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OBIIAS XAPAKTEPUCTHUKA PABOTbBI

AKTYyaJIbHOCTH N30PaHHOI TeMbl M CTelleHb ee pa3padoTaHHOCTH. [ToBbI-
IIEHHE TPOAYKTUBHOCTH CEIIbCKOXO3SICTBEHHBIX )KUBOTHBIX SIBJISIETCS OCHOBHOM
3a7aueii TeHETHKN M CEJEKIUH B XMBOTHOBOJCTBE. Pemienne 3Toi 3a1adu 3aBHU-
CUT OT (yHIAMEHTAIBHBIX 3HAHWH O CTPYKType W (YHKIUSIX T€HOB, 0COOCHHO
T€X, OT KOTOPBIX 3aBUCST KOHKPETHBIC XO3AHCTBEHHO mone3Hble npusHaku (Ka-
namaukoBa JI. A., 2000; 3unoBbeBa H. A., 2008; SkosneB A. ®. ¢ coast., 2011;
Goddard M. E., 2007; Smaragdov M. G., 2009).

[TpuMeHeHne T'€HEeTHYEeCKUX METOIOB HCCIIEAOBAHUS MO3BOJHUT IIPOBOAUTD
OLICHKY TPOYKTUBHBIX KAYECTB OBEI] POCCUMCKNX MOPOJI Cpa3y IMOCIIe POXK/ICHNUS,
Omaromapst yemy yBenwdHuTCS 3(PPEKTUBHOCTH CENEKIIMOHHOW pabOTHI B OBIIE-
BOJUYECKHX XO3SIMCTBaX. 3Hast 0COOEHHOCTH CTPOCHHUS T€HOB, BIMAIOIINX HA IIPO-
JYKTHBHOCTB JKHUBOTHOTO, MOXXHO HCIIOJIb30BaTh MX KaK F€HETHYECKUE MapKephbl,
3aKperisis B MOPOAE HOCHUTEIBCTBO TEX AJJICIBHBIX BAPHAHTOB T'€HA, KOTOPBIE
CBSI3aHBI C BBICOKMMH I1OKa3aTeIIMU IOIy4aeMOH MPOAYKIIMU >KMBOTHOBOJICTBA
(Xmectkuna E. K., 2013).

B MsCHOM OBIIEBOJCTBE M3BECTHBIMH I'€HaMH, OLCHKA aijeiaeid KOTOPBIX HC-
MOJIB3YETCS B KAUECTBE TEHETHUECKUX MapKepoB, ABIAtoTCs: Kanbnand (CAPNI1),
kanbnacrarud (CAST), ropmon pocra (GH), kapsan (Carwell, LoinMax), kai-
munurn (CLPG), mmocratna (MSTN). OpHako 3TOro KOJIMYECTBa MapKepoB
Ha CErOAHSIIHUK JIeHb HEAOCTATOYHO. B CBSI3M C 3TUM aKTyaJbHBIM CTaJl IOMCK
TCHOB-KaH/IU/IaTOB, YbH TOJUMOP(GHU3MBEI MOTYT OBITh MCIIONB30BAHBI B KaUECTBE
TeHeTHYIeCKnX Mapkepos. [Tonck MapkepoB HEOOXOIMMO MPOBOANUTH CPEAN I'€HOB,
BIIMSTHUE KOTOPBIX HA PAa3BUTHE MBIIIEUHON TKaHU JIOKA3aHO y JPYTHX CEIbCKOXO-
3stiicTBeHHBIX JKMBOTHBIX (Piper L. R. et al., 2001; Sazili A. et al., 2004; Masri A. Y.
et al., 2010; Boman I. A. et al., 2010; Tellam R. L. et al., 2012).

OpnHuM U3 Haubosee NMEpCHEKTUBHBIX TCHOB-KAHUJIATOB Yy OBEI SIBISETCS
MyoD1, paboTa KOTOpOro HampsiMyIo cBsizaHa ¢ nporiudepanueit u tuddepeHm-
poBKoif MuocareuToB. JlokazaHo, 9to 3ddext padorer reHa MyoD1 TecHO cBS-
3aH C U3BECTHBIM PETYISTOPOM MBIIIEYHON TKaH! — MuocTatiHOM (MSTN) (Du R.
et al., 2007; Deng B. et al., 2012).

I'en MyoD1 paccmarpuBaeTcsi Kak IeH-KaHIUAaT MSCHOW MPOIyKTUBHOCTH
y cBuHel. Tax, 3amensl G302A, c.746G>A cBsi3aHbl C HEKOTOPBIMH KOJIHYE-
CTBEHHBIMH M Ka4€CTBEHHBIMH ITOKA3aTEISIMU MSICHON TPOJYKTUBHOCTH CBUHEH.
Y KpymHOTO pOraTtoro cKota B 3TOM T€HE OOHapyKEHbI JIpyrHue MyTaIlld, TAKHE
Kak g.691C>A, g.783G>A, g.1274G>A, g.2271C>G, KOTOpble aCCOIUUPYIOTCS C
POCTOM MBIILIEYHOH TKaHU. Taxke HalileHa 3HaYuMasl aJljiellb Ul CEIEeKIUU YTOK
Ha IMOBBIINICHNE MSICHOHM NMpoayKTHBHOCTH B rene MyoD1 — A359T (Pawet U. et
al., 2004; Kapelanski W. et al., 2005; Maagdenberg K. et al., 2007; Verner J. et al.,
2007; Bhuiyan M. S. A. et al., 2009; Fan H. et al., 2011; Stupka R. et al., 2012;
WuY.etal., 2012).

HecMoTpst Ha psii TIPOBEACHHBIX WCCIENOBaHUH, BiusHUEe TeHa MyoD1 nHa
MSICHYIO MPOJYKTHBHOCTB y CEJIbCKOXO35HICTBEHHBIX JKMBOTHBIX M MTHIBI Ha Ce-

3



TOJHAIIHUI JIeHb WM3y4YeHO HenocrarouHo. VccienoBanus momumopgusma reHa
MyoD1 y oBen u ero cBs3b ¢ MSCHOM NIPOTYKTUBHOCTBIO HE IPOBOIUIINCE.

Heas uccaenoBanus. M3yunts nommmopdusm reaa MyoD1 y oer poccwii-
CKHX MOPOJ, U BBIIBUTh MapKEPBI-KaHIUAATHI MACHOM MPOTYKTHBHOCTH.

I[Jm AOCTHKEHHS eJIH pPeliaJuch celylouue 3a]a4u:

MIPOBECTH TapreTHOE CEKBEHHPOBAHUE HYKJICOTHUAHBIX MOCIENOBaTEIbHO-
cteii reHa MyoD1 y oBenr poccuiickux nopos;

— BBIIBUTH OJHOHYKJICOTH/HBIE 3aMeHbI B reHe MyoD1 y oBeln poccuiickux
OpOJ;

— IIPOBECTHU OLIEHKY ajuieneil rena MyoD1 u aHanu3 4acToThl BCTPEUaeMOCTH
BBISBIIEHHBIX MYTalUiA;

— OIIGHWTH CBs3b monuMopdu3Ma rena MyoD1 y oBerr poccuiickux mopoj ¢
NPYKU3HEHHBIMH TIPOMEPaMH U YOOIHBIMHU MOKA3aTeNIIMU MSICHON POy K-
TUBHOCTU;

— OIIGHUTH BO3MOXXHOCTBH HCIOJIb30BAHHS OTAEIBHBIX MOJIUMOP(HU3MOB ITeHa
MyoD1 B xauecTBe MapKepHBIX ajlIesIeli-KaHA11aTOB [IPU CEJIEKLUU OBELL.

Hayuynas HoBU3Ha ucc/enoBaHuii. B mucceprannonnoii padore ams usyde-
HUsI CTPYKTYphl reHa MyoD1 y oBer poccuiickux TOpoJ BIEpBbIE ObLI TpHMe-
HEH METOJl BBICOKONIPOU3BOJUTEIHHOIO CEKBEHHUPOBAHUS HOBOTO IOKOJICHHUS.
B crpykrype rena MyoD1 y oBen poccuiickux mopoj, BbISIBIEHbl MyTalluU B BUAE
OJHOHYKJICOTHIHBIX 3aM€H, 4aCTh KOTOPBIX ONHUCaHa BIEepBbIe. BriepBule n3ydeHa
4acTOTa BCTPEYACMOCTH OT/ACIBHBIX ajuteneld reHa MyoD1 y oBell poccuiicKux mo-
pox. BriepBele mpoBezieHa OLICHKA CBS3U Pa3IMYHbBIX AJIJIEIbHBIX BAPUAHTOB IeHA
MyoD1 ¢ moxa3zarenssMu MSACHON MpOAyKTUBHOCTHU. [IpeanoxkeHsl HOBbIE MapKep-
HbIE aJIIENTN-KaHAUIAThl JUIS OLEHKH MSCHOW MPOAYKTUBHOCTHU 1O aJUIEsIM I'eHa
MyoD1.

TeopeTuyeckass U NPaKTHYeCKAas 3HAYMMOCTb padorbl. lccienoBanus
CTPYKTYpbI TeHa MyoD1 pacmmpsioT 1 yriyOmsSioT 3HaAHUA O MOTUMOpdH3ME H
(YHKIUSAX T€HA y CENbCKOXO03SHCTBEHHBIX KUBOTHBIX B 11eoM. B reae MyoD1 06-
HapykeHo 47 OMHOHYKJICOTHTHBIX 3aMeH, 13 KOTOphIX 14 SNP BEISBIECHBI BIIEpPBBIE.
YcraHOBIIEHHAS! CBS3b C MTPHKU3HEHHBIMU M YOOHHBIMHU TTOKa3aTesIMH IO3BOJIHIIA
npe1okuTh psg SNP B kauecTBe MapKkepoB-KaHIUIATOB MSICHOM ITPOYKTHBHOCTH
osell. [lomryueHHBIC JaHHBIE MOTYT OBITH UCITOIB30BAHBI B HAYYHBIX IEJISIX, TIPH CO-
CTaBJICHUM Y4EOHBIX TOCOONMH, TPOBECHUH NMPAKTHUECKUX 3aHIATHH 110 TEHETHKE,
CEJIEKIINN 1 Pa3BEICHUIO OBEIl B yIEOHBIX 3aBEACHHSX.

MertopnoJiorusi ¥ MeToAbl MCCIaeJ0BAHUA. METON0J0rN4eCKO OCHOBOM U
MIPOBEACHUH HCCIICIOBAHHI MTOCITYKWIN pabOThl YUSHBIX B 001aCTH MOJICKYJISIPHO-
TEHETHUUECKUX MCCIEJOBaHUI, TI€HOTUIIUPOBAHUS CEIbCKOXO3AHCTBEHHBIX KH-
BOTHBIX, 300T€XHHMH. Pe3ynbraTbl MCCIENOBAaHMN IMOIYYEHBI C HCHONb30BaHHEM
MOJIEKYJISIPHO-TEHETUYECKHUX, PACUETHO-CTATUCTHYECKUX, 300TEXHUUYECKHX METO-
JIOB.

