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PE®EPAT
OCHOBHOE NPUMEHEHHE T'eHETHYSCKUX TAaHHBIX — OLICHKA JOCTOBEPHOCTH MPOHC-
o XOXKACHHS, TTOCKOJBKY OINMOKH B POMOCIOBHBIX HETATUBHO BIMSIOT Ha TEMIIBI
=’ TeHEeTHYECKOro NpHpocTa. MI3HavyanbHO, OIlEHKA POJIOCIOBHON IJIEMEHHOTO IOTO-
: JIOBBSI CKOTa OCYIIECTBIISUIACh C TOMOIIBI0 pa3nuuHbiXx JIHK-texHomormii: ot
‘@ TPyNI KPOBH, 3aTE€M C HCIIOJIb30BAHHEM MHKPOCATEUIUTHBIX MapKepoB, OJHAKO,
ceifyac Bce OoJIbIlIe M3y4yaeTcss BOBMOXKHOCTh MCIIOJIb30BaHMS HA MPAKTHKE OJHOHYKJICOTHII-
HbIX monumop¢u3mMoB (SNP), 13-3a HX BO3MOXHOCTH HOBBICHUTh TOYHOCTh MPOBOJAUMBIX I'CHE-
TUYCCKHUX HCCHe}lOBaHI/Iﬁ. O)]Hoﬁ U3 TaKUX CHUCTEM TCHOTUIIMPOBAHUA SABJIAIOTCA IMMAHCIIU
AgriSeq (TEXHONOTHS TapreTHOTO CEKBEHHPOBAHWS), KOTOPBIC ITO3BOJSAIOT aHATU3UPOBATH
KOHKPETHBIE YYaCTKH T€HOMa (JIOKYCHI), aCCOLIMUPOBAHHBIE C MHOKECTBOM HPH3HAKOB Y XKH-
BOTHBIX. L{enb paboThl: M3ydnTh 3(h(HEKTUBHOCTH BBISBICHHS U PACHIPOCTPAHEHHOCTH JIOKYCOB
n3 npeanoxeHHoro Habopa SNP npu o0ciiefoBaHNM HOBBIX MTOKOJICHHUH OBEI] IIOPO/Ibl MaHbIY-
CKMi1 MeprHOC. MarepuanoM JUisi HCCIIEIOBaHMsI TIOCITYXHJIH JIaHHbIe TapreTHOrO CEKBEHHUPO-
BaHHs T€HOMOB OBEI] POCCHHCKHX IOpOJ] 10 C(OPMUPOBAHHOMY HAaOOpy JIOKYCOB C IIEJBIO
BBISIBJICHUS] OJIHOHYKJICOTHHBIX MONUMOp(hU3MOB. OOBEKTOM HCCIIEAOBAHMUS SBISUIMCH Oapa-
Hel 2021 roga poxaeHust B Bo3pacte 12 mecsier (or6op odpasmos JJHK nposogwics B 2022
rojy) HOpOJbl MaHBIUCKHH MepHHOC. [IpeanokeHHas HaMH IaHENb JIOKYCOB, MOIH(ULIUPO-
BaHHas IOCIIC BAMALMK Ha CICAYIONIeM HOKOJICHUH KUBOTHBIX, CONSPXUT 389 3ameH, NpH-
TO/IHBIE ISl TEHOTHITMPOBAHUS CEKBEHUPOBAaHUEM U 242 moanMMoppHU3MOB, aCCOIMUPOBAHHBIX
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€ MSICHOH NPOAYKTHBHOCTBIO KUBOTHBIX. [loTydeHHBIE B pe3ysibTaTe UCCIIeA0BaHUN MToKa3aTe-
JI 9aCTOTHI BCTPEYAEeMOCTH 3aMEH B TPYIINE BHIOPaHHBIX JKUBOTHBIX MMO3BOJIAIOT CIEJaTh 3a-
KIIFOUEHHE, YTO BBIOpaHHBIE HAMH HOIMMOP(U3MBI HAXOAATCSA B JIOKycaX, HE IOIBEPKEHHbBIX
CYIIECTBEHHBIM IEPECTPONKAM B TE€UEHHE HECKOJIIBKMX MOKOJICHHH M MOTYT ObITh MH(pOpMa-
THUBHBI B TEUCHHE JOCTATOYHO AJIUTEIBHOTO BpeMeHU. [IpoBeeHHBIN aHAaIN3 MO3BOIISIET Cle-
JaTh 3aKII0YeHHe, Y4TOo Tocie MoauduKkanuyu Habopa JOKYyCOB MaHEb Il TeHOTUIHPOBAHUS
CEKBEHHPOBAHUEM y MAaHBIUCKOTO MEPUHOCA MOKa3asla BBHICOKYIO A(P(EKTUBHOCTD BBIBICHHUS

BCE€X BAPHUAHTOB I'€HOTHUIIOB.

