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OBIIAS XAPAKTEPUCTHUKA PABOTbBI

AKTyaJbHOCTB TeMBbI UccJIeoBaHus1. bapaHuHa sIBIsIeTCS OHUM U3 Ba)KHBIX IIPO-
JIyKTOB MTUTaHUs, 00JIQIAI0IAM BBICOKOH MUATATEILHON IIeHHOCThIO (AHHcUMOB E. H.,
Ckpsiobuna JI. 0., 2005). [lnutensHOe BpeMsi OCHOBHBIM ITOCTABIIMKOM OapaHUHBI
Ha poccuilckuil phIHOK BBICTynanu 3apybexnsie npomsoautenn (Tpyxaues B. U.,
Jlemesa M. I, FOngam6aes 1O. A., 2012). OnHako B yCIOBUSIX CAHKIIUOHHOTO JaBICHUS
Ha Poccurio o0bembl nMnopta GapaHuHBI pe3Ko cokparmiuch (Cenmnonosa M. U. u np.,
2017). CymecTByolye Ha AaHHBII MOMEHT POCCUIICKHIE TTOPOBI OBEIl HE B COCTOSTHUM
obecrednTh NOTPEOHOCTH PHIHKA MPEK/IE BCETO U3-3a HEBBICOKOI MSICHOI MPOITyKTHB-
voctH (onrux O. C., Baxuuna T. H., Mockanes A. A., 2012). DTo cBs3aHO ¢ TEM, 4TO
OCHOBHOIT MaccCHB TIOTOJIOBBS OBell B Poccnyt mpencTaBieH TOHKOPYHHBIME OPOJAMH,
ux poins cocrapisier 79 % (Kpapuenko H. U., 2012; Map3anos H. C. u ap., 2012a).
HecmoTps Ha TO, 4TO OBIIBI MEPHHOCOBBIX IOPOJT HE OTHOCSTCS K MSCHBIM, UX TYIIH HC-
MOJB3YIOTCS [Tt TosTyyeHust MsicHol npoxykuuu (Kpusko A. C., 2014). [TosTomy B co-
BPEMEHHBIX IKOHOMHYECKUX YCIOBHSIX aKTyaJIbHOHU 3aadei sSBIISICTCS OBBILICHUE T10-
KazaTeJell MSICHOW MPOTYKTUBHOCTH MEPUHOCOBBIX OBEIl Kak HanOoJiee MHOTOYHCIICH-
HoM kareropuu noronosbs Poccuiickoit deneparuu (Konocos 0. A., 3acemuyk U. B.,
Maenko M. E., 2014; AmepxanoB X. A., Tpyxaues B. U., Cennonosa M. U., 2017).

OmHUM U3 TOIXOAOB K PEIICHUIO 3TOH 3aJadd SBISETCS HCIOIb30BAaHHE METO-
JIOB MapKep-acCOLMMPOBAHHONW M T€HOMHOH ceiekuuu. [IpuMeHeHne cOBpeMEeHHBIX
MOJICKYISIPHO-TEHETHUECKUX TEXHOJIOTHH MO3BOJSET IOBBICHTH TOYHOCTH OLCHKH
Y TIPOTHO3MPOBAHHUS MPOAYKTHBHBIX KayeCTB JKMBOTHBIX. [Ipm 3TOM wHccnemoBaHue
MOXKHO IIPOBOIMTH Cpasy IOCIe POXKICHHS KHBOTHOTO, 33/I0JIT0 J0 IPOSIBICHUS aHa-
JIM3UPYEMbIX (DEHOTUINYECKHUX MPU3HAKOB, YTO 3HAUHTEIILHO yBEJINYMBACT CKOPOCTh
HaKOIUICHHSI T€HOB, HECYIINX JKeJaTesIbHbIC MPU3HAKH, MOBHIMAET 3(PPEKTHBHOCTH
1 SKOHOMHYECKYIO PeHTa0eIbHOCTh OBILICBOICTBA. KpyIHelinime mpor3BoanuTe I 0apa-
HUHBI, Takue Kak ABcTpanus u Hosas 3enmanans, akTHBHO peai3yioT IPOTrPaMMEI MO
MapKep-OpUEHTUPOBaHHON U reHoMHO# cenekiun (Dominik S. et al., 2007; Han J. et
al., 2010; Masri A. Y. et al., 2011).

OnHnM 13 HanboJee NepCIeKTUBHBIX MapKEePHBIX TeHOB JUIS OL[EHKH H ITPOTHO3UPO-
BaHMS MSICHOU NPOAYKTUBHOCTH siBnsieTcsi TeH muoctatiHa (MSTN) (Aiello D., Patel K.,
Lasagna E., 2018). benok, konqupyemblil 3TUM I'eéHOM, OTpaHUYUBAET Pa3BUTHE MBILIEY-
HBIX TKaHed y BblcmmxX 1mo3BoHOUYHBIX (Rios R. et al., 2002; [umkun C. C., 2004).
V3meHeHus B CTPYKType TeHa MOTYT BIUSATH Ha TIOKa3aTenn MSACHOW MPOAYKTUBHOCTH,
TaK Kak M3MEHSIOT CTPYKTYpy M (DyHKIHOHAJIbHBIE ITOKA3aTeNIN KOAUPYEMOro MenTha,
CHIDKAsI WJIM TIOJTHOCTBIO OTKIIIOYAs €ro OorpaHnauTensHyto (ynkmmo (Sahu A. R. et al.,
2016). loxazana cBsf3b HEKOTOPHIX monmumopdm3MoB reHa MSTN ¢ yBenmdeHHEM MBbI-
LIEYHOU Macchl y KpymHoro poraroro ckora (Grobet L. et al., 1997; Dunner S. et al.,
2003), ceuneii (Stinckens A. et al., 2008) un osert (Zhou H., Hickford J. G. H., Fang Q.,
2008; Boman 1. A. et al., 2009; Hickford J. G. H. et al., 2010). Ognaxo mupoBoe pa3z-
BUTHE MapKep-OpPUEHTUPOBAHHOW M T€HOMHOH CeJeKIMH TpeOyeT BECTH JaIbHEUIINi
MIOHCK TTOMMOP(U3MOB, NPUBOASIINX K (yHKIMOHAIBHEIM FeHETHIECKHM BapHaHTaM
Y BIUSIONIMX Ha MOKa3aTeNy MpoayKTuBHOCTH (Zhu M., Zhao S., 2007; Goddard M. E.,
Hayes B. J., 2009; ®AO, 2010; Hu Z., Park C. A., Reecy J. M., 2016).

BeIsiBIIeHHE TeHETHYECKNX MapKepOB, ONPEACIISIONINX aJUICNI TeHa MUOCTATHHa,
aCCOIMMPOBAHHBIE C YPOBHEM MSCHOW MPOIYKTHBHOCTH, SBISIETCS aKTyalbHOW Ha-
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YUHOH 3ajadeil, UMeromeil OoNpIIoe MPUKIaTHOE 3HAUCHHUE IS PA3BUTHUSL POCCHMA-
ckoro oBieBojctBa (CenmnonoBa M. U., Aiibazor M. M., MamonToBa T. B., 2015;
Jeiikun A. B. u np., 2015).

CreneHb pa3pa0oTaHHOCTH. B KauecTBe reHETHYECKHX MApKepOB Ul OLEHKU
nommmopdusma JTHK y oBen oTedecTBEHHBIX MOPOJ B OCHOBHOM HCIIONB30BAIIUCH
MHKPOCATEIUTNTHBIE MapKephl, HANPSIMYIO He BIUSIONINE HA ITOKA3aTeNN MPOXYKTHB-
HOCTH M HE TIO3BOJISIONIME MPOBECTH TOHKOE KapTUPOBAHME OTAEIBbHBIX oOmacTeit
retoma (Cronmosckuii F0. A. u ap., 2009; I'maneips E. A., 2011; 3unoBseBa H. A.,
Mapzanos H. C. u ngp., 2012b; I'mageips E. A. u np., 2013; JlenuckoBa T. E.,
I'mapeips E. A., 3unoBseBa H. A., 2016; Hecrepyk JI. B., 2016; Illupokosa H. B. u np.,
2017).

Jlnst BBISIBIIGHHS aJUICNIFHOTO TTOJMMOP(H3Ma FeHOB, BIHSIOMNX Ha XO3IHCTBEH-
HO TIOJIE3HBIE TPU3HAKK Yy OBEI[ POCCHHCKUX MOPOJ, HanOOIee YacTo UCTIOIb30BAIN
MOJIMMEPA3HYIO IEMHYI0 PEaKIHIO C ITOCIIEIYIONINM aHAIN30M TTOJIMMOp(hU3MA JUTHH
pectpuknnonusix ¢parmentoB (ITLP-IIJIP®). C ucnons3oBannem meroxa [TLIP-
[AP® 6b11 u3yuen nonumopdusmM reHoB npuonosoro 6enka (Imaxeips E. A. u 1p.,
2012), nudpepenunansHoro ¢paxropa pocra-9 (Komocos 0. A., I'ermannesa JI. B.,
[upoxosa H. B., 2014), ropmona pocra (Komocos 0. A. u ap., 2017), xansmacra-
tuHa (Impoxosa H. B. u np., 2015) u Gera-nakrornodynmuna (Cenmonosa M. U.,
2007).

CeKxBeHHpPOBaHNE HYKJICOTHIHBIX MOCIIEIOBATEILHOCTEH TEHOB, BIMSIOMNX Ha
XO3SIHCTBEHHO TOJIE3HbIE MPH3HAKH, IO CHX IMOpP SBISETCS JOCTATOYHO AOPOTHM U
TPyAO3aTpaTHBIM METOJOM HCCieloBaHus. PoccuiickuMK y4eHbIMU ¢ HCIOJIB30BaHU-
€M CEKBEHHPOBAHHS ObIIa M3ydYeHA MOCIEN0BATEIFHOCTh TeHA PELeNTopa ICTPOTreHa
y oBel pomanoBckoii mopoasl (Hectepyk JI. B., 2016). CexBeHupoBaHNE T'€HOB, KOH-
TPOJIUPYIONIMX POCT U PA3BUTHE MBIIICYHOW TKAHH y OBELl POCCHHICKHUX ITOPOJI, BbI-
nonastock Ha 6aze PI'BOY BO «CraBpononbeknii rocynapCTBEHHBII arpapHbIil yHH-
BEpcUTET». YCTaHOBIEHBI nocnenosarenbHocT reHoB NFE2L-1, Rem-1, AR, Mef2B
(Trukhachev V. 1. et al., 2016a; Trukhachev V. 1. et al., 2016b; Trukhachev V. I. et al.,
2016¢; Tpyxaues B. U. u np., 2016a).

W3yuenue cTpyKTypbl TeéHa MHOCTATHHA y OBEL] POCCUICKHX TTOPOJ] PAaHEE HE BHITION-
HSUIOCh, B TO BPeMsI Kak 3a pyOeKOM ITOMY BOIPOCY MOCBSIICHO OOJIBIIOE KOJIMYECTBO
HayYHBIX PabOT. YCTAHOBIICHBI HYKJICOTHAHBIE ITOCIIEIOBATEIFHOCTH TeHa MHOCTAaTHHA
y oBel| HOpBexkckux ropos (Boman I. A. et al., 2009), mopon u3 AHruu U ABCTpaiuu
(Kijas J. W. et al., 2007), Hosoit 3enanuu (Han J., Forrest R. H., Hickford J. G. H.,2013)
n Uamnu (Pothuraju M. et al., 2015). BeisiBneHa cBsi3b monmmMopdusMa reHa MHOCTaTHHA
C MOKa3aTeIsIMU MSICHOM MPOAYKTUBHOCTH y OBell mopoj Tekceib (Boman 1. A. et al.,
2010; Donaldson C. L. et al., 2014; Laville E. et al., 2004), 6enbiii cyhdonk (Kijas J. W.
et al., 2007), noBozenanackuit pomuu (Wang J. et al., 2015), kuraiickuii MACHOIH MepH-
Hoc (Gan S. Q. et al., 2008) u psina apyrux (Zhou H., Hickford J. G. H., Fang Q., 2008;
Farhadian M., Hashemi A., 2016; Sahu A. R. et al., 2017).

eab padoThl — N3yINTH TOTUMOP(HU3M FeHa MHOCTaTHHA U €T0 CBSI3b C TI0Ka3aTe-
JISIMU MSICHOM TIPOAYKTUBHOCTH Y MEPHHOCOBBIX OBEI] POCCUICKUX TTOPOI.