HayuHble nos10seHus, BBIHOCMMbIE HA 3aILUTY:

— noiauMopdusM rena MyoD1 y oBeri mopoj1 CTaBpoOIOIbCKOIl, CeBEpOKaBKa3-

CKOM ¥ MaHBIYCKHI MEPUHOC;



— cBs3p nonmmopdusma rena MyoD1 ¢ mokazarensiMu MSICHOW TIPOJYKTHB-
HOCTH y OBEll IOpOJ] CTaBPONOJIbCKOH, CEBEPOKABKA3CKOM M MaHBIUCKUI
MEpHUHOC;

— MapKepHble ajuienu-Kanauaarel rera MyoD1 1715 oneHky 1 mporHo3uposa-
HUSI MSICHOW TIPOyKTUBHOCTH OBEIl IOPOJ] CTABPOIIONBCKOI, CEBEPOKABKA3-
CKOH M MaHBIUCKUH MEPUHOC.

CreneHb 10CTOBEPHOCTH U anpodanus pe3yJbTaToB. J[0CTOBEPHOCTh OCHO-
BaHa Ha HKCIIEPUMEHTAJIBHBIX JAaHHBIX IIPHU UCIONB30BaHUHM COBPEMEHHBIX METO-
JIOB WCCJIEJOBAHUS M pe3yabTarax MX OMoMeTphueckoil oOpaboTku. OcHOBHBIE
TIOJIOKEH U JMCCEPTAIIH OBLTH ITPECTaBIeHBI Ha MeXayHapoaHOI HaydHOW KOH-
thepentun «Bonpocs! Hayku: Hayka B XXI Beke: mpoOiaemMsl U EPCHIEKTHBHI Pa3-
BUTHD; 19-i1 MexayHapoHOH HayYHO-METOANYECKON KOH(EPEHIUH IO MaToJI0-
TMYECKON aHaTOMHUU JKUBOTHBIX «AKTyaJbHbIE BOIIPOCHI TTATOJIIOTHH, MOP(OIOTHHI
W Teparuy XUBOTHBIX»; MEXIyHAPOIHON HAy4YHO-IPAKTHYECKOH KoHpepeHIHH,
MOCBAIMIEHHOW 80-JIETHIO MOYeTHOTO pabOTHHWKA BBICHIErO0 NMPO(ECCHOHAIBEHOTO
oOpazoBanust PO, moxTopa cempCKOX03IHCTBEHHBIX HayK, mpodeccopa Mcmanosa
Ncemanna Carnnosuya «IHHOBaIlMM M COBPEMEHHBIE TEXHOIOTHH B TIPOU3BOACTBE
U iepepaboTKe CelIbCKOXO3SIMCTBEHHOM mponyKium»; VI MexayHapomaHoi KoHpe-
peHn «MHHOBalMOHHBIE Pa3pabOTKH MOJIO/BIX YUEHBIX — PAa3BUTHIO arpompo-
MBIIIEHHOTO KOMILIEKCa.

Pe3ynprarbl HaydHBIX HCCIEIOBAHWH IO AMCCEPTAIMOHHON pabore nc-
MOJB3YIOTCSL B y4eOHOM IIPOIEcCe KaK CIPaBOYHBIA Marepuan Ui JEKIHH U
nmaboparopHo-npakTHaeckux 3aHATHi B ®PI'BOY BO «bamxkupckuii rocymap-
CTBEHHBIN arpapHbii yHUBepcuTeT», PI'BOY BO «bpsHCckuit rocygapcTBeHHBIN
arpapubsiil yauBepcutet», ®I'BOY BO «lopckuit rocyaapcTBeHHBIH arpapHbIi
yausepcurety, ®I'BOY BO «KybaHcknii rocynapCTBEHHBIH arpapHbId yHH-
Bepcuret uM. 1. T. Tpyoununay, ®T'BOY BO «Kypranckas rocymapcTBeHHas
cenbckoxo3siicTBeHHas akagemuss uM. T. C. Mansiesa»y, ®I'6OY BO «CaHkrt-
[TeTepOyprckas rocygapcTBeHHAs aKaJeMus BeTepUHAPHON MeauuuHbey, @T'BOY
BO «Hwxeroponckasi rocylnapCTBEHHasl CEJIbCKOXO3SHCTBEHHAS] aKaJleMUs»,
OI'BOY BO «lBaHOBCcKasi rocynapCTBEHHAs! CENIbCKOXO3sMCTBEHHASI aKaJeMusl
uM. /1. K. benseBa», ®I'BOY BO «KpacHosipckuil rocynapcTBEHHBIN arpapHbIi
yuusepcurer», ®I'BOY BO «Poccuiickuii rocyaapcTBeHHBIN arpapHblii yHUBEp-
cutetr MCXA um. K. A. Tumupsszesa», @T'BOY BO «Boponexckuii rocymap-
CTBEHHBIN arpapHblii yHHBepcuTeT nMeHn Vmmeparopa Iletpa I», PIAOY BO
«Poccwuiicknii yHuBepcuteT Apyx0b1 Haponos», PI'BOY BO «Aunraiickuii rocy-
JIapCTBEHHBIH arpapHsblil yHusepcurer», ®I'bOY BO «bpsHckuit rocynapcTBeH-
HbIl yHUBepcuteT uM. akagemuka W. I. Ilerposckoro», ®I'bOY BO «Craspo-
MOJBCKUH TOCYJapCTBEHHBIN arpapHbIil YHUBEPCUTETY.

JluuyHoe yuyacTHe. ABTOPOM NPOAHAIM3MPOBAHO COBPEMEHHOE COCTOSIHHE
mpoOeMbl, 0003HaYEHBI 1IETb U 3a1a41 UCCIIEA0BAHUM, ONPeIesIeHbI METOIbI IIPO-
BEJICHHs] UCCJICIOBAHUI, BBINOJHEHBI J1a0OpaTOpHBIE HCCIIENIOBAaHMS, MPOBE/ICHA
00paboTka M aHaJM3 MOJYYEHHBIX AaHHBIX. Jl0JIsl y4acTHsi couckaresnsi IpH Bbl-
MIOJIHEHNH paboThI cocTaBisieT 85 %.



IMy6muxanus. [To reme auccepraiyn onyonukoBano 10 Hay4HBIX cTaTeil, U3 HUX
Tpu B pekoMeHnoBaHHBIX BAK Muno6pnayku P® xypHanax (AKTyajabHbIE BOIIPOCH
BeTepuHapHO# omomormm, 2017, Ne 2; Bectauk Kypckoit [CXA, 2018, Ne 1; Arpap-
HBIH Hay4IHBIN XypHaI, 2018, Ne 6). Hayunbie paGoTHI OIMyOIMKOBaHEI B KypHAIaX,
BXO/ISIIIUX B MEXIyHaposuHyto 0a3y uuruposanust Web of Science (Journal of the
Hellenic veterinary medical society, 2017, Ne 68(3)); Scopus (Bulgarian Journal of
Veterinary Medicine, 2018, Ne 1). Pa3paboransl Hay4HO 000CHOBaHHBIE PEKOMEH/Ia-
LMY TI0 TeHOTHUIIMPOBAHMIO OBEI POCCHICKHX ITOPO/] IO AJIIEJISIM F'€HOB, OTBEYAIOIIIX
3a pa3BUTHE MBIIICYHON TKaHM, JUISl TIOBBIIICHUS TTOKa3aTeneld MSICHON MPOIyKTHB-
HocTH (CTaBpOMONBCKUI TOCYAaPCTBEHHBIN arpapHblil yHIBepcuTeT, 2018), HaydHo
000CHOBaHHBIE PEKOMEHIAINH T10 HCHOIb30BAHUIO MOJIEKYIISIPHO-TEHETHIECKUX Me-
TOJIOB B TEHETHUYECKOH MaCcTIOPTH3AIHHU CeNTbCKOX03sICTBEHHBIX dKHUBOTHBIX (CTaBpo-
MONBCKUI FOCYAapCTBEHHBIN arpapHbIil yHuBepcurert, 2018).

CtpykTypa u 00beM auccepramun. /(uccepranuonHas padoTa COCTOUT W3
BBE/ICHHS, OCHOBHOW YaCTH JIUCCEPTAINH, KOTOPasi BKIIOYAeT 0030p JIUTEpaTypHl,
MaTepHaIbl ¥ METOABI, PE3yNIbTaThl COOCTBEHHBIX MCCICIOBAaHUHN, U 3aKIIIOUCHNS,
KOTOPOE COCTOMUT U3 BBIBOJOB, MPAKTUYECKUX MPEIJIOKEHHUH, MEPCIIEKTHB JaJlb-
Heifmelt pa3paboTku Temsl. [luccepraiius u3noxeHa Ha 142 cTpaHuIiaX KOMITbO-
TEPHOTO TEKCTa, COlepHUT 25 Tabnui. bubnuorpadus BkiaroyaeT 253 MCTOUHHKA,
B TOM uHciie 162 — Ha MHOCTPAHHBIX SI3BIKAX.

1. OB30P JIUTEPATYPHI
B mmaBe wu3NOXKEHBl MaHHBIE HAYYHOH JHMTEPaTypbl IO HCIOIH30BAHUIO
MOJIEKYJISIPHO-TEHETUYECKUX MAPKEPOB IPOLYKTUBHOCTH B T'€HOMHOW U MapKep-
OPUEHTUPOBAHHOM CEJIEKIINU CeNIbCKOX03iCTBEHHBIX )KMBOTHBIX. PaccMaTpuBaroT-
sl CBEeIICHHS O cTpoeHuH, GyHKIUAX U noiauMopdusme rena MyoD1 y cenbckoxo-
3STCTBEHHBIX KUBOTHBIX. CoOpaHa MH(POPMAIHS 0 TTOKA3aTeIsIX MPOTyKTHBHOCTH
OBEL] POCCUICKUX MOPOJ.

