCD and
control groups were not found carriers of the rare allele A of the MYH7 gene R249Q mutation. Conclusions. The MYH7 gene R249Q
mutation is not associated with the SCD in the sample suddenly deceased residents of Novosibirsk.
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COCTOSTHMSI, HapyIIeHHsI CEepIeYHOrO PUTMa B aHAMHE3e, 13-
MEHEHUs! JIMITUMIHOTO OOMEHa U JAPYrue) UrpaloT BaKHYIO
poJib B crpatudukanmy pucka BCC y i ¢ yke n3BeCTHOI
paHee KapauaibHOI matojiorueii. Ho ux 3HaueHue y marm-
€HTOB 0e3 BBISIBICHHOTO CEPICYHO-COCYIMCTOTO 3ab0eBa-
HHUsI HeBBICOKO. [103TOMY SIBJISICTCSI aKTya IbHBIM ITOMCK MO-
JICKYJISIPHO-TeHeTHYecKuX MapkepoB BCC, KoTopbie TToMo-
I'yT CIIPOrHO3UpOBaTh pUcK pa3BuThss BCC y KOHKPETHOTO
MalMeHTa M ero POICTBEHHMKOB, Jaxe IMpPU OTCYTCTBHU
KJIMHUYECKHUX CHUMIITOMOB CEPIACYHO-COCYIUCTOrO 3abosie-
BaHUSI.

Brenenne

Bueszannas cepaeunast cmeptb (BCC), cornacHo ompe-
nenaeHusiMm  BcemupHoii OpraHuszauuu  3apaBOOXpaHEHUS
(BO3) u EBpomeiickoro obmectBa Kapauonoros (European
society of cardiology), — HeHaCWJILCTBEHHAsI CMEPTh, HACTY-
MUBILAS BCJIEACTBUE CEPACUYHON MAaTOJOTUM, XapaKTepU3YI0o-
1asicsl pa3BUTHEM JIETAILHOTO MCXOAa B T€YEHHE OJHOTO
yaca ¢ MOMEHTa BO3HUKHOBEHMSI OCTPBIX CUMITTOMOB.

CepreuHasi MaTojorusi, KOTopasi MprBeia K HacTyrule-
auto BCC, moxeT ObITh M3BeCTHA paHee, HO (paKT CMep-
TEJbHOTO MCXOMA SIBJISIETCS] HEOXKUAaHHbIM [1, 2].

CyllecTByolIe KIMHUUECKKE MapKepbl TTOBBIIIIEHHOTO
pucka passutusi BCC (uHdapkT Muokapaa, CMHKOMaJIbHBIC

B nocnenHue roabl ory0IMKOBaHbI pe3yJibTaThl UCCIIe-
noBaHuit BCC mpoBeieHHbIX COBPEMEHHBIMU BBICOKO3(]-
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(peKTUBHBIMU METOAAMHU MOJIEKYISIPHO-TEHETUYECKOTO aHa-
JIM3a, TAKUMU KakK CEKBEHMPOBAHUE CIIEAYIOLIETO MOKOJIe-
Hus (NGS — Next-Generation Sequencing) [3—5]. Heko-
TOpble M3 HUX MOCBAIIEHBI IMOUCKY MYTAllWii, BBI3BABIINX
CMepPTENIbHBI MCXOI B OTHENBbHBIX CeMbsX. Tak, B cliydae
yMeplIIero BHe3amHoO BO CHE MOAPOCTKA METOJIOM MOJTHOIK-
30MHOTO CEKBEHMPOBaHMSI OblJIa MACHTU(DUIIMPOBAHA MUC-
ceHc-mytanms 13218713 (R249Q) rena MYH?7 [6].

Lleavio dannoeo uccredoséanus SIBISIETCS U3YYEHUE acCO-
umranuu mytauuu R249Q rena MYH7 ¢ BCC.