3ama4uu nuccaeI0BaHNs:

1. [IponsBecTu 0TOOP TEHETHYECKOTO MaTepuala H IeJIeBOe CEKBEHHPOBAHHE Hy-
KJIEOTHIHBIX MOCJIEIOBATEIbHOCTEH IreéHa MHOCTaTHHA Yy MEPHHOCOBBIX OBEIl OTeue-
CTBEHHBIX MOPOJI.
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2. IlpoBecTy aHann3 aIeIbHBIX BAPHAHTOB T€HA MUOCTATHHA M YaCTOTHI BCTpe-
YaeMOCTH BBISIBIICHHBIX MYyTaIHi.

3. V3yunTh nprmku3HEHHBIE U yOOIHBIC TapaMeTphl MACHOH MPOXYyKTHBHOCTH Me-
PHHOCOBBIX OBEII C PA3IMIHBIMH AJUIENISIMUA T€HA MHOCTAaTHHA.

4. BBISIBHTH BO3MOXHYIO CBSI3b IOJMMOP(H3Ma r'eHa MUOCTAaTHHA C TI0Ka3aTeIsIMH
MSICHOH MPOTYKTUBHOCTH.

5. OnpenennTs MapKepHbIE aJIeI-KaHANAAThI, MEPCIIEKTUBHBIE [Tl IPOTHO3KPO-
BaHMS MSICHOH MPOJYKTHBHOCTHU OBEIL] POCCHICKUX MEPUHOCOBBIX ITIOPOJI.

Hayunas HoBM3Ha. B mpexncraBneHHON paboTe BIEpBBIE C HCIOIH30BAaHUEM
METOJ]a BBICOKOTIPOM3BOAUTENHHOTO CEKBEHHPOBAHMS HOBOTO IOKOJICHHS H3ydeHa
CTPYKTypa reHa MHOCTaTHHA Y OBEIl POCCHHCKUX 1opo. [IpoBesieHo neneBoe cexne-
HUPOBAHNE HYKJICOTHIHBIX OCIEI0BATEILHOCTEH FeéHa MHOCTaTHHA Y MEPUHOCOBEIX
OBeEll, BEIBEACHHBIX HA TeppuTopuu CTaBponoabCKoro kpas. B obmactu rena muocTa-
THHA BBISIBIICHBI HOBBIE, PaHEE HE ONMCAHHBIC OJJHOHYKJICOTH/IHbIE 3aMeHBI. BriepBrie
IIPOAaHANIN3UPOBAHA CBSI3b NONMNMOpP(H3Ma TeéHa MIOCTaTHHA C TTOKa3aTeIIMHU MSICHON
MIPOAYKTHBHOCTH Y MEPUHOCOBBIX OBEIl POCCUNHCKHUX MOPOA. BhIsBIEHBI anenu rena
MHOCTAaTHHA, ACCOLMHMPOBAHHBIC C BBICOKMM YPOBHEM MSCHOH IPOJYKTHBHOCTH.
BriepBeie mpeIoskeHbl MapKepHBIC alUIeNN-KaHAMIATHl AJISI OIEHKH U IIPOTHO3H-
pOBaHMA MSCHOI MPOAYKTHBHOCTH MEPHHOCOBBIX OBEIl POCCHICKUX TOPOA 1O TEeHY
MHOCTaTHHA.

Teopernueckasi ¥ NMpakTHYecKasi 3HAYUMOCTb. [IpoBereHHOE HCClieTOBaHUE
nMeeT OOJbIIoE TEOPETHUECKOE U TMPAKTHIECKOE 3HAYCHHE, MOCKONIbKY ABMIAETCS Oa-
301 JUIS JaTbHEHIIero pa3BUTHS U BHEAPEHHS MapKep-OPUEHTHPOBAHHOI CEJIEKIHHU MO
reHy MHOCTAaTHHA B POCCHICKOE OBIIEBOACTBO. VICTIonbp30BaHNe BBISBICHHBIX ajLIenel
B Ka4eCTBE T€HETHYECKUX MapKEPOB IMO3BOJIUT MPOBOAUTH OLEHKY U MPOTHO3HUPOBA-
HHE MPOJYKTUBHBIX Ka4eCTB OBEIl POCCHHCKMX MEPHHOCOBBIX IOPOJ Cpa3y MOCie UX
PO’KAEHHMS, YTO 3HAUUTEIBHO YBEIHUIHUT 3P(HEKTUBHOCT CENCKIIMOHHON paboTHI Tie-
MEHHBIX XO35HCTB.

JlanHble, MONy4YeHHbIE B XOJie MepBOro B Poccuy MOIHOMACIITaOHOTO MCCIIENO-
BaHMS CTPYKTYPHI T€éHa MUOCTATHHA y OBEIl, PACIIUPSIOT U yIIyOJsIIOT MOHUMaHUE O
CTPOEHMH TeHAa MHOCTaTHHA y OBEIl M MICKOIMTAIOMINX B LIeoM. B xoze nccnenoanus
TIOJTy4YEeHBI HOBBIE JAaHHBIE O IMOJIMMOpP(HU3ME r'eHa MHOCTAaTHHA U CBSI3H €T0 aJlIeIbHBIX
BapHAHTOB C (DCHOTUIUUECKUMH MPU3HAKAMH.

[Tomy4yenHble JaHHBIE MOTYT OBITH UCTIONIB30BAHbBI B HAYYHBIX LEIIX, a TAKKE IPH
COCTaBJICHUU YYEOHBIX U CIIPABOYHBIX ITOCOOMH, YTCHHUH JICKIIMI M POBEJICHUH 3aHsI-
THH 110 TeHETHKE, CENICKIINH 1 Pa3BEACHHIO OBEI] B yIEOHBIX 3aBEICHUSIX OHOIOTHUE-
CKOTO, BETEPUHAPHOTO U 300T€XHUYECKOTO MPOQUIIS.

MeTono0rusi 1 MeTOAbI HCCIeA0BAHMSI. MeTO10I0rHYeCKOi OCHOBOM TIPH TIPO-
BEJICHUH MCCIIEIOBAHIN MOCITY KN TPY/BI OTEUSCTBCHHBIX U 3apYOSKHBIX yIEHBIX B
005IacTH MONEKYIIPHO-TEHETUIECKUX HCCIEIOBAHUN, T€HOTUIIMPOBAHHS CETbCKOXO-
3SHCTBEHHBIX KUBOTHBIX M 300T€XHHU. B HcCIe10BaHUSX IPUMEHSUTICH MOJICKYJISIPHO-
TeHETHUYECKHE, 300TeXHNUECKHE U PAaCIETHO-CTAaTUCTHIECKAE METOBI MCCIICIOBAHNSL.

OcHOBHBIE N0JI0KEHHU ], BLIHOCHMbIE HA 3AIIUTY:

1. [Tonumopdu3m reHa MHOCTAaTHHA y OBEIl TOPOJ JUKAJITHHCKHN MEPHHOC, MaHbIU-
CKHIf MEPUHOC U COBETCKHIT MEpHHOC.

2. Cs13p nonmuMophr3Ma reHa MUOCTATHHA € TIOKa3aTeIsIMU MSICHOW MTPOLYKTHBHOCTH
y OBEII ITOPOJT [PKAITUHCKUI MEPUHOC, MAHBIUCKUI MEPUHOC ¥ COBETCKUI MEPUHOC.



3. MapkepHble a/uenu-KaHAWAATEl TeHA MHOCTAaTHHA ISl OLEHKU U MPOTHO3MPO-
BaHMsI MACHOM IIPOJYKTUBHOCTH OBEL[ IOPOJ] [UKAITMHCKUN MEPUHOC, MAHBIYCKUN Me-
PHHOC ¥ COBETCKHI MEPUHOC.

CreneHb 10CTOBEPHOCTH U anpodanusi pe3yJbTaToB. Jl0CTOBEPHOCTH MOMy4EH-
HBIX Pe3yJIbTaTOB 0a3upyeTcs Ha TOM, YTO JIAHHBIC MOJYYEHBI COIVIACHO COBPEMEHHBIM
METOIaM HCCIIEIOBAHHS M CTaTHCTHYECKH 00paboTaHbl. Pe3ynsTaTsl McciaemoBaHHS
OITyOIMKOBAaHBI B PELEH3UPYEMBIX MCTOYHUKAX M anpoOUpPOBAHBI HAa CIEIUAIH3HPO-
BaHHBIX HAyYHBIX KOH(EPEHIINSX.

OCHOBHBIE TIOJIOKEHUSI AUCCEPTAUH JIOKIIAIBIBAIACH Ha HAyYHO-IIPAKTHIECKOH
KOH(EPEHLNH ¢ MEXIYHAPOIHBIM y4yacTieM «[eHeTHka — (yHIaMeHTaIbHAs OCHOBA
WHHOBAIIMI B MeAUIIUHE U ceekuun» (Pocros-Ha-Jlony, 2017), Ha VI MexxyHapomHoi
koH(pepeHnnH «THHOBaIMOHHBIE Pa3pabOTKU MOJNOABIX YIEHBIX — PA3BUTHIO arpoIpo-
MBILICHHOTO KoMIutekca» (CrtaBpomnons, 2018). MccnenoBanus ObUTH MpeACTaBICHbI
Ha Beepoccuiickom konkypce « YMHUK-2014», « YMHUK-2015», « YMHUK-2016»
(morosop Ne 11007I'Y/2016 ot 13.02.2017).

Pesynbrarsl Hay4HBIX MCCIECAOBAHUNA IO UCCEPTALMOHHON padOTe MCIIONB3YIOTCS B
y4eOHOM Iporiecce Kak CHPaBOYHBIM MaTepualt UIst JISKIUH 1 1a00paTopHO-TIPAKTHIECKUX
sarsTuil B @I'BOY BO «CraBponoibekuii TOCYNapCTBEHHBIH arpapHbIii YHHBEPCHTET»,
OI'BOY BO «Kypranckas rocynapcTBEHHasl CEIBCKOXO3SHCTBEHHAsI aKaJeMHUs HMEHH
T. C. Mansuesa», ®DI'BOY BO «VibsHOBCKHIA TOCYIapCTBEHHBINH arpapHblil yHUBEPCH-
tet», ®I'BOY BO «KybaHCkuii rocymapcTBeHHBIH arpapHbiii yHHBepcuter», GI'BOY
BO «Hmxeropozackast rocyapCTBeHHAs CeIbCKOX03SHMCTBeHHAs akaaemusi», PI'BOY BO
«Boponesxckuii rocynapcTBeHHbli arpapHblii yHuBepcuteT uMmenu VMimmeparopa [lerpa I»,
OI'bOY BO «OpenOyprekuit rocyaapcTBeHHBIH arpapHbiid yHuBepceutet», @I'5OY BO
«bamkupckuii TocyaapcTBeHHbI arpapHblii yHuBepcute», ®I'bOY BO «CaparoBckuii
TOCYIapCTBEHHbIM arpapHelii yHuepcurer umenn H. M. Basuiosay, ®I'bOY BO
«AnTalicKuii TOCyTapCTBEHHBIH arpapHelii yHuBepcute, ®PI'BOY BO «Kpacnospckwit
rocylapcTBEeHHBIN arpapHblii yHuBepcuter», ®I'BOY BO «/larectanckmii rocymap-
CTBEHHBIIT arpapuslii yHuepcurer», ®TAOY BO «Poccuiickuit yHUBEpCUTET APYKOBI
HapozoB» ArpapHo-TexHonorndecknii nHCTUTYT, PI'BOY BO «Cankr-IlerepOyprekast
rOCyapcTBEHHAsl aKaaeMus BeTepruHapHol memuuuHbey, PI'BOY BO «MockoBckast ro-
CYIapCTBCHHAsl aKaJeMUsi BETCPUMHAPHOM MeAMLUHBI U OnorexHosnorun — MBA umMenu
K. U. Ckpsibunay, YO «Burebekas opaena «3Hak [lodetay rocynapcTBeHHas! akaieMust
BeTeprHapHON MequiHbDy (Pecmybnuka benapycs).