2. COBCTBEHHBIE UCCJIEJOBAHUA
MarepnaJj 1 MeTO/bl HCCJIEI0BAHMSA
HccnenoBanust BBINOMHEHB! Ha 0a3e Kadenpbl (GU3NOJIIOTHH, XUPYPIHU U aKy-
mepcerBa @PI'BOY BO «CraBpononabCKuil rocyaapCTBEHHBIN arpapHblii YHUBEPCH-
TeT», B Jaboparopusx HaydHO-IHarHOCTHYECKOTO W JICUEOHOTO BETEPHHAPHOTO
nearpa @T'bOY BO «CraBpomonbckuii TOCYIapCTBEHHBIA arpapHbIA YHHBEPCH-
teT», DKY3 «CTaBpornoasCKuil HayqHO-UCCIIEN0BATEIbCKU MPOTUBOYYMHBIH HH-
ctutyt» u naboparopusx BHUNOK — ¢unmmana ®T'BHY «Cesepo-KaBkasckuii
OHAIy.
OOBEKTOM HCCIEIOBAHUS CITYKHUIH OapaHYMKH B BO3pacTe 12 MecsieB Tpex
POCCHHCKUX TIOPOJ U3 TUNIEMEHHBIX X03sCcTB CTaBpOIIOIBECKOTO Kpasi:
1. CraBpononbckas mopojaa oBell — Koiaxo3-mem3aBoa «Ilytes Jlenuna» Amna-
HACEHKOBCKOTO paiioHa, 15 ronos.
2. Tlopogaa oBel MaHBIYCKUI MEpUHOC — KOJIX03-IuteM3aBof «Poccusy» Anana-
CEHKOBCKOr0 paiioHa, 15 romnos.



3. CesepokaBkazckas nopoja osell — CIIK minem3zaBon «Bocrox» CtenHoBCKo-

ro paiioHa, 15 rouos.

bapaH4YHMKH-TOZOBHYKH BCEX IOPOJ OBUIN 3I0POBBIMH, COICPIKAIHUCH B OITH-
MaJbHBIX YCJIOBHAX, HOJyYald HOJNHOIEHHBIH pamuoH nurtanus (Kamanrau-
koB A. II., 2003). I'enomuyro /IHK Beimensim u3 o0pas3moB KPOBHU, MOITyYEHHBIX
U3 SIPEMHOW BEHBI B aCENTHYECKHX yCJoBUsX. [IpoObl KpoBH OTOMpanu B Ipo-
oupku Vacutainer® co cradmmusaropom DJTA. JIHK Beiaensum u3 0,2 M KpoBU
¢ ucnonb3oBanneM Habopa PureLinkGenomic DNA MiniKit (Invitrogen, USA).
C 1esplo BBISBICHHUS MyTalid B TeHaX MPOBOAWIM LelieBOe 00OTaIlleHUue U T0-
clefyrolnee ceKBeHHpoBaHue mccienyeMbix ¢parmentoB JIHK. [lms oGoramie-
HUS IICJIEBBIX PETHOHOB HMCIOJb30Baau TexHonmoruto NimbleGen (Roche, USA).
30H/IbI [UIS LIEJIEBBIX PErMOHOB OBIIM pa3paboTaHbl B COTPYJHUYECTBE C (DUPMOii
Roche NimbleGen (USA). bubanorexu ¢pparmenros JJHK uccienyembix xuBot-
HBIX, TTOJITOTOBJICHHBIE B COOTBETCTBHUE C IpoTokoioM Rapid Library Preparation
Method Manual, nonsepranu npoueaype 000raleHns ¢ HCIIOIb30BaHUEM 30HI0B
NimbleGen SeqCap EZ Developer Libraries B COOTBETCTBHU ¢ TIPOTOKOIIOM TIPO-
m3Boautens (Roche, USA).

CexBenupoBanue rena MyoD1 ocyIecTBisuin ¢ MCIOIb30BaHUEM T€HOMHO-
ro cekBenaropa GS Junior (Roche, USA). Ilony4eHHble B pe3ynbraTe CEKBEHH-
poBaHusi (parMeHTHl KapTupoBaiu Ha pedepeHcHbId TeHOM Ovis aries cOOpKu
oviAri4.0 (https://www.ncbi.nlm.nih.gov, mara o6pamenus 29.06.2016) ¢ momo-
mpio mporpammHoro obecrieuenuss GS Reference Mapper v2.9 (Roche, USA).
Jis onucanns 0OHAPY)KEHHBIX OMHOHYKJICOTHIHBIX 3aMeH (SNP) mcrons3oBanach
Homenkiatypa HGVS (Human Genome Variation Society). Homenknarypa npu-
MEHSIaCh OTHOCHUTEIBHO TpaHckpunta NM_001009390.1 (https:/www.ncbi.nlm.
nih.gov/gene, nara odpamenus 11.12.2016) ra xpomocome NC_019472.2 (https://
www.ncbi.nlm.nih.gov, nata obpamenns 11.12.2016).

MsicHYI0 TPOAYKTUBHOCTB OBEL OLIEHHBAJIN COITTACHO MeTOHKe OLIEHKH Msic-
HOHM TIPOIYKTUBHOCTH oBell, paspadoranHoii THY CHUMXK Poccenpxo3akane-
mun (2009). [ TpHKU3HEHHOM OLIEHKHM MSICHOM MPOXYKTHBHOCTH y Ka)JIOTO
JKMBOTHOTO M3 OTBITHOW T'PYIIBI OBUIN B3SITHI TIPOMEPBI, XapaKTEPH3YIOIIHE 0CO-
OEHHOCTH PKCTephepa M 00Ilee pa3BUTHE: BBICOTA B XOJIKE, BBICOTA B KPECTIE, KO-
cas JUIMHA TYJIOBHIA, [TyOHHA TPYy/IH, IIUPHHA TPYIH 32 JOIMaTKaMu, 00XBaT rpyau
3a JIOIIaTKaMH, IHPHHA KpecTiia, 00XBaT ISICTH, ITOIyo0XBaT 3a/1a, LIMpUHA HosiCc-
HULBL. {71 TOMTHOM XapaKTepUCTHKU CTEIICHH Pa3BUTHS KMBOTHBIX HA OCHOBAaHUH
JaHHBIX TPOMEPOB 6I)IJ'II/I BBIYUCJICHBI MHACKCHI TCJIOCIIOKCHUSA: MACCUBHOCTH, C6H-
TOCTH, TPY/IHOH, Ta30IPYAHOH, KOCTUCTOCTH, PaCTSIHYTOCTH, JJIMHHOHOTOCTH, Tie-
pepocioctu. J{ist 6oree r1yO0OKOro n3ydeHust MSCHBIX KauecTB nocie 60-1HeBHOTO
OTKOpMa OBLI POU3BEACH KOHTPOJIBHBII YOOI BCEX MCCIIENyeMbIX OapaHYHKOB B
12-MecsuHOM BoO3pacTe. B Xoze ncciemoBaHns yUUTHIBAIMCE: KUBas Macca epe
OTKOPMOM, KHBasg Macca MOCJIe OTKOpMa, CPEAHECYTOUHBIH NPUPOCT, IpeayOoii-
Hasl J)KMBasi Macca, Macca BBITEKIIEH KpOBH, yOoiiHas Macca, Macca IMapHOW TyIH,
Kocasi JUIMHa TYIIW, Macca BHYTPEHHETO )KUpa, Macca IIeYeHH, Macca CeJIe3eHKH, a
TaKXKe IoKa3aTeIn MOp(OJIOrHIeckoro cocrana TyILH.



Pacuer mHzeKca reéHETHYECKOTO CXOJICTBA MEXJTY MOPOIAMH BBITIOJIHSIIN B IIPO-
rpamme Microsoft Excel 2016 (Microsoft, CILIA) o ¢popmynam M. Hes (1981). Cra-
TUCTUYECKUHN aHaIM3 pa3liMuuil moKaszareneil MACHON MPOAYKTHUBHOCTH MEXIY K-
BOTHBIMH C Pa3HBIMH T€HOTHIIAMH BBHIIONHSIH B mporpamme Microsoft Excel 2016
(Microsoft, CIIA) ¢ ucronb3oBanueM t-recta CTbrogeHTa. JI0CTOBEpHBIME CUUTATH
paznuuust ipu p<0,05. [IporpammubIii ananu3 nocnenosarensHocten JJHK s BoisiB-
JICHHS! KOAMPYEMBIX aMHHOKHCIIOTHBIX MOCIIE0BATEILHOCTEN TIPOBOAMIIH C UCTIONB30-
BanueM nporpammuoro obecrieuenust Unipro UGENE 1.15.1 (Unipro, Poccus).

3. PE3VJIBTATBI COGCTBEHHBIX UCCJEIOBAHUI
B manHOM pazzmene u3I0KeHBI pe3ynbTaThl HAyYHBIX UCCIEIOBAHNH, OITyOINKO-
BaHHBIE B HAYYHBIX CTAThAX KaK CAMOCTOSITENIbHO, TaK U B COABTOPCTBE.

3.1. Crpoenue rena-kanaugara MyoD1 y oBeny poccHiiCKHX OPOJL OBeLl

CexBennpoBanre reHa MyoD1 u ero umaHkupyromux oOmacTeil O3BOINIO
BEISIBUTH B CTPYKType TeHa MyoD1 y oBert poccuiickux mopon 47 yaactkoB JJHK,
CoJIep KaIINX OMHOHYKJIeOTHAHbIe 3aMeHsI (Tabnmma 1).

UYeThlpHaa[aTh MyTalldii HE BHECCHBI B OOIIEMHPOBYIO 0a3y maHHBIX dbSNP
NCBI u BoisiBaensl Hamu BrepBbie: €.-1608C>T, c.-1603G>T, c.-1578G>A,
¢.-932G>T, ¢.245C>T, ¢.247G>T, ¢.254G>T, ¢.270C>G, ¢.*473G>T, c.*706A>G,
¢.*1258G>T, ¢.*1834G>A, ¢.¥*1839G>A, ¢.¥*1961A>T. U3 47 BBISBICHHBLIX 3a-
MeH 30 SNP sBnstoTcst oOImMMHU UTS KHBOTHBIX BCEX HM3Y4aeMBIX mopoxa. B 5'-
¢mankupyromeii odmacti rena MyoD1 BeIsiBiIeHO |7 OTHOHYKIICOTHAHBIX 3aMEH.
JlecsiTh M3 HUX SBJISIOTCSI OOLIMMU JUIsl BCEX HMCCIEAyeMbIX Mmopox. Tpu 3amMeHb
HaiifieHs! BIepBbIe U paHee He onucaHbl: ¢.-1608C>T, c.-1603G>T, c.-1578G>A.
B o6nactu sx30Ha 1 u3 15 BeIsIBICHHBIX 3aMeH yeThipe SNP —¢.245C>T, ¢.247G>T,
¢.254G>T, ¢.270C>G — paHee He omucaHbl, 14 MyTamii 00HapYKEHBI y BCEX TPeX
HCCIIeIOBAaHHEIX mopoi. B 3'-HeTpancmupyemoii obmactu reHa MyoD1 BBISBIECHBI
4 OTHOHYKJICOTHIHBIE 3aMeHBI, 3aMeHbI C.*473G>T, ¢.*706A>G BBIABICHBI BIEp-
Bbie. MyTarust ¢.¥*486A>C sipisieTcst o01eit st Tpex mopoa. B 3'-drankupyrorieit
obnmactu rera MyoD1 BeisiBieHo 11 Myranuid, maTh U3 KOTOPBIX OOHAPYKEHBI y
BCeX HcciaeqoBaHHbIX Topox. Myrarmu ¢.*1258G>T, ¢.¥1834G>A, ¢.*1839G>A,
¢.*1961 A>T BBISIBIICHBI BIIEPBBIC M OTCYTCTBYIOT B 0aze maHHBIX NCBI.