BBEJEHHUE / INTRODUCTION

OO0bI4Has OLIEHKA JOCTOBEPHOCTH POHC-
XOKJCHUSI Y MHOTHX BHJIOB XMBOTHBIX, B
TOM YHCJIE Y KPYITHOTO W MEJIKOTO pOraToro
CKOTa, JIOIIa/eH, CBUHEH U jaxe romyoel B
HaCTOSIIEE BPEMsI BBIITOJHSETCS C TIOMOIIBIO
TCHOTUIIMPOBAHUA 110 MHUKPOCATCIIIIMTHBIM
MapkepaMm (KOpPOTKHE TaHJIEMHBIE MOBTOPBI
(STR) [1;2;3]. Taxoif MeTon TECTHPOBAHHUS
TIO3BOJISIET BBICOKOZOCTOBEPHO OIPEIEIHUTh
TIOTOMKOB U POJMTEINICH, 3a CUYET TOTO, YTO
MHKPOCATEIUTUTHBIE JIOKYCHI BBICOKOIIOJIH-
MOPQHBI ¥ OYEHb PEIKO HM3MEHSIOTCS IpU
repeiaue  HACcJEACTBEHHONW HMH(MOPMAIHH.
Merto/1 XOpOIIO BaJHJUPOBAH MPAKTHYECKU
Ha BCEX BHJAX CEIbCKOXO3SIHCTBEHHBIX XKH-
BOTHBIX, JIOCTATOYHO JELIEBHIH IPH Macco-
BOM HCIIOJIb30BAaHWU, HO MMEET CBOU OTpa-
HUYCHHUS, CBSI3aHHBIC C OTPAHMUYCHHBIM IIe-
peYHEM OJTHOBPEMEHHO OIIEHUBAEMBIX JIOKY-
coB [4].

ITepexon nHa SNP 1151 mpoBepku U HIICH-
TUPUKALUE  JJOCTOBEPHOCTH TPOUCXOXK]IE-
HUSI  CENIbCKOXO3SIMCTBEHHBIX  JKMBOTHBIX
BBI3BaN Oombmmoii mHTepec [1;5] m ocy-
IIECTBIISICTCS IIsI MHOTHX BHJIOB KHBOTHBIX.
SNP xopo11o moaxoasT Uist UCIIOJIb30BAHUS
B Ka4yeCcTBE MCHETHYECKUX MapKepoB IO He-
ckombkUM TpuunHam. SNP B u3o0miamn
BCTpEUAIOTCsl B T'€HOME, KaK MpaBmiIO, CTa-
6HHLHBI B IPOLECCE DBOJIOUHUHA W HMCIOT
HU3KYI0 4acTtoTy MmyTarmii [6]. CoBepiieH-
CTBOBAaHMWE TEXHOJIOTHH CEKBEHHPOBAHMUS
HOBOTO TIOKOJICHUSI TO3BOJIMIN JTOOUTHCS
CYIIECTBEHHOTO yJICHICBICHNS CTOMMOCTH
T1aTGopM ISl TEHOTHITUPOBAHMS, YTO CIIO-
coOCTBYeT pOOOTH3MPOBAHHOW aBTOMATH3a-
LUK, U MOXET MOBBICUTH d(PPEKTUBHOCTH U
TOYHOCTh TECTHPOBaHHS O€3 JIOMOJHUTEIb-
HBIX 3arpaT. OZHUM W3 BAXHBIX IPEUMY-
mectB reHotunupoBanus SNP 1o cpaBHe-
Huto ¢ STR-mapkepamu sIBIS€TCSI TO, UYTO
TIAHEJN ISl OLICHKH JOCTOBEPHOCTH TIPOMC-
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XOXKJICHUSI MOKHO KOMOMHHPOBAThH C MapKe-
paMH TCHETHYECKHX aHOMAIUH M TPOIYyK-
TUBHBIX TPHU3HAKOB U1 CO3IaHHsI OoJjice
3 PEKTUBHBIX U HAJISKHBIX IIAT(HOPM IreHO-
TUIHPOBaHUA [7].

JUIs TEeHOTUIHMPOBAHUS CEKBEHHUPOBAHH-
€M B IIPAKTUICCKOM KHBOTHOBOJICTBE, B TOM
YHUClle y KPYMHOTO POraToro CKOTa W CBU-
HEH, UMeeTCs psiJi TCHOMHBIX MTaHeNeH u cIie-
UATU3UPOBAHHOTO TPOTPaMMHOTO obecrie-
YEeHUs JUIsS aBTOMATH3alMK POOOTIOATrOTOR-
KM U y4eTa Pe3yJbTaTOB IOCJC IMOJyUYCHHS
JTAaHHBIX 110 TIPOYTEHHUSIM T€HOMHBIX OHOJIHO-
Tek. OHOM W3 TaKMX CHUCTEM SBJISIOTCA Ta-
Hemn AgriSeq (TEXHOIOTHS TapreTHOTO Ce-
KBCHHUPOBAHMSI), KOTOPBIE TIO3BOJISIOT aHAIH-
3UpPOBaTh KOHKPETHBIC YYaCTKH TE€HOMa
(JIOKYCBI), aCCOIIMAPOBAHHBIC C XO3SICTBCH-
HO ICHHBIMH TPU3HAKAMH, T'€HCTHYCCKUMH
AHOMAJIMSMHU U TOCTOBEPHOCTHIO MIPOUCXOK-
neHns, 06e3 HeoOXOAWMOCTH CEKBEHHPOBa-
HHUS BCETo reHoMa IenukoM [8]. DT1o cyme-
CTBCHHO YTPOIIACT BBIIBICHUE MApKEPOB H
YCKOpSICT ~ WHTEPIPETALUI0  TONYICHHBIX
nmaHHbIX. OJTHAKO, B OBIIEBOJICTBE TAKOM Me-
TOJI €lI¢ HE HaIleNl MIUPOKO PaCIpOCTpaHe-
HHS 3a CYET TOro, 4TO HEOOXOAUMO OBLIO
MPOBECTH TPEABAPUTECIIbHBIA OTOOp JIOKY-
COB, TIPUTOMHBIX ISl TCHOTHITMPOBAHUS Ce-
KBCHHPOBAHHUEM, ITO3BOJISIOMNINX MPOBOIUTH
OJTHOBPEMCHHYIO OIICHKY JOCTOBEPHOCTH
MIPOUCXOXKACHUS M XO3SMCTBEHHO TMOJIE3HBIX
MPU3HAKOB, JIJIsl JTJIBHEHINErO UCIOJIb30Ba-
HUS B CCJICKIIMOHHOW pabote. Panee Hamwm
ObLTa pa3paboTaHa MaHesb JOKYCOB IS Ie-
HOTHUIIUPOBAHUS CCKBEHHUPOBAHUEM  OBEII
MOPOJIBI JDKANTHHCKUHA MEPHHOC Ha OCHOBE
JIAaHHBIX, MOJy4YeHHbIX mpu nomoum JIHK-
6uounnos [llumina 1 MpoBeAEHHOTO MOJIHO-
F€HOMHOTO MOUCKa accouuanuid. B pe3ynb-
TaTe OBLI MOJNydyeH HAOOp U3 765 JIOKYCOB,
BKIIIOYAMOIIMI KaKk Haumboyiee pacrpocTpa-
HeHHbIe BapuaHThl 352 SNP momumopdus-
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MOB JJIsl OIICHKH JIOCTOBEPHOCTH MPOHCXOXK-
nenus, Tak u 413 SNP, nocroBepHO cBsi3aH-
HBIX C MapaMeTpaMH MSICHOW HPOSYKTHBHO-
cti. [IoncK KOTOpPBIX OCYIIECTBIISUICS C HC-
TIOJIb30BAaHUEM MEKAYHAPOIHBIX 0a3 TeHOM-
HbIX gaHHbIX [9, 10, 11]. Llenp HacTOsIIETO
HCCIIEIOBAaHMS 3aKJIIOYAETCS B TOM, YTOOBI
n3y4duTh YQPEKTUBHOCT BBISIBICHHS U pac-
MIPOCTPAHEHHOCTH JIOKYCOB M3 IPEJI0KEH-
Horo Habopa SNP mpu obGcinenoBaHuU HO-
BBIX IIOKOJIEHHH OBEL| MOPOJbl MAaHBIYCKHUIA
MEpHUHOC.