JInunblii BKJIaJQ couckartelsi. JluccepranmonHas pabota sBISETCS pe3ylbTaToM
TpPEeXJIETHNX UCCIIEI0BaHNMI aBTOpa. B paboTax, oImyOIMKOBaHHBIX IO TEME JUCCEPTALNH,
BBITIOJTHEHHBIX B COABTOPCTBE, BECOMAsl YacTh MCCIIENOBATENBCKOM PabOTHI MPUHALIE-
#UT O. A. SIupIk. DKcIIepUMEHTaIbHAS YacTh, IPAKTUUCCKAsl PeasIu3aLiusl U U3JI0KCHUE
B paboTe TOTyYEeHHBIX PEe3yIbTaTOB HCCIENOBAHUN BBINOIHEHBI MIPH JTUYHOM YYacTHU
JuccepTanTa. Jlomst ydacTHs COUCKaTeNs IPU BBITOIHEHUH paboThl cOCTABISIET 85 %.

IMyb6mukanust pe3yabTaToB ucciaenoBanuii. [To teme auccepranmu onyOIMKoBa-
HO JICBSATh HAyYHBIX CTaTeH, U3 KOTOPBIX JIBE B peKoMeHI0BaHHBIX BAK MuHOOpHayKH
P® xypnanax («Bectauk AIIK CraBpomnomnbs», « ArpapHblii BECTHUK BepXHEBOIKBS»).
Hayunast pabora omyOnukoBaHa B )KypHaje, BXOJAIIEM B MEKIyHapoIHble 0a3bl IHU-
tuposanust Web of Science u Scopus («Small Ruminant Research»). Pesynbsrarsr pa-
©OTBI MCIIONB30BAHBI TIPU COCTABICHUH PEKOMEHIALUN Il 300BETEPUHAPHBIX CIEIH-
anmcToB («Hayuno o00CHOBaHHBIE PEKOMEHJAINH IO HCIIONB30BAHHUIO MOJIEKYIISIPHO-
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IeHETHYECKUX METO/IOB B TeHETUUYECKOM [TACTIOPTU3ALINH CEIbCKOX03SHCTBEHHBIX )KHUBOT-
HBIX», «HayuHo 000CHOBaHHBIE PEKOMEHIAIINH 110 TEHOTHITHPOBAHUIO OBEI] POCCHICKIX
nopoJ 1o aJIeJIAM I'€HOB, OTBEYAIOIINX 34 pa3BUTHE MBIIICUHOM TKaHU, JJI TIOBBIIICHUSA
HOKa3aTeleil MACHOH POyKTHBHOCTI ).

O0beM H CTPYKTYpa AuccepTanuu. Jluccepraiys COCTOUT U3 BBEICHUs, 0030pa
JIMTEPATYpPbl, MATEPHAIIOB M METO/IOB HCCIIEIOBaHHH, PE3YJIbTaTOB HCCIISOBAHMI U UX
00CyK/ICHHUS, 3aKITIOUEHHMs, BHIBOJOB, NPAKTHYECKUX HPEUIOKEHUH, CIHCKa JINTepa-
Typsl. Marepuan u3noxeH Ha 142 cTpaHMIIaX KOMIIBIOTEPHOTO TEKCTa, COAEPKUT 31
Tabmumy u 3 pucyHka. CIIUCOK JTHTEpaTypsl BKIOYaeT 243 NCTOYHHKA, B TOM UHCIIE
130 Ha HTHOCTPAHHOM SI3BIKE.

OCHOBHAS YACTb

1. OB30P JIUTEPATYPbI
B 0030pe nuTeparypbl paccMaTpUBAIOTCST BOIPOCH! HCHOJIB30BAHUS TEHETHUECKHX
MapKepoB MPOAYKTUBHOCTH B MapKep-OPHEHTUPOBAHHOW CEJIEKIMU CEIIbCKOXO3sii-
CTBEHHBIX JXKHBOTHBIX. Q000IIeHa HHOPMAIUS O QYHKIHUAX U MOTUMOP(H3ME TeHa
MHOCTaTHHA Y CETbCKOXO3IHCTBEHHBIX KUBOTHBIX. COOpaHbl JaHHBIE O MMOKA3aTEISIX
MSICHO MTPOYKTUBHOCTH OBEI] POCCUICKAX MEPUHOCOBBIX ITOPOJI.

2. COBCTBEHHBIE UCCJIEJOBAHUS
2.1. MarepuaJi M METO/IbI UCCJIeIOBAHUS

HUccnenoBanus mposoauick B epuoa ¢ 2014 o 2017 r. va 6a3e kadenpsl pusno-
sorud, xupypruu u axyuiepcrsa ®I'bOY BO «CraBpomnonbckuil rocy1apcTBeHHbII
arpapHslif yHHBepcuTeT», HaydHO-IMarHoCTHYeCKOro M JIe4eOHOro BETEPHHAPHOTO
nentpa ®I'bOY BO «CraBpononbckuil rocynapCTBEHHBIN arpapHblii yHUBEPCUTETY,
OKVY3 «CraBpononbCkuii HayYHO-HCCIIE0BATENbCKUI MPOTUBOYYMHBIH HHCTUTYT,
B Taboparopusix «Bcepoccniickoro HayqHO-HCCIeJ0BATEIbCKOTO HHCTUTYTA OBIIEBO-
cTBa U K030BojicTBay — (unnana ®I'BHY «Cesepo-Kaskasckuit ©HALL.

OOBEKTOM HCCIEIOBAHUS CITYKHIM MEPUHOCOBBIE OBIIBI TPEX OTE€UECTBEHHBIX MO-
POJ U3 IIIEMEHHBIX X0351HCTB CTaBPOIIOIBCKOTO Kpast.

Bceero B uccnenoBanusax yyactBoBain 45 GapaHUMKOB B Bo3pacte 1 ropa:

1) manbruckuit MepuHoc — MM (komxo3-em3aBon «Poccusy AnlaHaCEHKOBCKOTO
paiiona) — 15 ronos;

2) mxanruackuii mMepuaoc — JxM (CIIK «Ilmem3aBox Btopas marumerka»
WnatoBckoro paiiona) — 15 ronos;

3) coerckuii MmepuHoc — CM (CIIK konxo3-mem3aBoa um. Jlenuna Ap3rupckoro
paiiona) — 15 rosnos.

Bce uBOTHbIE OBUIM KIMHHYECKH 3J0POBBIMH, COIEPXKAIUCH B ONTHMAJIBHBIX
YCIIOBHSX, OTBEUYAIOMINX 300TEXHHYECKUM HOPMaM M 300THTHEHHIECKUM TPeOOBAHH-
siM. Pariyionsr kopMiteHns1 6apaHYMKOB COCTABISUINCH IO JIETATU3HPOBAHHBIM HOpMaM
¢ ygetoM nona u Bozpacta (Kamamnaukos A. I1., 2003).

C nenblo BBISIBICHHS MyTallWii B TeHe MUOCTAaTHHA ITPOBOMIIM LieJIeBOE 00OTralleHne
U TIOoCTeylolee CeKBeHNpoBanue uccienyembix (pparmentoB JJHK. g oboramenus
LIEJIEBBIX PETMOHOB UCIIONB30BAIN TeXHOIOTHI0 NimbleGen. 30H/bI 715 IENIEBBIX PEruo-
HOB ObUTH paspaboTtaHbl B cOTpyAHUuecTBe ¢ Gupmoii Roche NimbleGen. bubnunoreku
¢parmenToB JIHK nccneyeMpIx )UBOTHBIX, TOATOTOBIEHHBIE B COOTBETCTBHH C POTO-
xostom Rapid Library Preparation Method Manual, noaseprau nporenype odoraieHus
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¢ ucnones3oBanreM 300108 NimbleGen SeqCap EZ Developer Libraries B cooTBeTcTBII
C IPOTOKOJIOM Ipou3BoAMTeENsl. [Ipolie/lypy MOHOKIOHAIBHON aMIUIM(HKALUHA T'OTO-
BBIX 00OTAIEHHBIX 1eeBbIX perioHoB JTHK mpoBoamiv Mo cTaHIapTHOMY HPOTOKOIY
emPCR Amplification Method Manual, Lib-L. CekBeHupoBatHue OCYyIIECTBISUIA C HUC-
T0JIB30BaHHEM FeHOMHOTO cekBeHaropa GS Junior. [TomyueHHbIe B pe3ysbTaTe CeKBEHH-
poBaHMs (hparMeHTHI KapTHPOBaIH Ha pedepeHcHsIit reHoM Ovis aries cOopku oviAri3
(https://www.ncbi.nlm.nih.gov, nara obparenust 17.03.2016) ¢ moMoI1IBI0 TPOrPaMMHO-
ro obecnieqennst GS Reference Mapper v2.9 (Roche NimbleGen, CIIIA).

Jli1st ommcanyst 0OHapy»KEHHBIX OTHOHYKJICOTHAHBIX 3aMeH (SNP) n nuceprmit ncroms-
30BasIach CIICHHAIN3UPOBAHHAS HOMEHKIIATypa, paspadoranHas J. Dunnen u S. Antonarakis
(Dunnen J., Antonarakis S., 2000). HomeHK1aTypa NMpUMEHSIIaCh OTHOCHTEIIBHO JIOKYCa
NM_001009428 (https://www.ncbi.nlm.nih.gov, nara obparmenus 15.08.2016) Ha xpomo-
come NC_019459.1 (https://www.ncbi.nlm.nih.gov, nara obpamierust 15.08.2016).

MSICHYIO TIPOAYKTHBHOCTB OBEL| OLICHHBAJIN COIIACHO «MeToInKe OLEHKH MSCHOM
TIPOTYKTHBHOCTH OBel, pazpadoranuoit 'HY CHUMIKK Poccemsxozaxanemun (2009).

Pacuer MH/IeKCa FeHETHYECKOTO CXO/ICTBA MEXK/Ly TOPOIAMH BBITIOHSIIN B IPOrPaMMe
Microsoft Excel 2016 (Microsoft, CIIIA) no gopmyae Nei (1978) (Nei M., 1978), marpu-
Iy pac4€ToB MpH 3ToM cocTapisua 1o metouke JI. H. Umxkopoii (2003). lennporpammy
TEHETUYECKUX AMCTAaHLUMI CTPOMJIM METOAOM CPEIHEB3BELIEHHON NapHO-IPYIMIIOBOI
knactepusaiu (Mamypos M. A., 1987; Mamypos M. A., Uepkamienko B. 1., 1987).
Ornpe/ieNieHHe  CTAaTHCTHYECKOW 3HAYMMOCTH PA3lHYMil BBHIIOJHSIA B IMPOrpaMme
Microsoft Excel 2016 (Microsoft, CIIIA) ¢ wucnonb3oBanuem t-tecta CThIOICHTA.
JlocroBepHbiMU cuutanu pasznuuus npu p < 0,05. [IporpamMHbIil aHamu3 nociaenoBa-
tenpHOCTel JIHK mutst mpenckazanus KOAMPYEMBIX aMHHOKHCIIOTHBIX MOCIIEI0BATEIb-
HOCTEW MPOBOOWIM C MCIONBb30BaHUEM mporpamMHoro obecneuenust Unipro UGENE
1.15.1 (Unipro, Poccus).

3. PE3VJIBTATbI COGCTBEHHBIX UCCJIEJIOBAHMIA
B nmaHHOM paszene M3JI0KEeHBI pe3yibTaThbl HAYYHBIX HMCCIEJOBAHUM, OIyOIHKO-
BaHHBIC B HAyYHBIX CTAThsAX KaK CAMOCTOSTENILHO, TaK M B COABTOPCTBE, COZICPIKAIIHe
YTOUYHEHHBIE, PACIIUPEHHBIC U HOBBIE CBEJICHUSL.

3.1. Honumop¢u3M resa MHOCTATHHA Y OBeLl MEPUHOCOBBIX NIOPO]
3.1.1. OnHOHYKJICOTH/IHbIE 3aMEHbI B TeHe MHOCTATHHA
Y OBeIl MEPHHOCOBBIX IOPOJ

CexsennpoBanne rera MSTN n ero ¢rraHKHpyYIOIIX 001acTel IT03BOJIHIIO BEISIBUTE
B CTPYKType F'éHa MEPHHOCOBBIX OBEII, BEIBEICHHBIX HAa TEPPUTOPUU CTaBPOMOILCKOTO
kpas, 30 oqHOHYyKIICOTHIHBIX 3aMeH (Tabmuma 1).