3.1.1. Ioaumopdusm rena-kanauaara MyoD1 y oBell cTaBpONOJIbCKONH MOPObI

B pesynbrare npoBEAEHHOIO MCCIENO0BAaHUS B KOAUPYIOLIMX U PErYJISATOPHBIX
yuactkax reHa MyoD1 y oBel cTaBpONOJIBCKOM MOPObI HAMU OBIIIO OOHApYIKe-
HO 37 oxHoHyKJIeoTHIHBIX 3aMeH (Tabmmna 2). [lecars 3aMeH BBISBIEHBI BIIEp-
Bele: ¢.-1608C>T, c.-1603G>T, c.-1578G>A, ¢.245C>T, ¢.247G>T, ¢.254G>T,
c.270C>G, ¢.*473G>T, ¢.*1839G>A, c.*1961 A>T, nadopmanms mo HIM B Oaze
nannbix dbSNP NCBI ne npencrasiena. B 5'-dumankupyroreit odnactu rena pac-
nonoxeHsl Tpu SNP, B 5k30He 1 HaxoAsTCs YeThIpe 3aMeHbl, B 3'-HeTpaHCIUpyeMon
obnactu HalijieHa oiHa MyTanyst, B 3'-(iaHKupyIolei obnacTn oOHapyKEeHBI JIBe
3aMEHBI.
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Tabauua 1 — OnHOHYKIIEOTHAHBIE 3aMeHbI B TeHe MyoD1

Y OBCI UCCICAOBAHHBIX TOPOI

Ne TTopospt
w/n Tlonumopduzm Peruon MM CK T
1 c.2112C>G

2 c.-1807C>T

3 .- 1806A>G

4 ¢-1687T>C

5 .-1608C>T

6 c.-1607C>A

7 ¢.-1603G>T

3 c.-1578G>A P
9 c.-1447C>T p 1Py

10 c-1235G>A obniacts

11 c.-1176A>G

12 ¢-932G>T

13 ¢-910G>T

14 ¢.-909G>T

15 ¢.-880G>A

16 c-637C>T

17 c.-412G>T

18 c. 244C>A

19 c. 245C>T

20 ¢. 247G>T

21 ¢.254G>T

22 ¢.260G>C

23 c262C>T

24 ¢.270C>G

25 ¢.275C>A Sson 1

26 ¢.277C>G

27 c.278C>A

28 ¢.280C>T

29 c282C>A

30 c.288C>A

31 ¢.326T>C

32 c.484C>T

33 c.*442C>T ,

34 CF4T3GST 3-UTR

35 C*486A>C HeTpaI-éanpyeMaﬂ
36 c.*706A>G 0bacTR

37 ¢.*825G>C

38 ¢.*1258G>T

39 ¢.*1279A>C

40 c.*1379G>A

41 c*¥1561G>A 3. pramcpysomas
Iy c*1834G>A 063’;23’5

43 ¢.*1840C>T

44 C.¥1839G>A

45 c.*1961A>T

46 ¢.*2065A>G

47 c*2171A>G + +

Tpumeuanue. CepbIM LBETOM BbIICIICHBI OJHOHYKIICOTHIHbIC 3aMEHbI, 0OHAPYKCHHBIE Yy BCEX TPEX HC-

CJICIOBAHHBIX MOPOA.

9



Tabnuua 2 — Bapuantel reHoTnnos rera MyoD1
y OBEIl CTaBPONOJIBLCKON TTOPOJBI

O06macTb reHa [Mommmopdusm A|B D F

c.-2112C>G
c.-1806A>G
c.-1687T>C
c.-1608C>T
c.-1603G>T
5'-¢pmankupyromas c.-1578G>A

obacTb c.-1235G>A
c.-910G>T

c.-909G>T
c.-880G>A
c.-637C>T
c.-412G>T
c.245C>T
¢.247G>T
c.254G>T
¢.260G>C
c.262C>T
¢.270C>G
c.275C>A
¢.277C>G
c.278C>A
c.280C>T
c.282C>A
c.288C>A
¢.326T>C
c.484C>T
3'-UTR c.*442C>T

Dx30H 1

HeTpaHcIupyemas c.*473G>T
obJacTh c.*486A>C
c.*825G>C
c.*1279A>C
c.*1561G>A

3'-¢pankupyromas c.*1840C>T
obacTb c.*1839G>A
c.*1961A>T

¢.*2065A>G

c.*2171A>G

Hpmzeual—tue. Tomo3uroTHbIN BapuaHT MYTAHTHOI'O aJUICJIS BBIICJICH YE€PHBIM LIBETOM, I‘eTepO3HI‘0THBII>’I
BapuaHT BBIJCJIICH CEPBIM LIBETOM, TOMO3UTOTHBIN BapuaHT aJuIeJs paClpOCTPAaHECHHOI'O TUIlA BBIACICH

6eJIBIM IIBETOM.

[To xomm4ecTBy OOHAPY)KEHHBIX OIHOHYKJICOTHIHBIX 3aMCH M WX PAacIIoo-
JKEHHIO B CTPYKType reHa MyoD1 Obutn BBIICICHBI TEHOTHUIIBI U IBE TTOATPYIIIIHI,
YCIIOBHO 0003Ha4ueHHbIe OykBamu oT A 10 K. Hanmensiee konuaectBo 3ameH (15)
nmeet renotun F. Hanbonbmee konnyectBo 3amed (29) umeer renotun G.
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3.1.2. Moamumopdusm rena-kanauaara MyoD1
y oBell MOPOAbI MAHBIYCKUI MepHHOC

B xone uccnenoBanust B cTpykType reHa MyoD1 y oBeIl mopoabl MaHBIUCKHIA
MEPUHOC HaMHU ObUIO BBIABICHO 39 omHOHYKJICOTHAHBIX 3ameH (Tabnuma 3). U3
HuX oxuHHAAUATh SNP ObuTH HaliICHBI BIICPBBIC, OCTANBbHBIC 28 BHECEHBI B 0a3y
nmanebix dbSNP NCBI. B 5'-¢pnankupyromieif 00NacTH JIOKaJIU30BaHBI JTBCHA/I-
nare SNP, u3 HuX Tpu MyTauuu BbIABIeHB! Brepsble: c.-1608C>T, c.-1603G>T,
c.-1578G>A. B kommpyromeli obmacti rena MyoD1 oOnapyXeHO 4eTbIpHal-
LaThb OJHOHYKJIEOTHIHBIX 3aMEH, U3 HUX YEThIpE paHee He onucaHbl: ¢.245C>T,
¢.247G>T, ¢.254G>T, ¢.270C>G. B 3'-HeTpaHCIHpYyEMOii 00IACTH BBISBICHO 4 My-
tarun: c*442C>T, ¢*473G>T, c*486A>C, c*706A>G, u3 Hux 3amena c.*486A>C
HalieHa HaMu BHepBbIe. B 3'-¢pmankupyromeii 061acTi BRISABICHO IEBATh MyTa-
ui, u3 KoTopsix 1Be SNP panee He onucanbl: ¢*1258G>T, c*1839G>A.

B 3aBHCHMOCTH OT KOTMYECTBA U COUETAHHS OAHOHYKJICOTHIHBIX 3aMEH, a TaK-
’Ke UX PacIoJIOKEeHUs B CTpyKType reHa MyoD1 y oBer moposbl MaHBIUCKUI Me-
PHHOC MBI BBIACIHIN HECKOJIBKO T€HOTHIIOB M ITOATPYIII, YCIOBHO 0003HAYHMB MX
OyxBamu ot A 10 M. Haubonbiee konuyectBo 3ameH (28) nmeer renorun A. Hau-
MEeHbIIIee KOJM4ecTBO 3ameH (21) umeer reHotun K.

3.1.3. lMosimmopdusm rena-kanauaara MyoD1
Y OBeIl CeBEPOKABKA3CKOM MOPOIBI

B pesynbsrate npoBeneHHOM paboTH HAMHU OBLIO BBISIBICHO 39 OMHOHYKICOTH/I-
HBIX 3aMEH B PETYJATOPHBIX U KOAMpPYIOLMX yyacTkax reHa MyoD1 y oBen cee-
pokaBkasckoif mopoxs! (Tabmuta 4).

W3 nux omuuuaanars SNP Obuin BbisiBIIeHB! BriepBble. B 5'-¢uankupyronieit 00-
JIaCTH TeHa HaxomsaTcs 4 3aMeHsl: ¢.-1608C>T, ¢.-1603G>T, c.-1578G>A, ¢.-932G>T.
B obOmactu sk30ona 1 pacnonoxersl 4 SNP: ¢.245C>T, ¢.247G>T, ¢.254G>T,
¢.270C>G. B 3'-HerpaHcinupyemoii o0iacTH BbIsiBIeHa ofHa 3aMeHa c.*706A>G.
B 3'-¢nankupyromieii 001acTH TeHa PACIONOKCHBI jJBe Mytanuu: c.*1258G>T,
c.*1834G>A.

B 3aBrcHMOCTH OT KOJIMYECTBA M COUETAHHsI OIHOHYKJICOTUIHBIX 3aMEH, a TaK-
JKe MIX PacIIONIOKEHHUs B CTPYKType TeHa MyoD1 y oBell ceBepoKaBKa3CKo# Opo-
JIbI OBLTH BBIJICIICHBI TCHOTHITHI M TIOATPYIITEL, KOTOPBIE MBI YCIIOBHO 00O03HAYMITH
oyxBamu oT A 1o N. Hanbompiree kommaecTBo Mytanuii umeer renorun G. Han-
MeHbIIIee KOMMIeCTBO 3aMeH UMeroT reHoTuriel M u N1. T'enorun N2 otimuaercs
ot reHotuna N1 Hanmu4reM IBYX 3aMeH — ¢.-1235G>A, ¢.*1279A>C.