MATEPUAJIBI U METOJAbI /
MATERIALS AND METHODS lccneno-
BaHMs ITPOBOMINCH Ha 0Oasze Jlaboparopuii
OI'AOY BO «Cesepo-Kaskasckuit dene-
panbHBIA  yHHBeEpcUTET», Bcepoccuiickoro
Hay4HO-HMCCIIEA0BATEIECKOTO WHCTHUTYTA
OBIIEBOJICTBA M Ko30BojcTBa (BHMMOK) —
¢ummana @OI'BHY  «CeBepo-KaBkazckuit
DenepanbHbIN HayYHBIN arpapHbIi LEHTP» U
OI'BOY BO «CraBponoibCckuii rocynap-
CTBEHHBII arpapHblil yHUBEpcUTET». Mare-
pHAIOM ISl NCCIIEI0BAHUSI TTOCTY KN JTaH-
HBIE TapreTHOTO CEKBEHHUPOBAHUSI T'€HOMOB
OBEIl POCCHHCKHUX MOPOJ 1O chopMHpPOBAH-
HOMY HA0Opy JIOKYCOB C LIEJILIO BBISIBICHHSA
OJTHOHYKJICOTH/IHBIX MOJIUMOP(PHU3MOB.

OOBEKTOM HCCIICIOBAHUSI Ha IEPBOM
JTarne TeHOTUIHPOBAHUSA CEKBCHHPOBAHUEM
sBisch Oapanbl 2021 roga poxaeHus B
Bo3pacte 12 mecsreB (otdop obpasnos JJHK
npoBonmwics B 2022 romy) mOpPOABl MaHBIY-
ckuit MepuHoc. Beero ObUTO reHOTHIHMPOBaA-
HO 55 GapaHOB. BriOpaHHBIC )KHUBOTHBIE TIPH-
HaJJIeKalu HE MEHee, YeM K TpeM HepoJ-
CTBEHHBIM CEJICKIIMOHHBIM JIMHUSIM, BHYTPH
JUHUN CTETIeHb POJICTBA He TpeBsbInana 50%
o otity. JKHBOTHBIE COZEpPKATIICh B OJMHA-
KOBBIX ONTHUMAJBHBIX YCIOBHUSAX B IIEMEH-
HBIX Xo3sHcTBaX CTaBpPOIOIBCKOTO Kpasl.
Bce >xnBOTHBIE OBUIM KIMHUYECKH 3/I0POBBI
W TIOJNyYajdy TOJHOUEHHBIM CMENIaHHbBIA

PaIOH.
OOBEKTOM HCCIICIOBAHUSI BTOPOTrO dTama
TCHOTUIIMPOBaHUA CCKBCHUPOBAHUEM 10

MOaU(GHUIIPOBAHHOMY HAa0OPY JIOKYCOB CTa-
JIM TOJOBAJIbIe GApaHbl MOPOABI MAHBIUCKHUH
Mepunoc 2022 roma poxaeHus (oTéop 00-
pasnoB /IHK Bemomnnen B 2023 roay). Komn-
YeCTBO O00pa3loB COCTABWIO 55 eIMHMUIL
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Kputepun orbopa ObuM Te ke, 4TO M Ha
MIPEAbIIYIIEM dTare UCCIeT0BaHusI.