Marepuaibl 1 METOIbI

I'pynmma BCC chopmupoBaHa ¢ UCIIOIb30BAaHUEM KPUTE-
pueB BHe3arHol cepraeyHoit cmeptu BO3. AytorncuiiHblii
Marepuai (379 o6pa3ioB) OblT1 HAOpaH Y BHE3AITHO YMEPIINX
xuteneit OKTsI0pbcKoro paitoHa r.HoBocubupcka, noasepr-
UXcsl  CyaeOHO-MEIMIIMHCKOMY HCCIIENIOBAaHMIO, KOTOPOE
OBLIO TIPOBEIEHO TIO CTaHIApTHOMY TpoTokojy. CpemaHuit
BO3pacT JMll BKIOYeHHbIx B rpynny BCC cocraBui
53,2 = 8,7 roga (myxxunnbl — 70,9%, xeHimHbl — 29,1 %).
C yuéToM orpaHM4YeHHOI MH(GOPMALIKA O BPeMEHU Pa3BUTHS
JIETAJTbHOTO MCXOJa B UCCIIEyEMYIO TPYIITY ObUTH BKJIIOUEHBI
cyyau CMEpTH, Pa3BUBLIMECS B TEUCHUE OIHOIO 4aca WiId
MpU OTCYTCTBUM CBMJETENel cCMepTH B TeueHuWe He OoJee
24 9acoB M paclieHEHHbIE IO JaHHBIM ayTOIICHH, KaK CMEPTh
cepaeyHoro reHe3a. OCHOBHbIE TATOJOrOAHATOMUYECKUE
JIMarHo3bl MPOTOKOJIOB CYNeOHO-MEIUIIMHCKOTO UCCIe10Ba-
HMSI ML, BKItoUYeHHBIX B rpynny BCC — ocmpas koponapnas
Hedocmamo4HoCmbs N OCMpas HedoCMamo4yHoOCmy Kpoeooopa-
wenus. Kputepun nckmodenus u3 rpymnmsl BCC: Hammune
MOpPGOJOTUYECKIX M3MEHEHUI TKaHU Cepjilia XapaKTepPHbBIX
st uH(papkTa MHOKapaa, Tak Kak, coriacHo MKB-10,
cmepth Beaencteue MM He otHocutcst K BCC. Kpome Toro,
W3 TPYMIbl UCKJTIOUEHBI JIWIIA, HAXOAUBIIMECS B COCTOSTHUU
aJIKOTOJILHOTO, HAPKOTUYECKOTO OMbSIHEHUSI, KOTOPOE MOIJIO
MOCAYXUTb MPUUMHON pPa3BUTHS JIETAIBHOTO MCXoda WU
CIIOCOOCTBOBATh PA3BUTHIO JIETAILHOIO McXoda Ha (oHe
HUMEIOILIEHCST CEpAEUHO-COCYIUCTON MaTONIOTUHU.

I'pynma KoHTpoJst (GKUTEIM TOTO XK€ pailioHa Topoja,
n = 377) Obl1a momoOpaHa IO MOJYy M BO3pacTy U3 GaHKa
JOHK chopMupoBaHHOTO BO BpeMsl IIPOBEACHUSI MEXKIyHa-
ponHbix uccnenosanniit MONICA (Multinational MONIto-
ring of trends and determinants in CArdiovascular disease) u
HAPIEE (Health, Alcohol and Psychosocial factors In Eas-
tern Europe). CpenHuii BO3pacT JIML BKJIIOUEHHBIX B TPYIIITY
KoHTpoJs 53,1 + 8,3 roma (MyxkxunHbl — 68,3%, KSHIIMHBI
— 31,7%).

Boimenenune JIHK ocymectBisuioch  MetomoMm  de-
HOJI-XJIOpO(OPMHOI SKCTPaKIIMKU M3 TKAaHW MMOKapja Jull,
BKIIOUeHHBIX B rpymniy BCC, m BeHO3HOH KpOBH JIWII,
BKJIIOYEHHBIX B KOHTPOJIBHYIO TPYIIITY.

leHoTunupoBaHue mno mytauuum R249Q rena MYH7
MPOBOAMJIOCH ¢ UcToab3oBaHueM Metoaa I11IP ¢ mocnenyto-
UM aHaJM30M MOJIMMOpGU3Ma JJIUH PECTPUKIIMOHHBIX
¢parMeHTOB MO OPUTMHATBLHON METOIUKE.