Hanugre 00p1110T0 KOTMYECTBA TEHOTUIIOB Y OBEII CEBEPOKABKA3CKOW ITOPOIHI,
OTIIMYAKOIINXCA l'IOJ'IHMOp(i)HSMOM OTACJIbHBIX YYaCTKOB I'€¢Ha, TOBOPUT O TOM, YTO
MopoJia TeHETHYEeCKH HeOoqHOpoAHas. sl CeleKIMOHHOM paboThl CeBepOKaBKa3-
CKasl [I0pO/Ia SIBJISIETCS MEPCIEKTUBHOM, TaK KaK BO3MOYKHO 3aKpeIlieHne 00JIbIIOro
KOJINYECTBA BAPUAHTOB I'eHA B MOIYIISIHH.
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Tabnuua 3 — Bapuantel reHoTnnos reaa MyoD1
Y OBEIl IIOPObI MAHBIUCKHH MEPHHOC

OO6acTh reHa

THomamopduzm

H

A|B|C

5'-¢nanku-
pyroras o0acTb

c.-2112C>G

c.-1807C>T
c.-1806A>G
c.-1687T>C
c.-1608C>T
c.-1603G>T
c.-1578G>A
c.-1447C>T

c.-1235G>A

c.-880G>A

c.-637C>T

c.-412G>T

DK30H |

c.245C>T
c.247G>T
c.254G>T
¢.260G>C
c.262C>T
c.270C>G
c.275C>A
c.277C>G
c.278C>A
¢.280C>T
c.282C>A
c.288C>A
c.326T>C
c.484C>T

3'-UTR
HETpaHCIIpyeMast
o0macTh

c.*442C>T

c.*473G>T
c.*486A>C
c.*706A>G

3'-¢maHKu-
pytomas obmactb

c.*825G>C

c.*1258G>T
c.*1279A>C
c.*1379G>A

c.*1561G>A

c.*1840C>T

c.*1839G>A

c.*2065A>G

c.*2171A>G

Ipumeuanue. ToMO3UTOTHBII BAPUAHT MyTAaHTHOI'O aJIJIeIIsl BBIACICH YE€PHBIM I[BETOM, TE€TEPO3UTOTHBII
BapUAHT BBIJIEJIEH CEPBIM LBETOM, FOMO3UIOTHBIH BapHaHT ajjess paclpoOCTPaHEHHOTO TUIIA BbIIEIEH

O€JIBIM I[BETOM.
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Tabnua 4 — Bapuantsl renotunos rena MyoD1
y OBEIl CEBEPOKABKA3CKON IOPOJIBI

O0macTb TeHa IHomumopdusm | A | B

c.-2112C>G
c.-1807C>T
c.-1806A>G
c.-1687T>C
c.-1608C>T
c.-1607C>A
c.-1603G>T
c.-1578G>A
c.-1447C>T
c.-1235G>A
c.-1176A>G
c.-932G>T
c.-880G>A
c.-637C>T
c.-412G>T
c. 244C>A
c.245C>T
c.247G>T
c.254G>T
¢.260G>C
c.262C>T
¢.270C>G
c.275C>A
c.277C>G
c.278C>A
c.280C>T
c.282C>A
c.288C>A
c.326T>C
c.484C>T
3'-UTR =etpaHc- c.*486A>C
nupyemas obsiacTb c.*706A>G
c.*825G>C
c.*1258G>T
c.*1279A>C
3'-¢pmankupyromast | c.*1379G>A
obnacTb c.*1561G>A
c.*1834G>A
c.*1840C>T
c.*2065A>G

S'-pnankupyromas
obmacTp

DKk30H 1

Ipumeuanue. [OMO3UTOTHBII BAPUAHT MYTAHTHOTO AJIJICIS BBIACICH YEPHBIM [[BETOM, TETEPO3UTOTHBII
BapHUaHT BBIJICJICH CEPBIM LIBETOM, TOMO3HUTOTHBIN BapHaHT aJljIessk paCIpOCTPAHEHHOTO TUIIA BBIZCICH
OeJIBIM IIBETOM.
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3.1.4. CpaBHUTe/IBbHBIH aHAIN3 NoJuMopdu3Ma reHa-kanauaara MyoD1
y Tpex HccaeJ0BAHHBIX POCCHIICKHUX MOPOJ OBell

Ha ocHoBanuu cexkBeHupoBaHus reHa MyoD1 oBem mopoj cTaBpOIMOIbCKOH,
CEBEPOKABKa3CKONH M MAHBIUCKHH MEPHUHOC BBIIBICHBI YaCTOTHI BCTPEYAEMOCTH
SNP. ¥V uzyuaembix noposa B 5'-¢uankupyrorieii oonactu Hamu oOHapysxeHo 10 00-
X OJTHOHYKJICOTUIHBIX 3aMeH. B obmactu sx30Ha | Hamu HalijeHo 14 myTtarmmid.
B 3'-UTR nerpancnupyemoii obnactu BeisiBieHa 4 3ameHbl, B 3'-(uaHkupyrormeit
00nacTH BBISBIECHO 5 3aMeH. PacronoxeHue ofHOHYKICOTHIHBIX 3aMEH B KOJU-
PYIOIIUX M PEryIATOPHBIX obnacTsx rena MyoD1 y Tpex uccieqoBaHHBIX TIOPOJ
MOXOXKEe, OJIHAKO MPUCYTCTBYIOT OTINYHs. Hamu BBISIBICHBI MyTalMH1, HAlICHHBIE
TOJIBKO Y OBEIl CTaBpOIoibckol mopossl: ¢.-910G>T, ¢.-909G>T, c.*1961A>T. 3a-
MeHBI ¢.-1607C>A, ¢.-932G>T, ¢.244C>A, ¢.*1834G>A BBISBJICHBI TOJBKO y OBEII
CEBEPOKABKAa3CKOW MOpOAbL. Y OBEIl TOPOJbl MaHBIYCKHH MEPHHOC YHHKaJIbHBIX
3ameH He Haitneno. Myranuu ¢.-1608C>T, ¢.-1603G>T, c.-1578G>A oOHapykeHbI
Y KaXJIOH M3 N3y4aeMbIX TIOPOJI, OHU SIBJISIOTCS paHee HE ONMUCAHHBIMH.

3.1.5. Bzanmocss3b noauMopdusma rena-kananaara MyoD1 ¢ nokasaressimu
MSICHO¥ NPOAYKTHBHOCTH Yy OBell CTABPONOJIbCKOI MOPOIbI

B Xone cpaBHUTETBHOIO aHaIM3a MPMKU3HEHHBIX MOKa3aTesiel MICHOH mpo-
JIYKTHBHOCTH 0apaHYMKOB-TOJIOBUYKOB CTaBPOIOJIBCKOM TMOPOIbBI, TOMO3UTOTHBIX
mo pedepercHomy amiento c.-1687T, U GapaHUNKOB-TOJOBUYKOB, HECYIIHX MY-
TaHTHBI anyens ¢.-1687C, BoIsBIEHB! JOocTOBEepHbIe paznuuus. [lupuna rpyau y
OBCII C HAJTMYUECM B CTPYKType reHa MyTaiu ¢.-1687T>C noctoBepHO 0oJIblIe HA
10 %, uem y oBeI1 C AMKUM TeHOTUTIOM. [ JTyOrHa IpyaH )KUBOTHBIX, Y KOTOPBIX ITPHU-
CYTCTBYET JaHHasl MyTallus, JOCTOBEPHO Ooublne Ha 6 %, IUPHHA CIIMHBI OOJIbILE
Ha 11 %, yeM y *KUBOTHBIX, HE UMEIOIUX JAHHYIO MyTALHUIO.

CpaBHMTEIBHBIN aHaIN3 YOOMHBIX TOKa3aTesied OBell CTaBPOIOJIBCKOW TOpOo-
JIbl MEXJYy HOCHUTEISIMA MYTAIlUd U OBELl C JUKUM T'€HOTHIIOM IOKa3aj, YTO >KU-
Basi Macca IepeJi OTKOPMOM U JKHBasi Macca mocye oTkopma Ha 17 % 1ocTtoBepHO
Oonbliie y OapaHYMKOB-TOOBUYKOB, HECYIIMX MyTaHTHBIH amiensb c.-1687C, uem y
0apaHYMKOB-TOJJOBMYKOB C FEHOTHIIOM JiKoro Tuna. [IpenyOoiinas xuBas mMacca U
yOoliHas Macca TyIH y 0apaH4YMKOB C MyTaHTHBIM ajuieneM c.-1687C taxxke Ha 17 %
JIOCTOBEPHO 0OJIblIIEe, YeM y OapaHuMKOB, HE UMEIOIMX MyTanuto. JKHMBOTHEIE C 3a-
MEHOH B '€HOTHIIE IPEBOCXOMAT KUBOTHBIX C JUKMM F€HOTHIIOM 10 Macce MapHOU
Ty Ha 17,5 %. Y KHMBOTHBIX ¢ MyTalueil abcoyoTHas Macca MSIKOTH TYIIW Ha
29 % nocToBEpHO OOIBIIIE, YEM Y JKMBOTHBIX C IMKUM TeHotunoM (PucyHok 1).

[Tonmy4yeHHbIe pe3ynbTaThl MO3BOJSAIOT CAEIATh 3aKIIOUEHHE O TOM, YTO Y OBEI]
CTaBPOMNOJIbCKON MOpoabl 3aMeHa ¢.-1687T>C acconuupoBaHa ¢ BBICOKMM ypOB-
HEM MSICHOM TPOIyKTUBHOCTH.

AHani3 NMpHKU3HEHHBIX MOKa3aTelnell MsSCHOM MPOAYKTHBHOCTH OapaH4YMKOB-
TOJIOBUYKOB CTaBPOIOJBCKON MOPOJBI MOKAa3ajd JOCTOBEPHBIC pa3IMUUs MO IIH-
pune rpyau Ha 13,3 % Mexay GapaHuMKamu, HeCyluMH myTtamuio c.*2171A>G,
n OGapaHUYMKaM{ C JAUKAM T€HOTUNOM. JKMBOTHBIE, HECYIIME MYTaHTHBIH ajlielb
¢.*2171G, 1o TpyIHOMY HHJICKCY JOCTOBEPHO MPEBOCXOST Ha 8 % OapaHYMKOB,
HECYILUX TeHOTHII UKOTO THIIA.
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JKusas macca JKusaimacca IlpemyGoiimas Macca mapHoit AGCOMIOTHAA
Tepen TIOCTE OTKOPMA  sKHBAA Macca Ty Macca MAKOTH
OTKOPMOM

~Tegoran TT ®Tenormnn TC, CC

Pucynox 1 — OcHoBHBIE yOOIHbIE TOKa3aTe N OapaHYMKOB CTaBPOIOIBCKOH
TIOPOJIBI C PA3TMYHBIMHU ayutessiMu reHa MyoD 1 1o ofHOHYKJI€oTHIHOH 3aMeHe
c.-1687T>C

[Tpu cpaBHUTEIFHOM U3Y4Y€HHH YOOMHBIX IOKa3arelied OBell CTaBPOIOJILCKOH
MOPOJIBI OBLTO BBISBICHO, YTO HOCHUTENH MyTanuu c.*2171A>G noctoBepHO mpe-
BOCXOZST Ha 15 % JKMBOTHBIX C JUKMM T'€HOTHIIOM IO YXMBOM Macce Iepes OT-
KOPMOM, JKUBOW Macce TOociIe OTKopMa M Ipeay0oifHo kuBoii Macce. JKHUBOTHBIE
¢ MyTaHTHBIM ayteneM ¢.*2171G mpeBocxomar Ha 15 % KMBOTHBIX C AUKHM TO-
MO3HTOTHBIM BapHaHTOM 0 Macce MapHOoW Tymd. Takxke OapaH4YMKH C ajuiesieM
¢.*2171G npeBocxonsat Ha 21 % OGapanunkoB ¢ ayuienem ¢.*2171 A B rOMO3UTOTHOM
BapHaHTe M0 a0COOTHOH kuBoi Macce (PucyHok 2).