l'eHoTHIIIpOBaHWE  CEKBEHHPOBAHHEM
OCYIIECTBISIOCH B IBa dTama. Ha mepBom
JTane TreHOTUNHUPOBAIN >KUBOTHBIX 2021
roja poXKIEHUs, ObUT MPOBEICH aHATN3 Ya-
cToThl BcTpeyaemoctd SNP B u3ydaembIx
JIOKycax T€HOMa U CZeJIaHbl BBIBOABI O J1aJIb-
HEHIIeM MCTOJIb30BAaHUM OTIENbHBIX TOJH-
MOP(GHU3MOB I TCHOTUITUPOBAHUS CCKBCHH-
POBaHHEM B paMKaX MPeI0KEHHON aHeIH.
CpaBHEHHE YaCTOTBHI BCTPEUAEMOCTH IS
OIICHKHA CTAOMIBFHOCTH BEISBICHUS OTEIb-
HbIX SNP B 11en151X réHOTUIIUPOBAHUS )KUBOT-
HBIX TMPOBOJWJIOCH C paHee MOJyYEeHHBIMU
JTAHHBIMH, TIOJTYYCHHBIMU ITyTEM T'CHOTHUITU-
poBanuss Ha uymnax Ovine Infinium HD
BeadChip 600K (Illumina Inc. CA, CIIA).
ITocne sToro mist JaldbHEHUIIETO HCCIEI0Ba-
HUS Ha TIAHENH JIOKYCOB OBLIM WCKITIOUEHBI
3aMEHBI, IIOKA3aBIIHE CHIDKCHUE YacCTOTHI
BCTPEYAEMOCTH XOTS OBl OHOTO W3 TCHOTH-
OB — JAUKOT'0 TOMO3UTOTHOTO, T€TEPO3UTOT-
HOTO WJIM MYTaHTHOTO TOMO3UTOTHOrO. [lo-
paboTaHHasi TaHEeNb JIOKYCOB HCIIOJIb30Ba-
J1ach JUI TeHOTUIIMPOBAHUS )KUBOTHBIX 2022
roja poKICHUS, Ha BTOPOM dTare dKCIepH-
MeHTa. [ BRIABICHHBIX MOTMMOP(HU3MOB B
obpasmax JITHK 6apaHOB ciieayromero moko-
JICHUs TaK)Ke ObUIAa MPOBEACHA OIICHKA Ya-
CTOTBI BCTPEUYAEMOCTH T'€HOTHIIOB U CJIEJIaH
OKOHYATEIbHBIA BBIBOJ O BO3MOXHOCTH HUX
WCTIOIb30BAHUS JIJIsl AaJIbHEHIIeH mpakTuye-
CKOW paboThl B 00JAaCTH MOJEKYJSIPHO-
TE€HETUYECKON SKCIEPTU3BIL.

Iloozomoexa obpaszyos /[HK u ecenomu-
NUPOBAHUE CEKBEHUPOBAHUEM HOB020 NOKO-
JleHusl

I'enomuyto JIHK Beigensmu u3 o6pasion
LIETbHOM KpPOBM, B3ATOM B aCENTHYECKUX
YCIIOBHSIX M3 SIPEMHOW BEHBI, C ITOMOIIBIO
Habopa Pure Link Genomic DNA MiniKit
(Invitrogen Life Technologies, CIIIA) B co-
OTBETCTBUM C MPOTOKOJIOM IMPOU3BOJIUTEIS.
KonuuecTBeHHbll MOKa3zaTenb COAEPIKAHUS
JIHK B BbIICICHHOW Tpo0E ONpeAessuid ¢
HCIIOJIb30BaHNUEM NanoDrop OneC
(ThermoFisher, CIIIA). IloaroroBky ©Ou0-
muotek AHK npoBoawin ¢ UCOIb30BaHUEM
mpaiiMepoB M peareHTOB, MOJOOpaHHBIX Ha
OCHOBAaHMU HaIlleH 3asiBKM JJII KacTOMMH3a-
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LMK TaHeNX JIOKyCOB B cpene AgriSeq, B
COOTBETCTBUHU C PEKOMCHAAIUAMMA ITPOU3BO-
mutenss (Thermo Fisher Scientific, CIHIA).
I'eHOTHIIUPOBAHUE CEKBEHUPOBAHUEM BBI-
TIOJHSIM C WCTIOJIB30BAHMEM BBICOKOIPOU3-
BoaMTENbHOTO cekBeHaTopa lon GeneStudio
S5 (Thermo Fisher Scientific, CILIA) B coor-
BETCTBUM C IIPOTOKOJIOM TPOU3BOIHUTEIIS.
[lepBuuHyto 00pabOTKy pe3yIbTaTOB TI'€HO-
TUIIUPOBAHUA MMPOBOAUIIN C IMMOMOINBIO ITPO-
rpammHOro obecriedenus Torrent SuiteTM u
Ion ReporterTM (Thermo Fisher Scientific,
CLIA).

Konmpons xauecmea eenomunuposanusi.
KonTponps xauecTBa reHOTUIIMPOBAHMS TIPO-
BOJIMJICSI C UCIIOJIb30BAaHHEM IPOIPaMMHOTO
obecrieuenuss Torrent SuiteTM u PLINK
V.1.07. Jmuna 97% npsiMbIX U 0OpaTHBIX
pumoB Haxonunack B mpenenax 150-152 mH.
Jast 64 % npsiMbeIx puioB 1 58 % 00paTHBIX
pHUIIOB OBIIO 3apeTHCTPUPOBAHO HE MEHEe,
yeM 36-kpatHoe npoutreHue. KommuecTBo
MIPOUYTEHU ¢ KpaTHOCTHIO MeHble 30 cocTa-
B0 okoJio 2 %. Conepxxanue GC B cpen-
HeM coctaBuiio 44,6 %, pu auana3zoHe IS
OONBIIMHCTBA PUAOB B mpeaenax oT 18 mo
75 %. B nanpHeinryro o6pabOTKy IaHHBIX
ObUTH BKJIIOYEHBI OOpasIpl C IOKa3aTesieM
KOJIMYECTBA BBISIBIICHHBIX OJHOHYKJICOTH-
HBIX mnoauMopdu3moB Ooibmie 0.95 (Call
Rate). 13 ananm3a ObLIM MCKITFOYCHBI OJIHO-
HYKJICOTHIHBIE MOIMMOP(PH3MBI C YaCTOTON
muHopHbIX amenei (MAF - Minor Allele
Frequency) menpme 0,01, gactoToii moTte-
PSHHBIX TEHOTHNOB (missing genotype)
6ounbiie 0,1. B kauecTBe MOpOroBOro 3Haye-
HUsT 1o  kputepuio  Xapau-BaitnGepra
(Hardy—Weinberg equilibrium) ncnons3osa-
nock 3Hauenue p=0,00001.