Tpu MyTarmn oOHapy>KeHbI HaMH BIIepBbIe: ¢.748-229G>A, ¢.940G>Tu c.*16C>A.
Nudopmanus 06 3Tux 3amMeHax He BHeceHa B 6a3y nanubix dbSNP NCBI.

Haumenbinee xonuuectBo 3aMeH B obnactu reHa MSTN oGHapykeHO y OBell Mo-
poxbt JHxkM — 20 SNP. V osent mopoast MM BeIsiBIIeHO 26 OTHOHYKIJICOTHIHBIX 3aMEH.
Hawubonee nomumopdubim siBsiercst red MSTN y npencrasureneii nopoast CM, y 6a-
PpaHuuKOB 3TOH nopoas! 0OHapyxkeHo 27 SNP. 113 BeisBiaeHHbIX 3aMeH 18 SNP spisror-
cs1 OOMMMHM JJIsT OTEYECTBEHHBIX MEPHHOCOB W OOHApYKHBAIOTCS Y TpeIcTaBUTEIeH
Bcex Tpex nopof. [lonoBuHa n3 HUX pacnonoxeHa Bo (GIaHKUPYIOIINX PETHMOHAX I'eHa,
MOJIOBUHA B 00JIACTH UHTPOHOB.
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Tabauua | — OgHonykieotuaHbIe 3aMenbl B reHe MSTN y uccieyeMbix opos

r{\i Tonmumophuzm Peruon Ilopona
1 c.-1866C>T
2 c.-1499G>A
3 c.-1404A>T
4 c.-1401G>A s
E T 5’-¢nankupyroias odnacTb
6 c.-1128T>C
7 ¢.-958T>C
8 c.-783G>A
9 c.-40C>A
10 c.101A>G OK30H 1
11 c.373+18G>T
12 ¢.373+241T>C
13 ¢.373+243G>A
14 ¢.373+249T>C
15 ¢.373+259G>T WuTpoH 1
16 ¢.373+323C>T
17 ¢.373+563G>A
18 ¢.373+913A>G
19 ¢.374-645A>G
20 ¢.747+164A>G
21 ¢.747+309T>A
22 c.748-810C>T
23 c.748-475A>C WuTpoH 2
24 ¢.748-468C>T
25 c.748-229G>A
26 c.748-54C>T
27 ¢.940G>T Ox30H 3
28 c.*16C>A
29 c.*709A>C 3’-¢nankupyromas ooIacTs
30 c.*1232A>G

Ipumeuanue: cepbIM IIBETOM BBIICICHBI 3aMEHBI, 0OHAPYKEHHBIC Y TPeX M3ydae-

MBIX ITOPOA.

Hcxonst 13 MOMyYeHHBIX JaHHBIX MOJKHO CIEJIaTh 3aKIIIOYEHNE O BBICOKOW KOHCEp-
BaTHMBHOCTH KOJMPYIOIHMX ydyacTkoB reHa MSTN oTeuecTBEHHBIX MEPHHOCOBBIX OBEII.
Wnrpons! n duankupyromue obnacta rena MSTN omingarorcst 3Ha4UTENBHON BapHa-
OepHOCTRI0. Hamboupiee KommyecTBO 3aMeH O0HApYKEHO B 00JAaCTH MHTPOHOB, TIPH
3TOM HauboJee IONMMMOPQHBIM sABIAETC HHTPOH | y oBel; nopoasl MM. MuHMMansHOe
xonuuecTBO SNP BBISBICHO B MHTPOHE 2 y *MBOTHBIX nopoasl kM. Perynsropasie
o0macTi reHa y OapaHaukoB mopox JxM Taxke comepikaT MHHHMAIbHOE KOJIHIECTBO
OJJHOHYKJICOTUIHBIX 3aMeH. JKuBoTHbIe Topox MM u CM no xoiudectBy SNP B 31001
o0nacTu He pa3IM4aroTCs.



[lonmy4eHnHble HaMH JaHHBIE IO OONBIIMHCTBY TOUYEUHBIX MyTanuid B rene MSTN y
OBEIl POCCHHCKUX MOPOJL COMIACYIOTCS C Pe3y/IbTaTaMi paHee MPOBEACHHBIX 3a pybe-
JKOM HccienoBaHui. TakuM 00pa3oM, HECMOTpPS Ha MPUCYTCTBHE YHUKATBHBIX OHO-
HYKJICOTHIHBIX 3aMeH, cTpyKkTypa reHa MSTN y MEepHHOCOBBIX OBEIl OTCUYECTBEHHBIX
ropoz OiM3Ka K TAaKOBOH y OBel] 3apyOeikHBIX TOPOI.

3.1.2. CTpyKTypHbIe 0CO0€HHOCTH FeHa MHOCTATHHA
Y OBell NOPOAbI JUKAITHHCKUNH MEPUHOC

Y oBen nopoxst J[xM BrisiBiieHO 20 OHOHYKIICOTHIHBIX 3aMeH. [Ipeobnamarommit
MIPOLIEHT TOYEUHBIX MyTaI[Mi MPUXOANUTCA Ha TPaH3ULHUU U cocTaBimseT 70 %, yame
MEHSIIOTCSl TTHPUMUANHOBBIE ocHOBaHMs. OOHapykeHHble SNP npenmyiecTBeHHO
pacrosararoTcst B HEKOAUPYIOIIX o0nacTax. B 5°-¢pmankupytomeit obmacti reHa MHO-
craruHa BeisiBIeHO 8 SNP, B 3’-hnankupyromeii — oqaa 3ameHa. B o6macté HHTPOHOB
1 u 2 BBISBICHO PaBHOE KOJMYECTBO OJHOHYKJICOTUIHBIX 3aMeH — 110 5 SNP B kaxkjoM.
OpHa ToYeuHast MyTaIlHs BBISIBIICHA B 00JIACTH MIEPBOTO IK30HA.

B xoze anammsa nomamopdusma rera MSTN, 0cHOBBIBasiCh Ha KOJMUYECTBE OOHAPYKEH-
HBIX OZIHOHYKJICOTHIHBIX 3aMEH U UX PaCIOIOKEHUH B I'eHe, Y oBell oposbs! J[HxM ycioBHO
OBUIO BBIJIENIEHO § OCHOBHBIX T€HOTHIIOB, 0003HadeHHbIX OykBamu A — H (Tabmmma 2).

Tabnuua 2 — BapnaHTbl FeHOTHIIOB y OBEL OPO/bI [PKAITHHCKUH MEPUHOC
¢ pasnmuHbIME aytensivu rera MSTN

1:2_‘1 Ob6nactp Tomumoppmm | A ] B 3 g
1 ¢.-1866C>T
2 c.-1404A>T
3 c.-1401G>A
4 5’-¢naHKupyomast c.-1213C>T
5 obiacth c.-1128T>C
6 c.-958T>C
7 c.-783G>A
8 c.-40C>A
9 Ok30H 1 c.101A>G
10 ¢.373+18G>T
11 ¢.373+241T>C
12 Hutpon 1 ¢.373+243G>A
13 ¢.373+259G>T
14 ¢.373+563G>A
15 ¢.747+164A>G
16 ¢.747+309T>A
17 WuTpon 2 c.748-810C>T
18 ¢.748-475A>C
19 ¢.748-229G>A
20 | 3Omaskupyiomas | o35G .

obsacth

Ipumeuanue: saeiku, 3aIITPUXOBAHHBIE YEPHBIM IIBETOM, 0003HAYAIOT TOMO3H-
TOTHBIH BAPHAHT MyTAHTHOTO aJUIelisl, CEPbIM — FeTePO3UTOTHBIN, OEIIBIM — FOMO3UTOT-
HBIIl BapHAHT aJuIelIsl PaCIPOCTPAHCHHOTO THIIA.

10



3.1.3. CTpyKTypHBIEe 0COOEHHOCTH FeHa MHOCTATHHA
Y OBell MOPOAbI MAHBIYCKHIT MEPHHOC

V oen mopoxst MM B o6mactu reHa MSTN o6HapyxeHO 26 OTHOHYKJICOTHAHBIX 3a-
MeH, U3 HuX 73 % — Tpansuuuu. bonbimmHeTBO SNP pacrnonoxkeHo B HUHTPOHAX, B KOIU-
pyronmx o0IacTsX 3aMeHBI OTCYTCTBYIOT. B 5’-(hnankupyrorieii o0nacTv reHa MHOCTaTHHA
BoIsiBIICHO 9 SNP, B 3’°-¢uankupyromeii — 2 3ameHbl. B o0nactu mepBoro HHTpoHa 00Hapy-
JKeHO 9 3aMeH, BO BTOPOM HHTpPOHE BbIIBIECHO 6 SNP.

B xone anammsa nommvopdisma rera MSTN, yuuTHIBasE KOMMIECTBO OOHAPYKEHHBIX
OIIHOHYKJICOTHIHBIX 3aMEH U X PACIONIOKEHHE B TeHe, Y oBell noposl MM ycnoBHO ObL1o
BBIJIETICHO 6 OCHOBHBIX TEHOTHUIIOB, 0003Ha4eHHBIX OykBamu A — F (TaGmma 3).

Tabmuma 3 — Bapuants! renotunos rera MSTN y oBer mopozsr
MaHBIUCKUI MEPUHOC ¢ pa3IMYHbIMU ajuiensMu rena MSTN

r{\/rf_[ Obnactp onumoppuzm A|B
1 c.-1866C>T
2 ¢.—1499G>A
3 c.-1404A>T
4 5’-nankupyromas c.-1401G>A
5 ey c.-1213C>T
6 ooacty c.-1128T>C
7 c.-958T>C

8 c.-783G>A
9 c.-40C>A
10 ¢.373+18G>T
11 ¢.373+241T>C
12 c.373+243G>A
13 ¢.373+249T>C
14 Wurpon 1 ¢.373+259G>T
15 ¢.373+323C>T
16 ¢.373+563G>A
17 ¢.373+913A>G
18 c.374-645A>G
19 c.747+164A>G
20 ¢.747+309T>A
21 Vurpon 2 c.748-810C>T
22 c.748-475A>C
23 ¢.748-468C>T
24 ¢.748-54C>T
25 | 3’-¢mankupyromias c.*709A>C
26 o6nacthb c*1232A>G ||

Ipumeuanue: S9EHKH, 3aIITPHXOBAHHBIC YEPHBIM IIBETOM, 0003HAYAIOT TOMO3H-
TOTHBIH BAPUAHT MyTAaHTHOTO aJUIENsI, CEPbIM — TE€TEPO3UTOTHBIHN, OEITBIM — FOMO3UTOT-
HBII BApUAHT ajljIelis paclpOCTPaHEHHOIO TUIIA.

B xo/1e IPOBEIEHHOTO MCCIIEIOBaHUS YCTAHOBJICHO, YTO KOAMPYIOIHE 00NacTH reHa
MSTN vy oger nopogst MM Bbicoko KoHCepBaTUBHBL. OfiHaKO Ol1aroiapst 3HaYUTEIEHOMY
nomMMop(I3My HEKOAMPYIOIIHMX o0acTeil ¥ pa3HO00pas3uio 0OHaPyKECHHBIX TEHOTHIIOB Y
oBell moposbl MM 1ienecoo0pa3Ho MpoBeAeHHE CeeKIHHU Mo cTpykType reHa MSTN.
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3.1.4. CTpyKTypHBbIe 0COOEHHOCTH FeHa MHOCTATHHA

Y OBell MOPO/IbI COBETCKHIl MepHHOC

V oBen nopoast CM B obnactu rena MSTN o6HapyxeHO 27 OZHOHYKICOTHIHBIX
3ameH. [Ipeobnanaronuii MPONEHT TOYEUHBIX MYyTalWil NPUXOAUTCS HAa TPAH3UIUHU U
cocrapusgeT 70 %. BombmmHCcTBO M3 06HapyxeHHBIX SNP y oen mopoast CM pac-
TIOJIO’KEHO B HEKOAMPYIOIIUX y4acTkax. B 5’-dunankupyromei odnacTu reHa BbISBICHO
9 SNP, B 3’-¢hmankupyromeii — 2 3amensl. B oGmacti mepBoro HHTpoHa OOHAPYKEHO
8§ 3aMeH, BO BTOpOM HHTpOHE BbIsiBIeHO 6 SNP. /IBe 113 00HapyKEeHHBIX 3aMEH PacIoio-

JKCHBI B DK30HaX U BEAYT K UBMCHCHHUIO CTPYKTYPbI KOAUPYEMOTO IIENITHAA.