JKuBat macca JKuBad macca [IpenyGoitHas Macea mapHoit AGcomroTHas
acpen MOC/IC OTKOPMA  JKHBaA Macca TYIIH Macca MAKOTH
OTKOPMOM

Al'enotan I'l'  W1'emorumbl 1C, CC
Pucynok 2 — OcHOBHBIE yOOiTHBIE ITOKa3aTeNn 6apaHIMKOB CTaBPOIMOIBCKOH

MOPOABI C PA3TUYHBIMU aJIeNsiMu reHa MyoD1 1o omHOHYKJICOTHAHOM 3aMeHe
c.*2171A>G

ITomy4eHHbIe pe3yabTaThl MO3BOJISIOT CAETATh BHIBOA O TOM, UTO Y OBEI] CTaB-
ponosbcKoit mopoabl 3ameHa ¢.*2171A>G accolMupoBaHa ¢ BHICOKUM YPOBHEM
MSICHOH IPOJYKTUBHOCTH.
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3.1.6. Bzanmocssi3b noauMopduszma rena-kanauaara MyoD1 ¢ mokazaressimu
MSICHO¥ NMPOAYKTHBHOCTH Yy OBell MOPOIbl MAHBIYCKHII MepHHOC

B Xone cpaBHUTENBHOIO aHajIM3a MPIKU3HEHHBIX MOKa3aTesel MSCHOM mpo-
JyKTUBHOCTH OapaHYMKOB-TOZOBHYKOB ITOPOIEI MAHBIYCKUI MEPUHOC, TOMO3HIOT-
HBIX TI0 pedepeHcHOMY amnento ¢.-1235G, u 6apaHINKOB-TOJOBHYKOB, HECYIIINX
MYTaHTHBIH amens c.-1235A, BBIABICHBI HOCTOBEpHBIC pa3inuyus. JKUBOTHBIC C
3aMEHOI B '€HOTHIIE MPEBOCXOIAT KHUBOTHBIX C JUKUM T'€HOTHIIOM IIO BBICOTE B
xonke (6,77 %), BeicoTe B kpecTie (6 %), e kpectna (7,88 %), rybune rpyau
(4,23 %), mo uHACKCY MacCUBHOCTH (8,2 %), mo unaekcy pactsaytoctH (5,71 %).

CpaBHUTENBHBIN aHaiIM3 yOOWHBIX MMOKa3aTeleld y OBell IMOPOJbl MAaHBIUCKUH
MEPUHOC MEKY )KUBOTHBIMU C AUKUM THUIIOM U HOCUTENISIMUA MyTaluu c.-1235G>A
MIOKa3aJI, 9TO ’KHBAsi Macca Iepesi OTKOPMOM, KHBasi Macca Iociie OTKOpMa U TIpey-
Ooiinas >xuBas Macca Ha 9 % HOCTOBEpHO OOJIbLIE Y )KUBOTHBIX, HECYIIINX MyTaHT-
HBIN anenb c.-1235A, yem y GapaHuMKOB, He UMeOIMX MyTanuio. [1o yOoiiHoit
Macce TyIIU ¥ Macce MapHOW Tyl OapaH4uKu, Hecylue 3aMeny c.-1235A, mpe-
BOCXOJAT OApaHYHMKOB C TUKAM reHOTHITOM C.-1235G Ha 11 %. AbcomoTHas Macca
MSIKOTH Y )KHUBOTHBIX € 3aMEHOH JIocToBepHO Oorbie Ha 15,1 %, 4eM y )KHBOTHBIX
C IMKAM TOMO3HUTOTHBIM BapuaHToM (PrucyHok 3).

JKupas macca  JKmpas macca  IlpenyGoiizas  Macea mapHoit  AGcomoTHas
TEpen TOCTIC OTKOPMA  JKHMBajd Macca TYLIHR MAacca MAKOTH
OTKOPMOM

~Tenoren TT ®Terorens TC, CC

Pucynoxk 3 — OcHoBHBIE yOOIiHBIE MTOKa3aTeNnn 0apaHIMUKOB MOPOJIBI MAHBIYCKUH
MEPHHOC € Pa3InYHBIMU e iMu reHa MyoD1 1o oHOHYKJICOTHIHO 3aMeHe
c.-1235G>A

Vcxonst M3 MOMyYEHHBIX JaHHBIX, IPU U3YYEHUHU 3aMeHBI C.-1235G>A MOxHO
CJIe1aTh 3aK/II0UEHHUE: YTO Y OBl TOPO/Ibl MAaHBIYCKUI MEpUHOC 3aMeHa c.-1235G>A
ACCOIMMPOBAHA C BBICOKUM YPOBHEM MSICHON NPOLYKTUBHOCTHU. JOCTOBEPHOCTH
pa3HYmii MEXIy KHBOTHBIMH C Pa3HBIMH aJUICISIMH ITO3BOJISCT PEKOMEHIOBAThH
JAHHYIO 3aMEHY U NCTIONB30BaHMs B MapKep-OPHEHTHPOBAHHON CENEeKIINH.

[Ipu cpaBHUTETHPHOM aHanMHM3e yOOWHBIX MOKa3aTelel OBEIl MOPOJIbl MaHbBIU-
CKUI MEpPUHOC MEXAy OapaHuYMKaMy C AMKAM T€HOTHUIIOM M HOCHTEIISIMH MYTa-
it ¢.¥442C>T u ¢.*473G>T BbISIBICHBI TOCTOBEPHBIC pa3inyusi. Y KUBOTHBIX,
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TOMO3HMTOTHBIX 110 MYTaHTHBIM ajuiensim ¢.*442T u ¢.*473T xuBas mMacca nepen
OTKOPMOM, JKMBasi Macca Iocie 0OTKoOpMa, IpeayOoiiHas xKuBasi Macca, Macca rap-
HOIl Ty M abCONIOTHAsE Macca MSKOTH JOCTOBEPHO MEHbIIE, YeM Y JKHBOTHBIX,
TOMO3HTOTHBIX IT0 IUKOMY ajutenro ¢.*442C u ¢.*473G. Hanu4ane B cTpyKType TeHa
MyoD1 y oBerr mopoxsl MaHBIYCKHHA MEPHHOC MYTAaHTHBIX ayutenei ¢.*442C u
¢.*473G yka3bIBaeT Ha BHICOKHI YPOBEHb MSCHOH MTpoayKTHBHOCTH (PUCyHOK 4).
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JKuBasa macca  JKuBas macca IIpenmyCoifmas Macca mapeoii  AfcomoTras

nepen [ocne OTKOpMa  JKHBasd Macca TyLTH Macca MAKOTH
OTKOPMOM

~Temoran TT ®T'emoranmwl TC, CC

Pucynox 4 — OcHOBHBIC YOOITHBIC ITOKa3aTeN OAPaHINKOB ITOPOIBI MAHBIUCKUAN
MEpPUHOC € Pa3INIHBIMH auiensiMu TeHa MyoD1 1o oqHOHYKJICOTHIHBIM 3aMe-
HaMm ¢.*442C>T u ¢.*473G>T

3.1.7. Bzaumocssi3b noaumMopgusma rena-kanaugara MyoD1 ¢ nokazaressimu
MS$ICHO¥ NPOAYKTHBHOCTH y OBell CEBEPOKABKA3CKOIl MOPOAbI

Hanmaue B ctpykrype rena MyoD1 y GapaHOB ceBEpOKaBKa3CKOM IMTOPOIB My-
TaHTHOTO ayutess ¢.*1279C sBnsercs MapkepoM-KaHANIATOM HU3KOTO YPOBHS MsIC-
HOM TIPOYKTUBHOCTH. [Ipy cpaBHUTENILHOM aHaJIM3e YOOMHBIX IMOKa3aTelei OBell
CeBepOKaBKaﬁiCKOfI opoAbl MEXKIY 6apqu1/H<aM1/1 C JUKHUM I'€HOTHUIIOM U HOCHTEC-
asiMu myTatuu ¢.*1279A>C BbISIBICHBI JIOCTOBEPHBIE pa3yinuusi. Y KMBOTHBIX,
TOMO3HUTOTHBIX [0 MyTaHTHOMY ajutenio ¢.*1279C, xuBas Macca repes OTKOpMOM,
JKMBasi Macca Iocie OTKoOpMa, IpeayO0oiiHas KuBas Macca, Macca MapHOW TyIIH U
a0CoIOTHAsA Macca MAKOTH JJOCTOBEPHO MEHBIIIE, YEM Y JKUBOTHBIX, TOMO3HTOTHBIX
mo aukoMy ajutento ¢.*1279A. Hannure B cTpykrype rena MyoD1 y oBelr ceBepo-
KaBKa3CKoW rmopoysl ajmens ¢.*1279A yka3piBaeT Ha BBICOKMH ypOBEHb MSICHOI
npoayktuBHocTH (PucyHok 5).

B cBs31 ¢ TeM 4TO 10 OONBIIMHCTBY MOKa3aTeNeil MICHOW NPOAYKTHBHOCTH HeE
00HAPYKEHO JOCTOBEPHBIX Pa3Iuunii MEXIy OapaHUYMKaMH-TOJOBUYKAMH, TOMO-
3UTOTHBIMH IO TUKKAM ajutessiM ¢.-412G, ¢.-1235G, n 6apaHInKaMU-TOTOBHYKAMH,
HECyIUMHU MyTaHTHBIEe aiutenu c.-412T, c.-1235A, caenaHo 3akIIOYEHHE O TOM,
YTO y OBEI] CeBEpOKaBKa3CKoil mopoasl 3ameHs! ¢.-412G>T, ¢.-1235G>A ne acco-
LIUMPOBAHBI C YPOBHEM MSICHOW MPOTYKTHBHOCTH.
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Kmpad macca  JKmBad mMacca llpemyOoiiHaa Macca mapHod — AOCONIOTHAA
Teper, TOC/e OTKOPMa  JKHEad Macea TyIH Macca MSKOTH
OTKOPMOM

~Tesoran TT ®wTersotanel TC, CC

Pucynox 5 — OcHoBHBIE yOOIHBIE OKa3aTe N 0apaHIMKOB CEBEPOKABKA3CKON
MIOPOJIBI C Pa3IMUHBIMU ajuIesiMu reHa MyoD1 1o oHOHYKJIEOTUIHOW 3aMeHe
c.*1279A>C

3.1.8. Ayutenu rena MyoD1, cBsi3aHHbIE ¢ TOKA3aTeJISIMU
MSICHON NPOAYKTHBHOCTH y OBeIl POCCHIICKUX MOPOJ

HawryummMu moka3aressiMu IpOIYKTHUBHOCTH B CTaBPOIIOIECKOH ITOpoIe 00ma-
JTAIOT HOCHUTENIN MyTaHTHBIX ajueneii ¢.-1687C u ¢.*2171G. B mopome MaHBIYCKHIA
MEpPHUHOC TIOKA3aTEIIIMH BBICOKOH MACHOM POIYKTUBHOCTH 001aar0T OapaHImKH,
HECyIINe MyTaHTHBIN ajuiens c.-1235A u anieny AUKOTo THUIIA B TOMO3UTOTHOM CO-
crostauu ¢.*¥442C u ¢.*473G. Cpenu 6apaHUYNKOB-TOJOBUYKOB CEBEPOKABKA3CKOM
TTOPOBI BEICOKUMH TTOKA3aTEIIIMH MSICHOM IIPOAYKTUBHOCTH O0JIIAt0T )KHBOTHEIC,
B TEHOME KOTOPBIX B TOMO3HTOTHOM COCTOSIHUHM HAaXOJHUTCS aiuiels ¢.*1279A.