TI'enemuueckuti u cmamucmu4ecKuu ana-
Jau3. AHanmm3 4acTtoTel BcTpewaeMoctu SNP
TI0 pe3yJIbTaTaM I'eHOTHUIINPOBAHUS CEKBEHH-
pOBaHHME TIPOBOJMIM C HCIOJIB30BaHUEM
DJIEKTPOHHBIX TadIuUIY Excel 2021
(Microsoft, CIIA). OtnenpHO H3y4anuch
YaCcTOTHl BCTPEYAEMOCTH HOIUMOP(U3MOB,
HCIOJB3YEMBIX IJISA MOATBCPXKIACHUA NOCTO-
BEPHOCTU MPOUCXOKICHUA U 3aMCH, CBA3aH-
HBIX C MPOJYKTUBHBIMU Ka4ECTBAMH KHBOT-
HBIX B KaXJI0il U3 uccienyeMbIx nopoa. Bu-
3yalM3aluio M MOCTPOSHHE TpadUKOB MPO-
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H3BOJUJIM C IPUMECHCHHUEM ITaAKETa CTaTUCTHU-
yeckoi 0OpadboTku B Excel 2021 (Microsoft,
CIIIA). Amnanmsupyemble TOTHMOP(HU3MBEI
OBUTH TIpeACTaBIeHBl OnaensHeIMH SNP,
AJUTSIISIM TIPHCBOCHBI 0003HaueHust A u B, B
COOTBETCTBHH C IIPOBEICHHBIM HaMH Iep-
BUYHBIM aHAJIM30M W KapTUPOBaHWUEM Ha
TeHOM I10 HauMeHOBaHMAM Ha uune Ovine
Infinium HD BeadChip 600K (Illumina Inc.
CA, CHIA). [na xapTUpOBaHHUS M HOMEH-
KiIatypHoro HamMeHoBaHus SNP mcmons3o-
Bayu cOopky renoma Ovis Aries 3.1. [lnsa
U3y4eHHsT OHONIOrMYECKHX (QYHKLIHMHA Bcex
AQHHOTHPOBAHHBIX T'€HOB M CBS3aHHBIX C HU-
MU HPU3HAKOB MBI HCIOJIE30BAIH 0a3bl JIaH-
Heix NCBI Gene (RRID: SCR _002473),

Ensembl release version 110 (RRID:
SCR_002344; [11]) u UniProt (RRID:
SCR_002380; [12]).
PE3YJIBTATBI / RESULTS
[eHOTHUTIMPOBaHHE  CEKBEHHPOBAHHEM

BBIMOJIHSJIOCH 110 HA0OPY JIOKYCOB, BKJIFOYA-
toriemMy 242 nonmumopdusma, BIUSIONMX Ha
MPOJYKTUBHBIE KAdyecTBa Yy MaHBIYCKOIO
MepruHOoca U 515 3aMeH, NCTIONB3yeMBIX IS
MOJITBEPIK/ICHHST JOCTOBEPHOCTH MPOUCXOXK-
nenunsi. Kpome 3TOro0, /sl TeHOTHITUPOBAHHUSI
UCIIOJIb30BAINCH OOIUE IS BCEX MOPOJ
MOJIUMOP(PHU3MBI.

PeSyHBTaTBI TCHOTUIIMPOBAHUA CCKBCHU-
POBAaHUEM II0 JIOKYyCaM, UCIIOJIb3YEMBIM JI
MOJITBEPIK/ICHHST JOCTOBEPHOCTH MPOUCXOXK-
JICHUS, TIOKa3alM, YTO CPEHSS 4YacToTa
BCTPEYAEMOCTH JIUKHX TOMO3HUTOTHBIX T'€HO-
THUIOB ObUTA OJIM3KOM K ONTHMAaJIbHOMY 3Ha-
4yeHuto U coctaisuia 0,275 (tabmura 1).

Jlana3oH 3HaueHMH YacTOTHI BCTpeuae-
MOCTH AUKHUX TOMO3HUI'OT Y MaHbIYCKOI'O MEC-
puHOca Haxonuics B mpenenax or 0,221 mo
0,354. Ilpn amanm3e pacrpeneneHus TUKUX
TOMO3UTOTHBIX T€HOTHUIIOB 10 KOJIMYECTBY B
3aBUCHMOCTH OT 4YacTOTBl BCTPEYaEMOCTH
OBUTO OOHApPY)KEHO, YTO HAUOOJBIICEe KOJH-
YECTBO 3aMEH HMMeN0 4acToTy okojio 0,243
(pucyHoxk 1).