Pe3yabtatel U 00CyXKIenue

B xone renotTunupoBaHus rpymisl aul ymepiuux BCC u
KOHTPOJIbHOI TPYIIIBI HEe OBUTO BBISIBICHO HOCUTENCH pen-
koro amenst A myraumun R249Q rena MYH7. Bce nmua,
BKJIIOYEHHBIE B MccenoBanue, uMetoT reHotun GG 1o BbI-
OpaHHOI MyTalluu.

T'en MYH?7 (myosin, heavy chain 7, cardiac muscle, beta,
14q12) xomupyeT TsKeNylo Lelb CepaeyHoro Oenka Oe-
Ta-Muo3uHa. [eH aKcnmpeccupyeTcss MNPeUuMYILLIECTBEHHO
B XeJyI0uKax cepilla, CKeJETHBIX MBILIAX, OOraThlX Me/-
JIEHHO COKpalllalolMucs BoiokHamu | tuma. Myrauuu re-
Ha cBs13aHbl ¢ 10—30% ciydaeB ceMeiiHOI TurepTpoduue-
CKOI1 KapAMOMUOTIATUH. PsIm MyTalnii TeHa TakKe CBSA3bIBa-
10T C pa3BUTUEM OWJIATAIMOHHONM KapAMOMUOMNATUU U pa3-
JIMYHBIMU TUIIAMU MUomnatuit [7].

Myrtauus rs3218713 npencrasisieT co00ii 3aMeHY T'yaHU-
Ha Ha afieHUH B MMo3uLMU 746 HYKJIEOTUIHOM MOCeI0BaTe-
nmpHOCTH TeHa MYH7 (c.746G>A), 9To BeleT K 3aMeHEe aMH-
HOKMCJIOTBI aprMHUHa Ha raytaMuH (p.Arg249Gin).

ITokazaHa cBs3b myTtauuu R249Q rena MYH?7 co ciyua-
SIMM CEMEeIHOI runepTpouIecKoil KapaIuOMUOIaTUM U ac-
COLIMMPOBAHHOM ¢ Heil BHe3amHoi cmepThio [8—10].

Hamu ObL10 mpenmnoaoXeHo, YTO MyTalus MOXET OBITh
cBs13aHa ¢ passutueM BCC, ITOCKONBKY B MCCIEIOBAHUM
METO/IOM MOJHO3K30MHOTO CEKBEHUPOBAHUS OHA OKa3aJlach
ACCOLIMMPOBAHHOM CO CilyyaeM BHE3aIMHOU CMEpPTH, MPUYU-
HOI1 KOTOpOIi ObUIa HesicHast Kapauomuonatus [6]. Ho, Be-
posSITHO, U3-3a TOoro, uto B rpynmny BCC B Haliem uccieno-
BaHMM ObLIM BKJIIOYEHbI B OCHOBHOM JiMlia ©6€3 Makpo- u
MUKPOCKOIMYECKUX MPU3HAKOB KapAMOMUOMNATUIl JaHHAas
rUroTe3a He rmonTBepaniachk. CoracHoO MOJYYeHHBIM pe3y-
neTataM, mytanust R249Q rena MYH7 He cBsi3aHa ¢ BHe3arl-
HOI CepAeYHOIl CMepThIO B BBHIOOPKE BHE3AMHO YMEPIIUX
nui r.HoBocubupcka.

BriBoanl

B xone npoBeaeHHOTO UCCIeN0BaHUSI HE ObLIO BbIsIBIIE-
Ho ciydaeB R249Q-MYH7-accouMupoBaHHON BHE3aIMHOM
cepaeuHoit cmeptu B rpymre BCC. To ects myTaius R249Q
reHa MYH7 ue cBsizaHa ¢ pazsutueM BCC B BbIOOpKE BHE-
3aMHO ymepuiux xurenei r.HoBocubupcka.
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