HexenatensHBIMU aTeNsIMA [T OapaHYMKOB-TOTOBHYKOB CTaBPOITOIBCKOM
TTOPOJIBI SIBJISTFOTCSI JIJIeN JUKOTo THra ¢.-1687T u ¢.*2171A, nsist ®KUBOTHBIX TTO-
POJBI MAHBIUCKUN MEPUHOC — aJlieh TUKOTO TUMA C.-1235G 1 MyTaHTHBIE aJIIeNn
c.*442T u ¢.*473T. lnst ocobeii ceBepoKaBKa3CKOM MOPOJIbI HEXKEIIATEIbHBIM SIB-
nsierest ayvtens ¢.*¥1279C. Hocurenn 3THX ajuieliell OTIIMYaroTCs TOHKCHHBIMHE
MTOKA3aTeIISIMU MSICHOM TIPOIYKTUBHOCTH.

Taxwmm 006pa3zoM, B KadeCTBE MapKEPHBIX ajlIeei-KaHANIaTOB MSICHOM IIPOAYK-
TUBHOCTH JIJIs1 OBEII CTaBPOIIOJIECKOM TIOPOJIBI PEKOMEH/TYETCS HCIIOIB30BaTh ajlie-
au ¢.-1687C u ¢.*2171G, s )KUBOTHBIX MOPOJIBI MAHBIYCKHI MEPHUHOC — aJLIENN
c.-1235A, ¢.*¥442C u ¢.*473G, nns ocobeil ceBepOKaBKa3CKOW MOPOJIBI — aJlIeib
c.*1279A.

C 1enpro MOBBIMICHUS MSICHOW MPOXYKTHBHOCTH y OBEIl CTABPOIOIBCKON TO-
POIBI HEOOXOAUMO YTMMHUHUPOBATE U3 TOMYJSIIHN ajuternn c.-1687T m ¢.*2171A,y
0apaHYMKOB TIOPOBI MAHBIUCKHIA MepUHOC — ajuten# ¢.-1235G, ¢.*442T nu ¢.*473T.
VY ceBepoKaBKa3CKOW MOPOIbI HEOOXOAMMO UCKITIOUUTh U3 Pa3BeeHUs 0COOeH, He-
cymux aymtens ¢.¥1279C.
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4. 3BAK/IIOYEHUE

MeTos BBICOKOIPOU3BOJMTEILHOTO CEKBEHUPOBAHHS HOBOTO IMOKOJCHHS TO-
3BOJIMJI BBISIBUTH B o0siactu reHa MyoD1 y oBell pocCHICKHX TIOPO/I, BBIBEICHHBIX
Ha Tepputopun Craspomnonbckoro kpas, 47 ydactkos JIHK, comepxamux omHo-
HYKJICOTH/IHBIC 3aMEHBI. 113 HUX YeThIpHAIATh MyTaIMii He BHECEHBI B 0OIIEMH-
posyto 6a3y manaeix NCBI n obnapyxens! Brepssie: c.-1608C>T, c.-1603G>T,
c.-1578G>A, ¢.-932G>T, ¢.245C>T, ¢.247G>T, ¢.254G>T, ¢.270C>G, ¢.*473G>T,
c.*¥706A>G, c.*1258G>T, ¢.*1834G>A, c.*1839G>A, c.*1961 A>T.

VY oBell CTaBpOIOJIbCKOW MOPObl 0OHAPYKEHO 37 OJHOHYKIICOTHIHBIX 3a-
MEH, y OBEI] MOPOJbI MAaHBIYCKUH MEPUHOC M Yy OBELl CEeBEPOKAaBKAa3CKOH I10-
POZBI BEISIBIICHO 110 39 OAHOHYKJIEOTHIHBIX 3aMeH. Konnpyiomast o61acTs reHa
MyoD1 y Bcex MCCIeTOBaHHBIX MOPOX SBISAETCS Hamboiee KOHCEPBATHBHOM.
BonpmmHCTBO 00HApYKEHHBIX B 5k30HE | SNP BcTpewaroTcss B TOMO3UTOTHOM
BapHaHTE BO BCEX T€HOTHUIIAX, YTO CBUJIETEIBCTBYET O 3aKPEIICHUH ITHX 3aMeH
B nonynsuuu. B 5'-¢nankupyromieit odnactu rena MyoD1 BwisiBneno 17 oxHo-
HYKJICOTHJIHBIX 3aM€H, JIeCATh U3 KOTOPBIX SIBJISIIOTCSI OOIIMMH JUISL BCEX TPEX
M3yueHHBIX nopol. 3amensl c.-1608C>T, c.-1603G>T, c.-1578G>A aBasoTCs
panee He ommcanHbiME. B 3'-UTR HeTpancnupyemoii 061acTi BEISBICHH 4 0f-
HOHYKJICOTHIHBIC 3aMeHEbI: ¢.*442C>T, ¢.*473G>T, c.*486A>C u ¢.*706A>G.
3amensl ¢.¥473G>T u ¢.*706A>G BoIsBICHBI BIiepBbic. MyTarus c.¥486A>C
SBJISICTCSL 00MmIeH s BceX Tpex mopoa. B 3'-¢uankupyromieii 00j1acTu reHa
MyoD1 BswisiBneno 11 myranuil, msaTh M3 KOTOPBIX OOHApY>KEHBI y BCEX HC-
CJIeOBaHHBIX OapaH4YMKOB. 3aMeHHI ¢.*1258G>T, ¢.*1834G>A, ¢.*1839G>A,
c.*1961 A>T BBIABICHEI BIIEPBEIC.

[IpoBenena orenka ameneii rera MyoD1 u aHanmm3 9acTOTHl BCTPEUaeMOCTH
BBISIBJICHHBIX MyTanuii. B 5'-¢nankupyroieil odiactu reHa caMbIMH pacipocTpa-
HEHHBIMH MYyTalUsIMH y 0apaH4YMKOB BCEX TpeX Mopox siBisitorcs: c.-1806A>G,
c.-1687T>C, ¢.-1608C>T, c.-1603G>T, c.-1235G>A. YacTtoTa BCTpEeUaeMOCTH My-
TaHTHBIX aJIICINICH 10 STHM 3aMeHaM cocTaBiseT 6omee 50 %.

MyTanuy, HaxoAsIMecss B 00JacTH 3K30HA |, BCTpEUaroTCs MPAaKTHYECKH y
100 % wuccnenoBaHHBIX KUBOTHBIX, 32 UCKIIOUeHUEM MyTanuu ¢.326T>C, koto-
past Bctpevaercst y 33 % xuBOTHBIX. 3amensl ¢.245C>T, ¢.247G>T, ¢.254G>T u
¢.270C>G BbIsIBIICHBI HAMU BIIEpBbIe, MH(OOPMAIHSI O HUX OTCYTCTBYET B 0a3e JaaH-
HeIx dbSNP NCBI.

B 3'-UTR nerpancnupyemoit obnactn rena MyoD1 y oBer Tpex uccienoBaH-
HBIX TOpoJ HaiimeHa mytamus ¢.*486A>C. YacToTa BCTpEe4aeMOCTH MyTaHTHOTO
amnens ¢.*486C cocrasiser 6onee 63 %. B 3'-dhmankupyromeii o6mactu reHa Hau-
Oosee pacrpocTpaHeHHOH 3ameHo sBisiercs ¢.*¥1279A>C. Yacrtora BcTpeyaeMo-
CTH MYTaHTHOTO ajuiens cocrasiseT 6oiee 50 %. ITo xonmuuecTBy 0OHapY)KEHHBIX
OJIHOHYKJICOTH/IHBIX 3aMEH M UX PACIIOJIOKEHHIO B CTPyKType reHa MyoD1 y usy-
YaeMBIX TIOPOJ] OBEIl BHIACIEHBI HECKOJIBKO TEHOTHUITOB M TTOATPYTIIL.

W3ydens! nprkKU3HEHHBIE TIPOMEPHI U YOOHHBIE TTOKa3aTeln MSACHON MPOAYK-
THUBHOCTH OBEI] POCCUMCKUX MOPOJ. B3sThI mpoMepsl, XapaKTepHu3yrole 0coOeH-
HOCTH JKCTepbepa M oOllee pa3BUTHE KMBOTHOTO. BBIYMCIICHBI MHIEKCHI TEJO-
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cioxenust. [IponsBenieH KOHTPOJIBHBIN YOOIl BCEX MCCIeJOBaHHBIX OapaHYMKOB B
Bo3pacte | roxa.

[Tpoananu3uposana cBsi3b nommopdusma rera MyoD1 ¢ mokazarensimu msic-
HOM NPOXYKTUBHOCTH. Y OBELl CTAaBPOIIOJIbCKOM MOPOABI € MOKA3aTEeNIIMU IIPO-
JYKTHBHOCTH CBSI3aHBI OJHOHYKJICOTHIHBIE 3aMeHbI C.-1687T>C u ¢.*2171A>G.
VY oBel Opozbl MAHBIYCKUII MEPUHOC C MSACHOM NPOLYKTHUBHOCTBIO CBSI3aHBI 3a-
MeHbI c-1235G>A, ¢.*¥442C>T u ¢.*473G>T. YV oBell ceBepOKaBKa3CKOM MOPOJIBI C
rapamMeTpaMH MSICHOW TPOyKTUBHOCTH CBsi3aHa 3aMeHa c.*1279A>C.