MeHbliie BCEro moauMOpGU3MOB HMEJIO0
YaCTOTY BCTPEUAEMOCTH BO3JI€ BEPXHEH Irpa-
HUIB! auamnazoHa — okoio 0,35. I'ereposu-
TOTHBIC T€HOTHIIbI M0 M3y4aeMbIM 3aMeHaM
Yy MaHbBIUCKOTO MEpPHHOCA IOKa3aJH Cpefl-
HIOI0 4acTOTy BcTpedaeMoctu Ha 25 %
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Taoauua 1 — ITapameTpbl FeHOTUNHPYEMBIX /IUIsI HOATBEPKIeHUS J0CTOBEPHOCTH
npoucxoxaenust SNP y 6apanoB nopoas! MaHbIYCKHI MepPHHOC

okazaress Cpentee Omnbka MuHanMans- Makcumaib-
pel cpemHero | Hoe 3HAYeHWE | HOE 3HAUCHUE
YacToTa BCTpeuaeMOCTH JUKHUX
FOMOSHIOT 0,275 0,034 0,221 0,354
YacroTa BCTpEUaeMOCTH TeTe- 0.382 0.042 0312 0.465
pO3UroT ’ i i i
YacToTa BCTpe4aeMOCTH My-
TAHTHBIX TOMO3UTOT 0,354 0,039 0,261 0471
YacToTa IUKOT0 ajuIelIst 0,59 0,07 0,28 0,71
YactoTa MyTaHTOTO aJliest 0,41 0,06 0,29 0,72
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0,221 0,243 0,265

0,288

0,310 0,332 0,354

YacTtoTa BCTpe4YaeMoCTu

Pucynox 1 — Konuuecmeo SNP ¢ pasnoii vacmomoii cmpevaemocmu y 6apanog nopoovl
MAHBIYCKUTL MEPUHOC. J{uKUe 20MO3ULOMHbLE 2EHOMUNDL.

OoJbIIe ONTHUMAIBHOIO 3HAYCHUS, OHA CO-
crasmwia 0,38. Ilpu 5TOM, TOJIBKO 3aMEHBI Y
HIDKHEW TPaHUIlbl TUara3oHa 49acToT BCTpe-
4aeMOCTH OOHapyKMBAJIM TOKA3aTeIH, NpH-
omwkaronecss K ontuMmymy — okoisio 0,31.
MakcumalbHbIe 3HaUSHHUs1 4aCTOThI BCTpeya-
emoct 6pitM Ha 50 % Oombie HEOOXOIH-
MbIX, goxoas a0 0,47. HauOGosbliee 4yucio
MOJUMOP(HU3MOB B I€TEPO3UTOTHOM BapHaH-
TE€ HMMEJIHM YacTOTy BCTPEYaeMOCTH OKOJIO
0,414 (pucynok 2). Menblue Bcero 3ameH
MBI BBISIBUIIM Y BEpXHEH TpaHUIIBI AUATIA30HA
0,465.
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MyTaHTHBIE TOMO3HWTOTHBIC BapHUAHTHI
MOTMMOP(HU3MOB W3 HAIIero Habopa JIOKY-
COB JIJIl TCHOTUITUPOBAHUS CCKBCHUPOBAHHU-
€M HUMENIU CPEIHIOID YacTOTy BCTpedaeMo-
ctu 0,354. DT0 HE Tak CUIBHO, KaK y TeTepo-
3UTOTHBIX BapHaHTOB, HO BCE K€ OTJIMYa-
JIOCh OT ONTHMAJBHOTO TOKa3aTels s Tre-
HOTUITUPOBaHUs. Pa30dpoc MHAMBHIYaIbHBIX
YacTOT BCTPEUACMOCTH IIOJUMOP(HU3MOB
OBLT BBIIIE, 9€M Yy TETePO3UroT. MUHUMAIb-
HBI TIOKazaTenb coctaBui 0,26, a Makcu-
ManbHbIi — 0,47. Bonbiie Bcero 3aMeH uMe-
JI1 4acTOTy BCTPEYAEMOCTH MYTAHTHBIX TO-
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MO3UTOTHBIX TeHOTHIIOB oOKkojo 0,296 u
0,331 (pucynokx 3). Haumensbinee umcio
MOJIUMOP(H3MOB UMEJIO YacTOTy BCTpeuae-

MocTH B npeaenax 0,436-0,471.

CpenHue nokasaTesIn 4acTOThl BCTpedae-
MOCTH JIMKOTO ¥ MYTaHTHOTO aJlieiiedl B Uc-
CIIeyeMO TOIMyJISInMU ObUTH OJM3KUMH TI0
3HAYEHHIO, YTO YKa3bIBAET HA yIOBJIETBOPH-
TEJIbHOE JUISI TEHOTHIUPOBAHUSI 110 BBIOpaH-
HBIM JIOKyCaM pacrpeJelieHne ajuieneil y
JKMBOTHBIX II0 BapuaHtam n3y4daeMbix SNP
(tabmmna 1).

[Ipu reHOTUNHPOBAHUU CEKBEHHUPOBAHU-
€M M0 JIOKyCaM, aCCOLMMPOBAHHBIM C MsIC-
HOU MPOJYKTUBHOCTHIO Y MAHBIYCKUX MEPH-
HOCOB, OBUIO OOHApYKEHO, YTO CpPEHHSS
YacTOTa BCTPEYAEMOCTH JUKHAX TOMO3UTOT-
HBIX TEHOTHIIOB ObuIa OJIN3KAa K ONTHMAJb-
HOMY MapaMmeTpy Jjisi TEeHOTHIIMPOBAHUS U
cocrapysiia 0,331 (tabmuma 2).

MuHuMaIbHBIA  TOKa3aTeNlb  YacTOThI
BCTPEUAEMOCTH 3THX T€HOTHIIOB COCTABIISLT

200

0,206, a MakcumaibHas 3a)UKCHPOBAHHAS
yacToTa  BCTpeuyaemoctd  Obuia  0,47.
Haubonpmee uncio 3aMeH, MMEIONIUX [TH-
KU TOMO3UIOTHBI TE€HOTHII, I1OKa3bIBAJIU
4acTOoTy  BCTpedaeMocTH  okoio 0,25
(pucyHOK 4).