Anam3 nommMopgusma rera MSTN y oBer; oporsr CM 103BOJIII, OCHOBBIBASICH
Ha KOJIMYECTBE OOHAPYKEHHBIX OIHOHYKJICOTUIHBIX 3aMEH M MX PACTONOKEHUH B TEHE,
YCJIOBHO BBIICNIMTH 7 OCHOBHBIX T'€HOTHUIIOB, 0003Ha4eHHbIX OykBamu A — G (Tabnuia 4).

Tabnuua 4 — BapuanTs! renotunos reHa MSTN y oBer; mopozs!
COBETCKHUI MEpUHOC ¢ pa3IMYHbIMU ajutensiMu rena MSTN

1_'1\2_[ O6nactb Honmumoppusm | A 1 B 2 g D|E|F |G
1 c.-1866C>T
2 c.—1499G>A
3 c.-1404A>T
4 , c-1401G>A
5| -dramayomas T g 3csT
6 c.-1128T>C
7 c.-958T>C
8 c.-783G>A
9 c.-40C>A
10 Ok30H 1 c.101A>G
11 ¢.373+18G>T
12 ¢.373+241T>C
13 ¢.373+243G>A
14 Visrpon 1 ¢.373+249T>C
15 ¢.373+259G>T
16 ¢.373+323C>T
17 ¢.373+563G>A
18 ¢.374-645A>G
19 ¢.747+164A>G
20 Wurpon 2 c.747+309T>A
21 ¢.748-810C>T
22 c.748-475A>C
23 WnTpon 2 ¢.748-468C>T
24 ¢.748-54C>T
25 Dk30H 2 ¢.940G>T
26 | 3’-¢mankupyromias c.*16C>A
27 061aCTh c.*1232A>G H B

prweltaHue: ﬂ‘{eﬁKH, 3allITPUXOBAHHBIC YE€PHBIM IIBETOM, 0003HAYAIOT TOMO3HK-
TOTHBII BapHUaHT MYTAHTHOT'O aJlJICJIsA, CEPBIM — FeTepO3HFOTHBIﬁ, OEJIBIM — FTOMO3HTOT-

HBII BapHAHT aJlIelst paCIPOCTPAHEHHOTO THITA.
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Hcxons U3 momy4eHHBIX JaHHBIX MOXKHO C/ENAaTh 3aKIIOYCHUE O BBHICOKOM MOJHU-
Mopdu3me Hexomupyromx obnacreit rera MSTN y ogerr moponst CM. BeipaskenHast
TeHETHYECKasl TeTepOreHHOCTh opoasl CM 00yciaBiIrBaeT MEepCreKTHBEI CEICKIINT
o cTpykrype reHa MSTN mist 5T0ii HOpos!.

3.1.5. CpaBHUTeIBHBII aHAIH3 MOJUMOP(}HU3Ma reHa MHOCTATHHA
y OBell pOCCHIICKHX MEPHHOCOBBIX NMOPOJ

Cpenu mpecTaBuTeliel pOCCHHCKMX MEPUHOCOBBIX MTOPOJ] BBISIBICHBI OapaHbl cO
cTpykTypoit rena MSTN, uIeHTHYHON TOCIIeIOBaTeILHOCTH T'€Ha, IIPEACTaBICHHON B
pedepercHom reHome (cO6opka Oar v3.1), cOOpaHHOM MPEUMYIIECTBEHHO O PE3YIlb-
TaTaM CEKBEHUPOBAHMS TeHOMA aBCTPAIMHCKUX MEpHHOCOB. HanMeHbIee KoJmuecTBO
JKMBOTHBIX C TEHOTUIIOM, HACHTUYHBIM pe(epPEHCHOMY BEISIBICHO CPEIN PEICTABUTE-
neit mopoael J1xM — 13 %. ¥V 6apanunkos nopog MM u CM «aBcTpanniickuii» Bapu-
aHT reHa oOHapy»xwuBaercs Ha 14 % dare.

Ha ocHOBaHNW JaHHBIX CEKBEHHPOBAHWS ONPE/ENICHBI JaCTOTHI BCTPEIAEMOCTH MY-
TaHTHBIX ajvienell y npencrasureneii mopon [JpxkM, MM u CM. Kapruna pacnipeneneHust
OTHOHYKJICOTH/IHBIX 3aMEH BO MHOTOM CXOKa Y BCEX U3y4aeMbIX TTOPOJI.

B xoze ananm3a BEISIBICHHBIX TEHOTHIIOB YCTaHOBIICHO, UTO B 00nacTi reHa MSTN
y MIPECTaBUTENEH BCEX U3yUaeMbIX IOPOJ MPHUCYTCTBYET PsIJl 3aMEH, BCTPEUAOIIUXCS
TOJIEKO coBMecTHO. OOHapYKEHO IATh TPYII TaKUX 3aMeH. /IBe M3 HUX BBISBICHBI B
5’-¢mankupyomei obracT reHa, iBe — B 00JIaCTH HHTPOHOB, OJJHA TPYIIa COYETaeT
B ce0e 3aMeHY, pacIONOKEHHYIO B 5’ -(IaHKUPYIOIIEH 001acTH ¢ 3aMEHOI B HHTPOHE
(Tabnuua 5).

Tabnuua 5 — KoMmiekcbl COBMECTHO BCTPEUAIOIIUXCS 3aMEH,
ob1iue it BceX M3y4aeMbIX OPOJL

5’-¢nanKupyIomas
O01acTh UHTPOHOB obsacTh reHa +
00JIaCTh HHTPOHA

5’-(mankupyromas 061acTh
reHa

Cc"_1915288TT>>CC c-1401G>A g;’ggggﬁ ¢.373+259G>T C.-1404A>T
C0CeA | em1213C5T | 0 TR0 | e TATHIBAASG | e373+243G>A

OO6Hapy>KeHHE y JKUBOTHBIX PA3HBIX TOPOJL CXOXKHX TEHOTHIIOB M OJJHHX U T€X K& KOMII-
JIGKCOB OJTHOHYKJICOTH/THBIX 3aMEH TOBOPHT O MX OJIM3KOM POJICTBE, B CBSI3U C YeM OCOOBIH
HHTEPEC MPECTABISCT OIICHKA TCHETHIECKOTO CXOJICTBA U3y9aeMBbIX TTIOPO]L.

Ha ocHOBaHMY pe3ynbTaToOB CEKBEHUPOBAHMS, ONPEETICHUS YaCTOT BCTPEUaeMOCTH
MYTaHTHBIX aJUleJiell ¥ 110 COBOKYITHOCTH BBISIBICHHBIX 3aMEH B TeHE MHOCTAaTHHA HaMU
OBLI IIPOM3BEIEH PacuET ITCHeTHUECKUX AUCTAHIINH M HHAEKCOB FEHETHIECKOTO CXOACTBA
MeXay nzydaeMbMu noponamu (Tabmuma 6). HaumeHbliee reHETHYECKOe PacCTOSHUE
obHapyxkeHo Mexxay nopoaamu kM u CM. Tlopora MM HaxoauTCs MPaKTHYCCKH Ha
paBHOM yznaneHuu ot nopox CM u JLxM.

Beicoknii ypoBeHb T€TepOTeHHOCTH MO aJIeTbHBIM BapHaHTAM T'€Ha MHOCTATHHA
B KQXKIOW M3 M3y4aeMbIX MMOPOJI, BEPOSITHO, CBS3aH C TEM, YTO paHee CEeNEKIMOHHAs
pabota Besack 06€3 NPUMEHEHHsT METOI0B TEHOMHOTO MJIM MapKep-aCCOLUHPOBAHHOTO
otbopa, 0e3 ydyera CTPyKTypHI TeHa.
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Tabnuua 6 — I'enernueckue aucraniwu (d) 1 MHAESKCHI TEHETHIECKOTO
cxozicTBa (T,) MEXJly MEPHHOCOBBIMH TTOpoiamMu oBell 110 reny MSTN

TokM MM CM
JoxM — 0,9922 (r.) 0,9977 (12)
MM 0,0078 (d) - 0,9926 (1,)
CM 0,0023 (d) 0,0074 (d) -

[Ipn nanpHelmeM U3ydeHUH CBSI3H MONMMMOP(HU3Ma reHa MHOCTAaTHHA ¢ TI0Ka3aTe-
JISIMH MSICHOHM MPOyKTHBHOCTH 11€J1eCO00Pa3HO YACIUTh 0c000e BHUMAHUE CBSA3H BbI-
SIBJIGHHBIX KOMIUIEKCOB 3aMEH C IPOyKTUBHBIMH KauecTBaMH OBell. Tak Kak mpyu oOHa-
PY’KEHUH TaKOH CBS3M B KaUueCTBE MapKepa IPYIIIHI MOKET BBEICTYIIUTE JII00Ast My TaIlHsI
13 KOMIUIEKCA, BBISIBIEHHE OJJHON 3aMEHBI PABHOCHILHO T€HOTUIIMPOBAHUIO IO JABYM-
TpeM ToYKaM ¥ oJiee TOYHO ITO3BOJISIET 0XapaKTePHU30BaTh HCCIIEAYEMblIil TEHOTHII.

3.2. CBsa3b nosiuMOppHU3Ma reHa MHOCTATHHA € OKA3aTeJISIMH
MSICHOIi MPOAYKTHBHOCTH Y OBeIl MEPHHOCOBBIX IOPOJ

W3yuenne cBsa3u mommMopdu3Ma reHoB ¢ MOKa3aTelsIMU TPOTYKTHBHOCTH HMECT BBI-
COKYIO NMPaKTHYECKYI0 3HAYMMOCTb, HOCKOJIBKY MO3BOJISET BBISIBUTH TEHETHYECKUE Map-
KepbI s IPOBEICHNS MapKep-OPUEHTUPOBAHHON CEJIEKIMK. B CBsI3U ¢ 3THM IpH H3yde-
HHH CBSI3H ITOINMOP(U3Ma reHa MUOCTATHHA C TTOKa3aTeNIIMU MSICHOH TIPOYKTHBHOCTH
U JabHENIIero MOMCKa YHHBEPCAIbHOIO TeHETHYECKOr0 MapKepa JUlsl POTrHO3HPOBa-
HUSL MSICHOI TPOJYKTUBHOCTH MEPHUHOCOBBIX OBEL[ POCCHHCKUX MOPOJ LIeJIeco00pa3HO
00paTuTh 0c000€ BHIMAaHNE Ha KOMITIEKCHI 3aMeH, 00IIHe JUIS BCeX H3y9aeMbIX MOPOI.

C yuetoMm 00bEMa n3yyaeMoil BBIOOPKU U YaCTOTHI BCTPEYAEMOCTH MYTAaHTHBIX aJl-
JieNield B UCCIIeAyeMbIX yUacTKax IreHa JUIsl ONy4YeHHs JOCTOBEPHBIX JaHHBIX 110 CBSI3H
nonuMopu3Ma TeHa MHOCTATHHA C TTOKa3aTeISIMU ITPOAYKTUBHOCTH HAMH OBIITH 0TO0-
paHbl 3aMEHBI, NOJAXOIAIINE Ha POJb MEHETHYECKUX MapKePOB-KaHIMAATOB MSCHOM
npoxykruBHoctH oBell (Tabnuua 7).