BBIBO/IbI

1. B crpykrype rena MyoD1 y oBerf cTaBpOITOIbCKOH MOPOIBEI 00HAPYKEHO
37 OMHOHYKJICOTUAHBIX 3aMeH, U3 HUX JecATh SNP He BHECEHBI B 00IIIEMUPOBYIO
6a3y nanabix dbSNP NCBI 1 BbIsIBIICHBI BIIepBbIC. Y OBEIl TOPOIbI MAHBIUCKUI Me-
prHOC 0O0Hapy»)eHo 39 OIHOHYKJICOTH/IHBIX 3aMeH, U3 HUX oAuHHaauaTh SNP He
BHeceHBI B 0a3y maHHBIX dbSNP NCBI 1 BEISIBIICHBI BITEpBEIC. Y CeBEPOKaBKa3CKOM
TIOPOJIBI OBEII BBIABICHO 39 OMHOHYKJICOTH/IHBIX 3aMEH, N3 HUX OJUHHAAIaTh SNP
He BHeceHbI B 0a3y manHbix dbSNP NCBI u BbIsIBIICHBI BIICPBBIC.

2. Kopupytormias obmacts reHa MyoD1 y Bcex HMcCIeIOBaHHBIX MOPOJ CO-
JepkuT psi SNP, HO oTiIM9aeTcst BBIpaXeHHBIM KOHCepBaTH3MoM. B 5'-duankupy-
tomieit obmactu rena MyoD1 y oBer| ceBepOKaBKa3CKOM MOPOJBI M OBELl IIOPOIbI
MaHbIYckni MepuHOC o0Hapyx)eHbl SNP ¢.-1807C>T u c.-1447C>T, He HaiineH-
HBIC Y OBEIl CTaBPOMOIBCKOW MOpoasl. OTHOHYKICOTHIHBIE 3aMeHHI ¢.-1607C>A,
c.-1176 A>G u ¢.-932G>T BBISBICHBI TOIBKO y OBEI] CEBEPOKABKA3CKOW MOPOIBI,
3aMeHsbl €.-910G>T u ¢.-909G>T BbIsABIEHB! TOJBKO Yy OapaHUYUKOB CTABPOIOIb-
CKOM MOPOJIBI.

3. B3'-UTR nerpancnupyemoii obnactu rena MyoD1 y oBer; nopoa MaHbI4-
CKHI MEpHHOC U CTaBPOIIOIBCKOI 00HApYkeHBI MyTaruu ¢.*442C>T u ¢.¥*473G>T,
Y OBEIl CeBEPOKaBKA3CKOH MOPOBI 3TH 3aMEHBI OTCYTCTBYIOT. 3amena ¢.*706A>G
oOHapykeHa y GapaHYMKOB CEBEPOKABKA3CKOM MOPOABI U MaHBIUCKUHA MEPHHOC, Y
OapaHYMKOB CTaBPOIOJILCKOM MOpoIb! 3aMeHa ¢.*706A>G He BhIsSBIICHA.

4. B 3'-¢nankupyromeit obnactu rena MyoD1 y oBen ceBepokaBkas-
CKOW TIOPOABI M OBEIl IIOPOAbI MaHBIYCKHUH MEPHHOC OOHApy)XEHBI MYTalUU
c.*1258G>T, ¢.*1379G>A, y oBell CTaBPOIOIBCKON MOPOABI TAKUX 3aMCH HE
ycraHoBieHo. OnHOHyKIeoTHaHAsA 3aMeHa c.*1834G>A BBISBICHA TOJIBKO Yy
MpeaCcTaBUTeNel ceBepoKaBKa3Cckoi mopoasl. MyTtamus ¢.*1961A>T oOHapy-
J)K€Ha TOJBKO y MPEACTABUTEJIEH CTaBPOIOJIbCKONW MOPOIAbL. Y OBEIl MOPOABI
MaHBIYCKUH MEPHHOC W y OBEIl CTaBPONOJILCKOH MOPOJbI HAWIEHBI 3aMEHBI
c.*1839G>A n c.*2171 A>G, y 6apaHUMKOB CEBEPOKABKA3CKOM MOPOIBI 3TH MY-
Talnuu He HalJICHBI.

5.  bapaH4YMKHU-rOJOBMYKHM CTaBPOIIOJIBCKOM MOPOJbI, UMEIOLIUE JKENATENb-
HBIe MyTaHTHbIE amienu — ¢.-1687C u ¢.*2171G, mocToBEpHO MPEBOCXOAAT 0CO-
Oeil, HeCylIMX HexenarenbHble aenn — c.-1687T u ¢.*2171A, 1o GONBIIUHCTBY
yOOWHBIX TIOKa3areliei, B TOM YUCIIe MO MOKa3aTeisiM MOPQOJIOTHYECKOT0 COCTaBa
tymu. Hocurenn MmyranTHbIX ajutenedt ¢.-1687C u ¢.*2171G npeBocxonsiT ocobeid,
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TOMO3HIOTHBIX 0 aJUiesisiM JuKoro Tuma c.-1687T u ¢.*2171A, mo npenay0oiHOi
JKUBOW Macce, Macce IapHOH TYIIH, aOCOIIFOTHON Macce Msakotd Ha 17 % (p = 0,03);
17,5 % (p = 0,04) 1 29 % (p = 0,01) cooTBEeTCTBEHHO.

6.  JKuBOTHBIC TIOPONIBI MAHBIYCKUI MEPUHOC, HECYIIHE JKEIATeTbHBIN My-
TAHTHBIN ajienb ¢.-1235A, 70CTOBEPHO MPEBOCXOASIT HOCUTEIEH HEeXeNaTeIbHOTO
amenst ¢.-1235G no 14 yGoiHbIM MokasaTessiM, B TOM 4YHCIIe 1O MpeayOoiHoi
JKUBOU Macce, Macce MapHoOU TyIHU, abcooTHON Macce Msakotu Ha 9 % (p = 0,01);
11 % (p = 0,05) u 15 % (p = 0,03) coorBercTBeHHO. JKUBOTHBIE, HECYIIUE B TO-
MO3HUTOTHOM COCTOSHHU aJUIeNi qukoro tuma c¢.*442C u c.*473G, moctoBepHO
TIPEBOCXOAAT HOCUTENEH MyTaHTHBIX ajuteneit ¢.*442T u ¢.*473T no 16 y0oiHEIM
MOoKa3aTelisiM, B TOM YHCIIE 110 MPeayO0iHOM KUBOW Macce, Macce MapHOW TYIIIH,
abcoumoTHOM Macce Msikotd Ha 6,47 % (p = 0,02); 6,62 % (p = 0,03) u 8,28 %
(p =0,04) coOTBETCTBEHHO.

7. Ocobu ceBepOKaBKAa3CKOW MOPOJBI, UMCIOIIAE B TEHOME aJlIeib JUKO-
ro Tuma c.*1279A B TOMO3UTOTHOM BapHaHTE, MIPEBOCXOAAT CBOMX CBEPCTHHKOB,
UMEIOIINX B TCHOME MYTaHTHBIH ajutens ¢.*1279C, mo 13 yOoHHBIM moKa3aTessiM.
Bapanumku ¢ xenarenbHBIM ajuteneMm c.*1279A mpeBocxoasT GapaHYMKOB C He-
JKenmareabHbIM aeneM ¢.¥1279C no mpenyOoiiHoii xuBoi macce — Ha 7,84 %
(p =0,02), mo macce mapuoii Ty — Ha 8,22 % (p = 0,01), mo aGCOIOTHOM KUBOU
macce —Ha 10,38 % (p = 0,03).

HNPAKTUYECKHUE IMPEJNJIOXKEHUS

1. IIporao3nupoBanue MACHOW MPOAYKTHBHOCTH 10 reHy MyoD1 y oBer cras-
POTOJILCKOM MOPO/bI HEOOXOAMMO TIPOBOAMTH C HCIOJIb30BAaHUEM MapKEepOB-
kauauaaros c.-1687T>C u ¢.*2171A>G, y oBell MOPOIbl MAHBIYCKUI MEPUHOC —
C MICIIOJIb30BAaHUEM MapKepOB-KaHAUAATOB C.-1235G>A u ¢.*442C>T n ¢.*473G>T,
Yy OBEIl CEBEpPOKAaBKA3CKOW IOPOOBI — C HCIOIB30BAaHMEM MapKepa-KaHIHIaTa
c.*1279A>C.

2. J1as ymydieHns moka3aTene MICHOM MPOIyKTUBHOCTH Y OBEI] CTaBPOTIONIb-
CKO¥1 OpOIbI HEOOXOMMO 3aKPENUTh B MOIMYJISIUN MyTaHTHbIE ajutenH ¢.-1687C
u ¢.*2171G un anumuHnpoBath pedepeHcHsie atenu c.-1687T, ¢c.*2171A. Y osen
MOPOJIbl MAHBIUCKUH MEPHHOC HEOOXOAMMO 3aKpeNWTh B MOIMYISIUH aJlIeln
c.-1235A, ¢.*442C u c¢.*473G W UCKIIOYUTH >KUBOTHBIX, HECYIIUX aJUICITH
c.-1235G, ¢.*442T u c.*473T. Y oBen ceBEepOKaBKA3CKOIl MOPOHI HEOOXOIMMO 3a-
KPETHTh B MOMYJSIMN pedepeHCHBIN ayutens ¢.*1279A u HCKITIOUNTh U3 pa3Bere-
HUSI )KUBOTHBIX, HECYIIMX MYyTaHTHbIH ajutens ¢.*1279C.

3. [lomy4eHHbIE pe3ybTaThl MOTYT OBITH UCIIOIb30BaHbI B HAYYHBIX IIEIISIX, TIPH
COCTaBJICHUH y4eOHBIX II0COONH, YTEHNH JICKINH, a TaKkKe MPU MPOBEJCHUH MPaK-
TUYECKUX 3aHITHHN 110 TSHETHUKE, CEICKIINN 1 Pa3BEICHUIO OBEIl.

MEPCIEKTUBBI TAJBHENIIENR PASPABOTKHA TEMBI
ITponomKUTh MccaeJ0BaHUE 10 MOMCKY HOBBIX TEHOMHBIX MapKepOB-KaHIUAa-
TOB IS CEJIEKLIUU OBEI] POCCUHCKUX MOPOJ C LIEIbIO MOBBIIICHUS UX MSICHOM Ipo-
nykruBHocTH. ChopmupoBaTh HayuHYIO 0a3y ISl MapKep-acCOLMMPOBAHHON ce-
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JICKITUH OBEIl POCCUICKUX TOPOJ. M3y4nTh HOBBIC I'eHBI, Pab0Ta KOTOPBIX CBsI3aHa
C Pa3BUTHEM MBIILIEUHON TKaHH, B TOM YUCJIE — JUIsl OLIEHKH BO3MOKHOCTH HCIIOJIb-
30BaHMA JaHHBIX TEHOB JUTS HANPABICHHOTO pemaktupoBanus MeromoM CRISPR/
CAS.

CIIMCOK OITYBJIIMKOBAHHBIX PABOT
ITIO TEME JUCCEPTAIIUN
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