MeHble Bcero noimmMop(u3MoB nMeH
4acTOTY BCTPEYAEMOCTH y BEpXHEH TpaHHIIbI
nuanaszoHa B 0,47. ['eTrepo3uroTHsie BapuaH-
ThI CCIETYyEMBIX 3aMEH MOKa3aJH CPEIHIO0
YacTOTY BCTPEYAeMOCTH, ONM3KYIO K Iapa-
MeTpaM IHUKHX roMo3uror. OHa cocTaBmia
0,316 mpu pa3bdpoce moxaszarenel I WHIH-
BUAyalbHBIX nonmmmopdusmos ot 0,197 mo
0,411. Ananu3 pacrpejeleHust 3aMeH o
KOJIMYECTBY B 3aBHCUMOCTH OT 4YacTOTHI
BCTPEUAEMOCTH BBISIBHJI HaWOOJIbILIEE YUCIIO
3aMEH C YacTOTOH BCTPEYaeMOCTH OKOJIO
0,304, a wnammenwmiece — 0,197 u 0,375
(pucyHOK 5).
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0,389 0,414 0,440 0,465

YacTtoTa BCTpe4yaemMocTu

Pucynox 2 — Koauuecmso SNP ¢ pasHoii yacmomoii gcmpeuaemocmu y 6apanos nopoosi
Mauvruckuil mepuroc. I'emeposucommuvle 2eHOMUnNbL.
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Pucynox 3 — Konuuecmeo SNP ¢ paszHoii vacmomoii gcmpeuaemocmu y 6apanos nopoovl
ManvlycKuil mepunoc. MymanmHule 20MO3U20MHbIE 2EHOMUNbL.
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Pucynox 4 — Konuuecmeo cesazannuvix ¢ machot npodykmuerocmoto SNP ¢ pasnoil
uacmomoui ecmpeyaemocmu y 6apanog nopoobl MAMbIYCKULL MEPUHOC. JJuKue 20MO3UOmHble
2eHOMUNbL.

444



Mex0yHapoOHbIl eecmHuk eemepuHapuu, Ne 4, 2024 2.

Ta6auua 2 — [lapaMeTpbl FeHOTUMUPYEMBIX /15l OLEHKH MSCHOI MPOAYKTHBHOCTH
SNP y 6apaHOB OpoAbI MAHBIYCKHI MEPHHOC

Ommboka Muanmans- MakcHumalb-
ITokazarens Cpennee
CPEITHETO HOE 3HAYEHHE HOE 3HAYEHHE
YacToTa BCcTpeuaeMocTu 0331 0,021 0,206 0472
JIMKAX TOMO3UT'OT
YacroTa BcTpeuaemMocTu 0316 0,043 0,197 0411
TETEPO3UTOT
Yacrora BCTpeyaeMOCTH
CTOTA BCTPCHACMOC 0,248 0,051 0,072 0,351
MYTaHTHBIX TOMO3HTOT
YacToTa JUKOTO aljIeys 0,418 0,07 0,24 0,71
YacToTa MyTaHTOT
CcToTa MyTaHTOoro 0,582 0,09 0,29 0,76
ajiens
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0 0,197 0,233 0,268 0,304 0,340 0,375 0,411

YacrtoTta BCTpe4yaemMoCcTun

Pucynox 5 — Konuuecmeo céazanuvix ¢ machoi npooykmusHocmoro SNP ¢ pasHotl
yacmomou ecmpeuaemocmu 'y 6apanog nopoobl MaHblucKuti mepunoc. I emeposucommuvie
2eHOMUNbL.

Tabauua 3 — U3mMeHenne yactoTbl Berpedyaemoctd SNP y 6apaHoB nopoabl MaHbIY-
CKHM MEPUHOC 10 CPABHEHHUIO € JAHHBIMM reHoTHNUpPOoBaHus Ha JITHK-0mouunax

Ommnbxa
MunanMans- Makcumalb-
IToxa3zarens Cpennee cpenHe-
o HOE 3HAYCHHUE HO€E 3HAYCHHUE
W3meHeHne 4acToThl BCTpC‘(I]ae- 9214 0,62 1,921 21,618
MOCTH JUKHX TOMO3UIOT, %0
HM3meHeHne 4acToThl BCT%)G‘-IaC— 11,433 1,02 0911 22,149
MOCTH I€TepO3UroT, %o
M3meHeHune yacToThl BCTpeyae-
MOCTH MYTaHTHBIX TOMO3HIOT, 12,306 1,55 0,381 41,074
%
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YacToTa BCcTpevdaemocTtu

Pucynox 6 — Konuuecmao cesizannbix ¢ MacHol npodykmuernocmuio SNP ¢ pasnoi
4aCmomotul cmpedaemocmu y 06apanos nopoobl MaHblYCKuli Mepunoc. Mymanmuvie 2omo3u-
20MHble 2eHOMUNDL.

CpenHsisi 9acToTa BCTPEYAEMOCTH MY-
TaHTHBIX TOMO3HTOT B HAIIIEM HCCIICOBAHUM
ObUTa OTHOCHTEJIBHO HU3KOH M COCTaBisUIA
0,248. Ilpu sTOoM OBLT 3ahUKCHPOBAH JOCTA-
TOYHOW OONBIION pa3dpoc B ITOKA3aTEIAX
JUT OTHCTBHBIX 3aMeH. MUHUMANbHBIM 3Ha-
gerneM Obuto 0,072, a MAKCUMyM HaXOIFII-
cs Ha ypoBHe 0,35. bosbliue Bcero y MaHbIy-
CKOTO MEPHHOCAa MYTAaHTHBIX TOMO3UTOTHBIX
TCHOTHIIOB OBUIO OOHApY)KCHO C YacTOTOM
BcTpeuaemoctnn  okoio 0,212 um 0,305
(pucynox 6). MuHUMaTBPHOE KOJHYECTBO
MTOTUMOP(HU3MOB  BBISBIBUINCHE Y HIDKHEH
rpaHUIb quamna3ona ¢ yactoron 0,07 u 0,12.