Tabnuua 7 — [pexnonaraembie MapKepbl MSICHO IPOYKTHBHOCTH OBEI]

OJIHOHYKJICOTH/IHbIE ITopona

3aMEHBI JIxM MM CM
c.-1128T>C
¢.-958T>C
c.-40C>A
¢.373+259G>T
c.747+164A>G
c.-1401G>A
c.-1213C>T
¢.373+241T>C
¢.373+563G>A
c.748-475A>C
c.-1404A>T
c.373+243G>A
c.*1232A>G

Ilpumeuanue: cepbIM LIBETOM OTMEUECHBI KOMIUIEKCHI 3aMEeH, OTOOPaHHBIE IS 1alTh-
HEHNIIEero aHajiu3a CBsI3U C MACHOM MPOAYKTUBHOCTBIO.
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3.2.1. Iloka3are/in MACHON NPOAYKTHBHOCTH Y OBeLl OPOJbI
JKAITHHCKHI MEPHHOC ¢ PAa3IMYHBIMH aJIeJIIMH T'eHa MHOCTAaTHHA

B xoze cpaBHHTENHHOTO aHAIM3a MPHKU3HEHHBIX ITOKa3aTelleil MSICHOM MpOIyK-
TUBHOCTH 0apaHUYMKOB, HECYIINX MyTaHTHBIE ayuten c.-1128C, ¢.-958C, c.-40A, u 6a-
PaHYMKOB, TOMO3ZUTOTHBIX 110 AUKKUM ajuesnsiM c.-1128T, ¢.-958T, ¢.-40C, nocToBepHBIX
pa3nnuuii o MpoMepaM CTaTel Tesa U HHJIEKCaM TeJIOCI0KEHUS He BbIABIeHO. OHaKO
Gapanunku 1mopoxs! J’kM, nMmelomue B TeHOTUIIE MYTaHTHBIE aJUIeIH, JOCTOBEPHO
YCTYHAIOT ’KUBOTHBIM, TOMO3HTOTHBIM TI0 aJUIEIISIM AUKOTO THIIa 1o 20 y6oiHBIM MoKa-
3aTeNsM, B TOM YHCIIe MO0 MoKas3aresiM Mopgoorudeckoro cocrasa Ty, Hanbonee
3HAYMMBIE JOCTOBEPHBIC Pa3JINIusl 0TOOpakeHHI Ha PucyHke 1.

JKmpas Macca JKuBas Macca IIpemyGoiiHas — VGoiHas AGcomoTHAA
mepen mocne JKHBAA MAcca  MACCaTYIIH Macca MAKOTH
OTKOPMOM OTKOpMa
B OMO3HIOTHI 10 THKOMY A7UIENH0 ¥ HocHTeMH MYTaHTHOTO a/uIels

Pucynok 1 — CpaBHUTENIBHAS XapaKTEPUCTHKA YOOHHBIX ITOKa3aTeICH OBeIl
MOPOJIBI JHKAITHHCKIH MEPUHOC ¢ Pa3IHMYHbIMU ayutessmu reHa MSTN
1o 3ameHam c.-1128T>C, ¢.-958T>C, c.-40C>A

[Nomy4yenHble naHHBIE TTO3BOJSIOT CAETATh BBIBOA O TOM, YTO HAMIHE B TEHOME
GapanurkoB mopoas! kM myTanTHBIX amieneit ¢.-1128C, ¢.-958C, c¢.-40A accoruu-
POBAHO C HU3KUM YPOBHEM MSICHOH IIPOIYKTUBHOCTH.

CpaBHHTENbHAS OLIEHKA IPOMEPOB CTATEeH Tea, HHASKCOB TETOCIOKEHUS U yOOii-
HBIX ITOKa3aresneil 6apanuukoB noposst JHxM ¢ paznuunbivy amtensimu rena MSTN no
3ameHaM ¢.373+259G>T, ¢.747+164A>G u ¢.*1232A>G no3BosmiIa yCTaHOBHUTb, UTO
JTaHHBIE 3aMEHBI C YPOBHEM MSCHOW MPOTYKTHBHOCTH HE CBS3aHBL

3.2.2. Iloka3aresm MACHON NPOAYKTUBHOCTH Y OBeLl IOPOJbI
MaHBIYCKHIl MEPHHOC ¢ PA3JIMYHBIMH AJIJIeJIAMHU FreHAa MHOCTATHHA
B xoze cpaBHUTENIBHOTO aHAJIM3a MPHIKU3HEHHBIX [TOKa3aTesIei MICHOW POy KTHB-
HOCTH 0apaH4YMKOB MOPoasl MM, rOMO3UTOTHBIX IO aJUIENSIM TUKOTO TUTA C.-1404A,
¢.373+243G, U CBEpCTHHUKOB, HECYIIMX MyTaHTHble amuenn c.-1404T, c¢.373+243A,
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YCTaHOBJIEHO, YTO >KHBOTHBIE JOCTOBEPHO PA3IMYAIOTCS MO MPOMEpaM CTaTel Tena.
Hocurenn MyTaHTHBIX ajuiesiell YCTYNaroT )KUBOTHBIM € pe()epEHCHBIM FE€HOTHIIOM IO
BEICOTE B KpecTie Ha 3,60 %, 1mo kocoit aiuHe Tynosuma — Ha 2,8 %. ['my6una rpyam y
HOCHTENEeH MyTaHTHBIX ajuteneii ¢.-1404T u ¢.373+243 A menblie, yeM y 6apaHUUKOB,
TOMO3UTOTHBIX 10 ayielsim c.-1404A u ¢.373+243G, — na 3,4 %, 00XBaT rpyau — Ha
2,4 %. Taxxe y HOCHTeNIel MyTaHTHBIX aJUIeNIeH TPYTHOH HHAEKC TOCTOBEPHO MEHbIIIE
Ha 5,9 %. Ilo ocTanbHBIM MPWKU3HEHHBIM TIOKA3aTENsIM JOCTOBEPHBIX Pa3IUUIUil HEe
00HaApPYKEHO.

bapanuuku, Hecymue mMyTanTHble avienu c.-1404T u ¢.373+243A, nocroBepHo
YCTYNarT CBEPCTHHKAM, TOMO3HIOTHBIM IO ajuieisM c.-1404A, ¢.373+243G, nmo 18
yOoitHbIM nokasaressiM. Hanbosee 3Ha4nMbIe TOCTOBEPHBIE PA3INIHsl OTOOPaKeHBI HA
Pucynxke 2.
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JKusas macca  JKupast macca  [peayboiinas  Yboiinas macca  AGcoroTnas
nepen MOCIe OTROpMa HHBAA Macca TYIIH Macca MAKOTH
OTKOPMOM
B [OMO3ZHIOTEL 110 AHEOMY Q7UIETHY ® Hocurenn MYTAHTHOI'O Q/U1e18

Pucynok 2 — CpaBHuTENnbHAS XapaKTEPUCTHKA yOOHHBIX TIOKa3aTeNeii OBell
[IOPO/Ibl MAaHBIUCKUI MEPUHOC ¢ pa3au4YHbIMU ajutessmMu reHa MSTN 1o 3ameHam
c.-1404A>T, c¢.373+243G>A

[Tomy4yeHHbIe TaHHBIE TO3BOJLSIIOT C/IeJIaTh BBIBOJI O TOM, YTO HAJIMYNE B TeHOME Oa-
panuukoB nopoasl MM myTanTHbIX amneneit ¢.-1404T u ¢.373+243 A accouuupoBaHo
C HU3KUM YPOBHEM MSICHOH MPOXYKTHBHOCTH.

Ilpm w3y4YeHUM NPIKM3HEHHBIX W YOOWHBIX I1apaMeTPOB MSICHOI IPOIyK-
THBHOCTH OapaH4YMKOB 1opojas! MM ¢ pasnuuHBIMH auIeIssMH TeHa IO 3aMeHaM
c.-1128T>C, ¢.-958T>C, c.-40C>A, ¢.373+259G>T, c.747+164A>G; ¢.373+241T>C,
c.373+563G>A, c¢.748-475A>C; c.-1404A>T, ¢.373+243G>A, c.-1401G>A,
¢.-1213C>T ycraHOBIEHO, YTO 3TH 3aMEHBI HE acCOIMHPOBAHBI C YPOBHEM MSCHOM
MIPOAYKTUBHOCTH.
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3.2.3. Iloka3aresn MACHON NPOAYKTUBHOCTH Y OBELl IOPOJbI
COBETCKHUIi MEPUHOC € PA3JIHYHBIMHU aJIeJISIMH T'eHa MHUOCTATHHA

B xoze cpaBHUTEIBHOIO aHaNIN3a NOKa3aTeae MSICHON POLyKTUBHOCTH OapaHuu-
kOB 11opojisl CM yCTaHOBIIEHO, YTO IO IMPYKU3HEHHBIM [TOKA3aTelsIM 0COOH, HECyIIHe
B TOMO3UTOTHOM COCTOSIHMH ajutenau gukoro tuma c.-1128T, ¢.-958T, ¢.-40C, mocro-
BEPHO HE OTIIMYAIOTCS OT 0coOei, Hecylux MyTaHTHbIe amienu c.-1128C, ¢.-958C,
c.-40A. OgHako *KUBOTHBIE, HECylIMe MyTaHTHBIE amenu ¢.-1128C, ¢.-958C, c.-40A,
JIOCTOBEPHO YCTYMAIOT CBEPCTHHKAM, HECYIIMM B TOMO3HTOTHOM COCTOSHHH aJlIeNd
nukoro tuna c.-1128T, ¢.-958T, ¢.-40C, o 19 y6oiiHbIM IIOKa3aTesIIM MACHOH NPOIyK-
tuBHOCTH. Hanboree 3Ha4nMble JOCTOBEpHEIE pa3Indms 0ToOpakeHsl Ha Pucynke 3.
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JKupas Macca JKupag Macca IIpemyGoiiHas  VOoiHas — AGCOMIOTHAA

mepen nocie JKHBAA Macca Macca Macca MAKOTH

OTKOPMOM OTKOpMa
B ["OMO3HTOTHI 10 THKOMY aIUTEMIO ¥ HoCHTETH MYTaHTHOTO a/uIeis

Pucynok 3 — CpaBHuTeNbHAsI XapaKTePUCTHKA yOOIHBIX TOKa3aTeneit
OBEIl TOPOJBI COBETCKUI MEPUHOC C Pa3IMuHBIMU amiesiMu reHa MSTN
o 3ameHaMm c¢.-1128T>C, ¢.-958T>C, c.-40C>A

ITony4eHHbIE TaHHBIC MO3BOJISIIOT C/IeNaTh BBIBOA O TOM, YTO HAJHYHE B I'EHOME
GapanunkoB mopoabl CM myTtaHTHBIX ameneit ¢.-1128C, ¢.-958C, c.-40A accorunpo-
BAHO C HU3KUM YPOBHEM MSICHOH IPOIXYyKTHBHOCTH.

Uzyuenne cBa3u 3ameH  c.-1404A>T, ¢.373+243G>A, ¢.373+259G>T,
¢.747+164A>G c noka3zaressiMH MSCHOW NMPOXYKTUBHOCTH Yy oBell nopoasl CM mo-
3BOJIMJIO BEISICHHUTB, YTO JAHHBIC 3aMEHBI C ITapaMeTpaMy MSCHOU IPOyKTHBHOCTH HE
ACCOLIMHPOBAHBI.

3.2.4. Ajlesi reHa MHOCTATHHA, ACCOLIMUPOBAHHBIE C IOKA3ATEJAAMHU
MSICHOIi IPOAYKTHBHOCTH Y MEPHHOCOBBLIX OBell POCCHIICKHX MOPoJ
CpaBHHTEIIBHBIN aHATIN3 TPWKU3HEHHBIX U YOOIHBIX MMOKa3arenell OBel| OTeUeCTBeH-
HBIX MEPHHOCOBBIX [IOPOJ C pa3IM4YHBIMU AJUICIIIMU ['eHa MHOCTaTHHA I03BOJIMII BBIIBUTH
ONHOHYKJICOTHAHBIE 3aMEHBI, CBS3aHHBIE C TMapaMeTpaMH MSACHOH MPOXYyKTUBHOCTH.
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Hanbostee 3Ha9MMBIe TOCTOBEPHBIC PA3INUMST MEK/LY KHUBOTHBIMU Pa3HBIX TCHOTHIIOB 110
TIOKa3aTeIIsIM POYKTHBHOCTH 0ToOpakeHb! B Tabmuue 8.

Tabnuua 8 — Pasuuia B mokasaTessix MACHON MPOTyKTUBHOCTH
MEX/ly MEPUHOCOBBIMH OBLIAMH OTEUECTBEHHBIX IIOPOJ
C Pa3IMYHBIMH T€HOTUITAMH 110 TeHY MHOCTAaTHHA

IIpeBocxoncTBO
Kenarenbupiii | HexxenarenbHas TOMO3HUTOT JTUKOTO
Iopona INoka3zarenn p
TEHOTHUIT MyTaIus THIIA HaJl HOCUTE-
JISIMA MyTatui, %
JKuast Mmacca nepen 12.1 0.01
OTKOPMOM
YKuBast macca nocie 12,1 0.01
OTKOpMa
JTxM  |[IpenyGoitnas sxusast 12,1 0,01
Macca
12STT 28T Y6oitnas Mmacca TyImu 15,4 <0,01
C.- C.- >
A6C(())H}0TH21$I Macca 20.6 0,04
.-958TT .-958T>C ;{’“‘ ™
WBasi Macca mepes 8.0 0.02
c.-40CC c.-40C>A OTKOpPMOM
JKuBast Mmacca rocie 8.1 0.02
OTKOpMa
CM  |IIpeny6oiinas sxuBast 8.1 0.02
Macca
Yo6oiinast Macca TYIIH 154 0,02
AOGcoimoTHast Macca 13.1 0.05
MSIKOTH
JKusast macca nepen 35 <001
OTKOPMOM ’ ’
JKuBast macca mocie 96 <001
c.-1404AA c.-1404A>T OTKOpMa ’ ’
MM  |[IIpeny6oiinas sxuBast 96 <0.01
¢.373+243GG | ¢.373+243G>A Macca ’ i
Y6oiinas Macca TYIIH 9,9 <0,01
AOcomoTHas Macca 12,4 0.02
MSIKOTH

W3 Tabmumel BUAHO, YTO HAWITYYIIMMH ITOKA3aTEJSIMH MSICHOH MPOXYyKTHBHOCTH
B noponax kM u CM ob6nagaror GapaHUYMKH-TOJOBUYKH, HECYIIHE B TOMO3UTOTHOM
cocrosHuu amienu c.-11287T, ¢.-958T u ¢.-40C. Cpeau 6apanunkoB nopoasl MM Hau-
OoJiee BEICOKHE TIOKA3aTeNM MSCHOH HPOJYKTHBHOCTH MMEIOT )KHBOTHBIE, B T€HOME
KOTOPBIX B TOMO3UTOTHOM COCTOSIHMM HaxoasaTcs aymenu c.-1404A um ¢.373+243G.
Takum 00Opazom, HaWIY4IIMMHU [0Ka3aTeIsIMU MSCHOI IPOAYKTHMBHOCTHU 00J1a1aroT
JKMBOTHBIE, HECYIIVe B aHAIN3UPYEMBIX MO3UIUAX AJUIENN AUKOTO THIA B TOMO3UTOT-
HOM coctosiHud. s osent mopox /J)xM u CM HekenaTelbHBIME SBISIOTCS MYyTaLlUH
¢.-1128T>C, ¢.-958T>C u c.-40C>A, mna osens nopoasl MM — myTauuu c.-1404A>T
u ¢.373+243G>A.
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4. 3BAKJIIOYEHUE

B xoze npoBeIeHHOT0 NCCIEA0BaHuUS BIIEPBBIE C MPUMEHEHNEM METO/Ia BBICOKOIPO-
W3BOJUTEIIFHOTO CEKBEHHPOBAHMS HOBOTO TTOKOJICHHUsI OBUT U3yUeH MOIMMOP(GH3M IeHa
MHOCTaTHHA Y OBEI] POCCUICKHX ITOPOJI. YCTAHOBJICHO, YTO T'€H MUOCTATHUHA Y OBEI HOPOJT
JOKANTHHCKAM MEPHHOC, MAaHBIUCKUI MEPHHOC U COBETCKHI MEPUHOC, BHIBEACHHBIX Ha
TeppuTopuu CTaBpONOIbCKOTO Kpasi, UMEET MHOMKECTBO aJUICJIbHBIX BAPUAHTOB, OJHAKO
II0 CBOEH CTPYKType OJIM30K K F'eHy MHOCTATHUHA y OBEI] APYTHX ITOPO, PA3BOIHMBIX KaK
Ha TeppuToprn EBpasun, Tak U Ha Apyrux Marepukax. LleneBoe cekBeHMpOBaHME TeHA
MHOCTATHHA U er0 (IIaHKUPYIOIIMX 00JacTel MO3BOJIMIIO BBISBUTH B TEHOME OBEIl U3Y-
YaeMBIX ITOPOJ TPHUALIATH OJJHOHYKJICOTH/IHBIX 3aMEH, BOCEMHA/IIATH SBIISIOTCS] OOINMHU
1 0OHAPY)KUBAIOTCS Y MPEACTABUTENEH BCEX TPEX MOPOJ. Y OBEI] MOPOIBI [HKAITHHCKUI
MepHHOC BbIIBICHO 20 OIHOHYKJICOTHIHBIX 3aMEH, y OBELl MOPO/bl MAHBIUCKUI MepH-
HOC — 26 3aMeH, y OBeIl IOPOJIbI COBETCKHIA MepuHOC — 27 3ameH. Tpu MyTanuu oOHapy-
JKEHBI BIIEPBBIC U paHee HEe OMHCAHBL. 3ameHa ¢.748-229G>A BbIsSBICHA TOJBKO y MPE/-
CTaBUTENEH MOPOIBI [DKAITHHCKUH MepuHOC, 3aMeHbl ¢.940G>T u ¢.*16C>A BbIsSBICHbBI
TOJIBKO Y >KMBOTHBIX MOPOJIBI COBETCKUI MEPHHOC. Y OBEI] IIOPO/IbI MAHBIYCKHI MEPHHOC
BbIABIEHBI 3aMeHEI ¢.*709A>C u ¢.373+913A>G, oTcyTcTBYyIONIME Y ABYX APYTHX aHA-
JIM3UPYEMBIX NTOPOJ U paHee 0OHApYKEHHBIE y OBEIl 3apyOe)KHBIX MOpoA. BoIbIIHHCTBO
OOHApY>KEHHBIX 3aMEH PAcIoaraeTcsl B HeKOAUPYIOMNX OONacTsX IeHa — HHTPOHAX U
(maHKUPYIOMUX 00IaCTSX.

[IpoBeneHHbI aHaNN3 aJIEIbHBIX BAPUAHTOB F'eHA U YaCTOThI BCTPEUAEMOCTH BbI-
SIBJICHHBIX MYyTaIUi [T03BOJIMI YCTAaHOBHTb, YTO Y OBEIL[ BCEX UCCIICyEeMbIX TIOPOJ HAN-
0oIee pacpoCTPaHEHHBIMH SIBIISIOTCS PACTIONOKEHHBIE B 5’ -(pIaHKUpyome ooaacti
OJIHOHYKJICOTH IHBIE 3aMeHBI C.-1128T>C, ¢.-958T>C u c.-40C>A. YactoTa BcTpeuae-
MOCTH MyTaHTHBIX ajutesieii ¢.-1128C, ¢.-958C u ¢.-40A xonebnercs ot 33 no 37 %. [To
COBOKYITHOCTH OOHAPYKEHHBIX OJJHOHYKJIEOTHIHBIX 3aMEH Y OBEII TOPOJIBI MAHBIUCKHH
MEPHHOC OBLIO BBIAEIEHO 6 OCHOBHBIX FEHOTHIIOB, y OBEIl IIOPOJ JUKAITHHCKUN MepH-
HOC U COBETCKUII MEPUHOC BBLAEICHO 110 8 OCHOBHBIX ['C€HOTHUIIOB.

W3ydeHsl mpyKU3HEHHbIE W yOOMHBIE MapaMeTphbl MSACHON HPOTYKTUBHOCTH MEpH-
HOCOBBIX OBEIl TPEX POCCHUMCKUX TOPOA. B3sThI MpoMephl, XapakTepu3yome 0co0eH-
HOCTH 3KCTephepa U 00lIee pa3BUTHE YKUBOTHBIX, BEIYUCIICHBI HHICKCHI TEITOCIOKEHHUSL.
[IponsBeneH KOHTPONBHBIN YOOI HCCiIenyeMbIX OapaHUMKOB B 12-MeCSYHOM BO3pacTe.
OrnpenieneHs! oKa3aTen MOP(OIOrHYECKOr0 COCTaBa TYIIIH.

BersiBiiena cBsi3bp noimumop¢u3Ma reHa MHOCTaTHHA C ITOKa3aTeJIsIMU MSICHOM TIpo-
JyKTHBHOCTH. YCTaHOBIICHO, UTO C OKa3aTeIAMH MACHON IMIPOTYKTUBHOCTH Y OBEII 110-
PO/IbI MAHBIYCKHIA MEPUHOC aCCOLIMUPOBAHBI OHOHYKIICOTUAHbIE 3aMeHbI C.-1404A>T
u ¢.373+243G>A, y oBell IOpOJ KAITUHCKUNA MEPUHOC U COBETCKUI MEPUHOC — 3aMe-
HbI ¢.-1128T>C, ¢.-958T>C u ¢.-40C>A. Ha ocHOBaHMM 3TOTO BBISBICHBI aJlIeJIH IeHa
MHOCTaTHHa, CBSI3aHHBIE C TApaMeTpaMH MSICHOW MPOAyKTUBHOCTH. Hamuue B reHOMe
06apaHYNKOB ITOPOJIBI MAHBIICKUI MEPUHOC MyTaHTHBIX ajuieneii c.-1404Tnc.373+243A
aCCOLMMPOBAHO C HU3KUM yPOBHEM MSCHOH MPOXYKTUBHOCTH. IIprcyTCcTBHE B TeHOME
6apaHYUKOB MOPOJBI MAHBIUCKHH MEPUHOC B TOMO3UTOTHOM BapUaHTE ajljieseid JUKO-
ro tuna c.-1404A u ¢.373+243G accolMupoBaHO ¢ BEICOKUMHU [1OKA3aTEIAMU MACHOH
MIPOXYKTUBHOCTH. Hanmuume B reHomMe GapaHUMKOB MOPOJ KAITHHCKHNA MEPHHOC U
COBETCKHI MEpPUHOC MyTaHTHBIX ajuieneit c.-1128C, ¢.-958C, c.-40A acconunpoBano
C HU3KHM YPOBHEM MSICHOU MPOAYKTUBHOCTH. [IpHCyTCTBHE B TeHOME OapaHUMKOB I10-
PO JUKANTUHCKUN MEPUHOC U COBETCKUH MEPUHOC B TOMO3UTOTHOM BapUaHTe ajienei
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qukoro tuna c.-1128T, ¢.-958T u ¢.-40C accounupoBaHO ¢ BHICOKUMH MOKA3aTeIsIMHU
MSICHOU ITPOAYKTUBHOCTH. JJaHHBIE O CBSI3U C MSICHOM IIPOAYKTUBHOCTBIO PEKOMEHTye-
MOTO 3apyOeKHBIMU ydeHBIMH TTonuMopdusma ¢.*1232A>G n3-3a HU3KOH 9acTOTHI
BCTPEYAEMOCTH MYTAaHTHOTO ayuiens ¢.*1232G ynanoch MOIy4uTh TOJBKO VIS Hpes-
CTaBUTEJICH MOPOAbI PKAITHHCKUI MEPHHOC. YCTaHOBJIECHO, YTO y OapaHYMKOB ITOM
nopofs! 3ameHa ¢.*1232A>G ¢ mokasareisiMi MSICHON NMPOAYKTUBHOCTH HE CBSI3aHA.
Kpowme storo, 3amena c.*1232G>A He MOXKET ObITh HCIIONIBb30BaHA B KAUECTBE MapKepa
MSICHOW NMPOAYKTHBHOCTH B CEJIEKI[MOHHOI paboTe ¢ OBLAMU M3y4aeMbIX MOPOJ, I10-
CKOIIBKY KpaifHe BBICOKA 4acTOTa BCTPEYAEMOCTH peKOMEHyeMoro arenst A. YV oBerg
MOPOJBI JUKAITHHCKUI MeprHOC oHa cocTaBnsaeT 80 %, y OBell MOpPOAbl MAHBIUCKHIHA
MepuHoc — 93 %, y oBell HOpOJIbl COBETCKUI MepuHOC — 93 %.

OmnpeneneHsl MapKepHBIE aijIelNn-KaHIUIaThl, IEePCIIeKTHBHBIE Ul HPOTHO3HU-
POBaHUSI MSACHOW MPOAYKTUBHOCTH OBEL[ POCCHICKHX MEPHUHOCOBBIX MOPOJ MO TEeHY
MHOCTaTHHA. B KauecTBe MapKepHBIX ajuleNiel-KaHNuIaTOB JUIsl OLEHKH M IIPOTHO3M-
POBaHUS MACHOW MPOIXYKTHBHOCTH OBEI] ITOPOJIBI MAHBIUCKUN MEPUHOC PEKOMEHIYEeT-
¢s1 UCTIONB30BaTh amienu c.-1404A u ¢.373+243G, ans mopos HKaATHHCKUNA MEPHUHOC
u coBerckuil mepuHoc — ayenu c.-1128T, ¢.-958T u c.-40C. JKenarenbHblil T€eHOTUIT
JUTSL OBEII IOPOJIBI MaHBIYCKHI MepuHOC — ¢.-1404AA, ¢.373+243GG. Inst oBent mopox
JDKQITHHCKUH MEPHHOC M COBETCKUI MEPHHOC JKeNaTenbHblid reHoTHn — c.-1128TT,
¢.-958TT, c.-40CC.

BbIBOJbI

1. B Xoze 11e1eBOro CeKBEHUPOBaHUS T€éHa MUOCTATHHA Y OBELl OPOJIbl JPKAJITHH-
CKHIf MepHHOC BBIsIBICHO 20 OMHOHYKJICOTHAHBIX 3ameH. OOHapykenHsle SNP mpe-
MMYLIECTBEHHO PAcIOiaraioTcsi B HEKOAUPYOUMX obnacTiax. B 5’-¢dmankupyromeit
obnactu reHa muocraruHa BeisiieHO 8 SNP, B 3’-¢maHkupyromeil — ofqHa 3amMeHa.
B obmactit mHTPOHOB | ¥ 2 BBIABICHO PaBHOE KOJIMUYECTBO OJHOHYKICOTHIHBIX 3a-
MeH — o 5 SNP B kaxxnom. OnqHa ToueyHass MyTalMs BbIABICHA B OONAaCTH MEPBOTO
9Kk30Ha. B obGnmacti MHTpOHA 2 BBISBICH HOBBIH, paHee HE ONMCAHHBIN HU y OJHOW n3
CYIIECTBYIOIINX MTOPOJ] OBEI MOIUMOphm3M ¢.748-229G>A.

2. Ilo pe3ynbTaTtaM BBICOKONIPOM3BOAUTEIBHOTO CEKBEHHPOBAHUS I'€Ha MHOCTa-
THHA Y OBEIl IOPOJIbl MAHBIUCKHH MEPUHOC OOHapyeHO 26 OJHOHYKJICOTHIHBIX 3a-
MeH. bonpmmHCcTBO SNP pacmonoxeHo B HHTPOHAX, B KOAUPYIOIINX 00IaCTIX 3aMEHBI
OTCYTCTBYIOT. B 5’-(hmankupyromieid obnactu reHa MuocraruHa BeisiBieHO 9 SNP, B
3’-dnankupyromiei — 2 3ameHbl. B o6mactu nepBoro HHTpoHa 00HAPYKEHO 9 3aMEH, BO
BTOPOM MHTpPOHE BEIIBIEHO 6 SNP.

3. ¥V oBel moposl COBETCKUI MEPUHOC MO Pe3ybTaTaM LENEBOTO CEKBEHUPOBaA-
HUsI TeHa MHOCTaTHHA BBISIBICHO 27 OJJHOHYKJICOTH/IHBIX 3aMEeH. BOJNBIIMHCTBO 13 00-
HapykeHHBIX SNP pacnonokeHo B HEKOAMPYIOMNX yJacTkax. B 5’-¢mankupyromeit
obnactu reHa BeisiieHo 9 SNP, B 3’-dummankupyromeii — 2 3amensl. B obnactu nep-
BOTO UHTPOHA OOHApy>KeHO 8 3aMeH, BO BTOPOM MHTpOHE BbIsABIEHO 6 SNP. J[Be u3
0oOHapyXEHHBIX 3aMEH PACIIOJIOXKEHBI B 9K30HAX M BEAYT K M3MEHEHHIO CTPYKTYpHI
xomupyemoro nentuga. 3amensl ¢.940G>T u ¢.*16C>A oOHapyKeHbI BIIEPBBIC U Pa-
Hee OIMCaHbl He ObUIM HH Y OJIHOI M3 CyLIeCTBYIOIIMX 1mopoj osenl. HoBas HOHCeHC-
mytanust ¢.940G>T npespataet 3 14-# Ko0H, KOAUPYIOMIXIT [Ty TAMIHOBYIO KUCIIOTY,
B cton-kof0H (GAA>TAA), B pe3yabrare OCIKOBBIM MPOXYKT yKOpadyMBaeTcs Ha 62
AMHUHOKHCIIOTHI.
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4. )XvBOTHBIE MOPOABI JUKAITUHCKNI MEPUHOC, UMEIOIIHE HKEeNaTeIbHbI TeHOTHUII
(c.-1128TT, ¢.-958TT, ¢.-40CC), 1OCTOBEPHO NPEBOCXOASAT CBEPCTHHUKOB, HECYIIHUX
HexenaTensHble MyTarun c.-1128T>C, ¢.-958T>C n c.-40C>A, o 20 yOoHHBIM 110-
KasaTeJsiM, B TOM YHUCJIE IO TOKa3aTessiM MOp(oIornieckoro cocrasa Tymu. Ocodwu,
TOMO3HIOTHBIE 110 ajuiessiM aukoro tuma c.-1128T, ¢.-958T, ¢.-40C, npeBocxoasT HO-
CUTeJIel MyTaIHii 1o TpexyOoiHOI KUBOI Macce, yOOIHOI Macce TyId U abCOoNFoT-
HOU Macce MAkoTH B Tyme Ha 12,1% (p =0,01), 15,4 % (p <0,01) u 20,6 % (p = 0,04)
COOTBETCTBEHHO.

5. OBIBI OPOABI COBETCKHUIT MEPUHOC, UMEIOIINE JKETaTeNIbHBIH TeHOTHII, HECYT B
TOMO3HUTOTHOM COCTOSTHHH aiienu aukoro tuma c.-1128T, ¢.-958T, ¢.-40C u noctoBepHO
MPEBOCXOJISIT HOCUTENIEH HexKenarebHbIX MyTaiuii ¢.-1128T>C, ¢.-958T>C u ¢.-40C>A
1o 19 yOoIHBIM MOKa3aTessiM, B TOM 9HCIIe TI0 MOKa3aTelsiM MOP(OIOrHIecKoro cocra-
Ba Tymu. JKHBOTHBIE C XKeIaTeIbHbBIM T€HOTHIIOM MPEBOCXOISIT HOCUTENEH MyTaHTHBIX
atenei ¢.-1128C, ¢.-958C, c.-40A o npexy6oiinoii sxuBoit Macce Ha 8,1 % (p = 0,02),
y6oitHoit Macce Ty — Ha 15,4 % (p = 0,02), 1o aGcomoTHO# Macce MSKOTH B TyIIIE — Ha
13,1 % (p = 0,05).

6. JKUBOTHBIE TIOPOJIbI MAHBIYCKUI MEPHHOC, HECYIIINE B TOMO3UTOTHOM COCTOSIHUN
aienn qukoro tuma c.-1404A u ¢.373+243G, 001amar0T sKeaareaIbHbIM IS CEJICKINN
TEHOTHUTIOM U JIOCTOBEPHO MPEBOCXOIST HOCHTENEH HEXKEeNaTelbHbIX MYTaHTHBIX aj-
neneit c.-1404T u ¢.373+243A no 18 yOoiinbiM moka3zarensiM. IpenyOoiinas sxuBas
Macca y ocobel ¢ JkeIaTeTbHBIM TeHOTHIIOM C.-1404AA, ¢.373+243GG Gomnbie, ueM y
Hocutenei mytauuii c.-1404A>T, ¢.373+243G>A, 1a 9,6 % (p < 0,01), yOoitnas macca
Tymu 6oskiire Ha 9,9 % (p < 0,01), abconmtotHas Macca MsakoT — Ha 12,4 % (p = 0,02).

7. 3amena ¢.*1232G>A, pekOMeH/I0BaHHAsI 3apyOeKHBIMH YUCHBIMH KaK (DeHOTH-
MTMYECKN 3HAYMMasi, He MOXKET OBITh MCIIOIB30BAaHA B KAUECTBE MapKepa MACHOM Mpo-
JIYKTHBHOCTH B CEJICKLIHOHHON paboTe ¢ MEPUHOCOBBIMH OBLIAMH POCCHHCKHX MOPO/I.
YacroTra BCTpEIaeMOCTH PEKOMEHIyeMoro ayutelnst A 1o 3amene ¢.*1232G>A y oBen
MOPOJIBI [KANTUHCKUH MeprHOC cocTaBuia 80 %, y OBEIl MOPOA MaHBIYCKUH U COBET-
ckuit MepuHoc — 93 %.

MNMPAKTUYECKHUME ITPEJIOKEHU S

1. B pabGore 1muieMeHHBIX OBIICBOTYECKUX X03s1icTB Poccuiickoit denepanuu pe-
KOMEHJYeTCS HCIOJNB30BaTh METOABI MapKep-OPUEHTHPOBAHHON CEJIEKIMU O TeHY
MuocrtaruHa. [IporHo3upoBaHHE W OLEHKY MapaMeTpOB MSCHOM NPORYKTUBHOCTH
y OBEIl MOPOJ PKAITHHCKUI MEPUHOC U COBETCKUH MEPHHOC HEOOXOIMMO IPOBO-
IIUTH C MCTIIOB30BAaHUEM MapKEpHBIX ajenei-kanaunaros c.-1128T, ¢.-958T, c.-40C.
[Iporno3upoBaHue 1 OLICHKY TapaMeTPOB MSCHOM MPOILYKTUBHOCTH Y OBEII TIOPOIBI Ma-
HBIYCKHI MEPUHOC HEOOXOIMMO MPOBOIHUTE C UCTIOJIb30BAHUEM MApPKEPHBIX aJlieici-
KaHIuaaToB c.-1404A u ¢.373+243G.

2. CeneKIMOHHYI0 padoTy 0 YITyUIICHHIO MSICHOW MPOAYKTUBHOCTH OBELl ITIOPOABI
JOKAJITUHCKUNA MEPHHOC 11€7ec000pa3Ho HAlPaBUTh HA 3aKPCIUICHHE B MOMYJISIUN B
TOMO3HMTOTHOM cocTosiHuu ajutenei ¢.-1128T, ¢.-958T, ¢.-40C u snuMuHAIUIO ajTenei
c. -1128C, ¢.-958C, c.-40A.

3. Jlnst moBbIILIeHUs TToKa3aresieid MSICHON NPOIyKTUBHOCTH OBELl IIOPOJIbI MaHbIY-
CKUI MEPUHOC B CEIEKIIMOHHON paboTe 1esrecoodpa3Ho UCTIONB30BaTh )KUBOTHBIX, HE-
CYLIMX B TOMO3UTOTHOM COCTOSHUH ajuienu c.-1404A u ¢.373+243G, 1 UCKITIOYHUTH U3
pasBenieHus oBell, umMeroIux auieiu ¢.-1404T u ¢.373+243A.
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4. Ins ymy4iieHus MSCHOW MPOAYKTUBHOCTH OBELl MOPOJABI COBETCKHI MEPHHOC
pEKOMEH/IyeTCs ITyCKaTh B pa3BeACHHE )KUBOTHBIX, HECYIIIUX B TOMO3UTOTHOM COCTOSI-
nHun ayrenu c.-1128T, ¢.-958T, ¢.-40C. CenexnnoHHyro paboTy HEeoOXOQMMO Hampa-
BUTh Ha dUMMHUHAIMIO ajuteneii ¢. -1128C, ¢.-958C, c.-40A.
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