W3ydeHne pa3muymii B 4aCTOTE BCTpeUac-
MOCTH TTOJIUMOP(PU3MOB TIPH TCHOTHITMPOBA-
HUU CCKBCHUPOBAHUCM H IPC/IIICCTBYOIUM
TCHOTHIIUPOBAHHEM C  HCIOJb30BAaHUCM
JIHK-61o4yumnoB mokasasno, 4To JUKHE TOMO-
SUT'OTHBIC BapHUAaHTHI 3aMCH B CPEAHEM TTOMEC-
HSUIM  9acTOTy BeTpedaeMocTH Ha 9%
(Tabmuma 3).

Y  OTHeNBHBIX TOMUMOP(GU3MOB  3TOT
IoKasaTeib coctaBisuI oT 1,9 % mo 21,6 %.
[TouTH Takoe )K€ U3MEHCHHUE YaCTOTHI BCTpE-
YaeMOCTH B CPEIHEM IMOKA3aJId U T'eTepO3U-
TOTHBIC BAapPHAHTHl M3y4aeMbIX 3ameH. OHO
coctaBmwio B cpearem 11,4 % ¢ uzMeHeHus-
Ma oT 0,9 % (mouTH MOIHOE OTCYTCTBHE
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W3MCHCHHS YaCTOTHI BCTPEYaeMOCTH) 0 22
% y TmOKa3zaBIIMX MAaKCUMYM H3MEHEHHMH.
AHaNOTWYHBIN TOPSIOK HW3MEHEHHH YacTo-
THI BCTPEYAEMOCTH TOKa3ajll U MYyTaHTHbIE
TOMO3UTOTEL. B cpeaHeM »3TOT moOKa3arenb
coctaBu 12,3 % ¥ U3MEHSIICS y OTACTHHBIX
3ameH ot 0,38 % no 41,1 %.

[MomydueHHBIC pe3ynbTaThl 10 W3MCHE-
HUIO 4acTOThl BcTpedaemoctd SNP Mmoryt
CBS3aHBl C MPOJAOJDKAIONIEICS CENeKIIMOH-
HOW paboToil B mopojae U apei(om reHoB,
KOTOPBIM 32 HECKOJBKO JIET, MPOIIEIIINX
nocyie noiaydeHuss Hamu gaHHbix ¢ JHK-
OMOYMITOB, TIPUBENI K HEKOTOPOMY H3MEHE-
HUIO YacTOTHI BCTPEYaEMOCTH BBIOPAHHBIX
HAMH JUTS TCHOTUITUPOBAHHUS JIOKYCOB.

Koppexmuposka nepeunst 10Kycog 0z
2eHOMUNUPOBAHUS CEKBEHUPOBAHUEM Y 08el
NnOpPOObl MAHBIYCKULL MEPUHOC U BATUOAYUS
Hoeoll naneau y nokoaenus 2022 2o00a podic-
Oenus.

HampHelimee pegakTupoBaHue Habopa
JIOKYCOB B COCTaBE€ IaHEJN T'€HOTUIIUPOBa-
HUSl CCKBCHHPOBAHUEM JIJISI MAHBIUCKUX ME-
PUHOCOB 3aTPOHYJO TOJBKO 3aMEHBI, HC-
MOJIb3yeMbIe JUISI OLIEHKH JOCTOBEPHOCTH
MIPOUCXOXKACHUSA. DTO CBSA3AHO C PSIIOM TIPH-
YHUH, BO-TIEpBBIX, SNP, acconnmupoBaHHEIEC C
MPOAYKTUBHBIMHU TIPU3HAKAMH Y JKHBOTHBIX
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BCTPEUAIOTCSl C TUCOAIAaHCOM YacTOThI MH-
HOPHBIX U TJIABHBIX aﬂneﬂeﬁ, YTO JONyCTH-
MO B MapKepHON CEJEKLHUH, TJe 3aKperie-
HHUE OJIHOM U3 ajutesieil ¢ OOoMbIIoi yacToToM
BCTPEYAEMOCTH SIBIISIETCS OCHOBHOM IIETIBIO.
OTO MO3BOJISET WCIIOIB30BaTh pPa3pabOTaH-
HYI0O HaM{ TIaHeNb B  CEJIEKIHOHHO—
TUIEMEHHON paboTe Ul KOHTPOJISI MapKepoB
NPOAYKTUBHBIX IIPU3HAKOB.

PenaktipoBaHue JIOKYCOB [UIsi TMaHENN
TEHOTHUIIMPOBAHUS BKIIOUAeTCsl B ceOs ITam
otbopa MTOTUMOP(PHU3MOB, MMEIOIINX
HaVMEHBIIYI0 W  HAaWBBICIIYI0 YacTOTY
BCTPEYAEMOCTH TOMO- HJIM T€TEPO3UTOTHOTO
TEHOTHIIA CPeJIU BCeX 00pas3IoB U UX HCKITIO-
YEHUIO M3 JallbHEHIeH padoThl, /Uil OCTaB-
LIMXCS 3aMEH OToOpaTh BCE C YacCTOTOH
BcTpedaeMocTd okono 0,3 sBisromiencs om-
TUMAaJIbHBIM YPOBHEM JUISl KaXKJ0TO U3 BapH-
aHTOB T€HOTHUNOB MoiauMopduzMa. B Takom
cilydyae, Kak/Iblii BApUAHT TeHOTHUIIA 110 KOH-
KpPETHOH 3aMEHE BCTpEYaeTcsi IpHUOIH3H-
TEJFHO OJMHAKOBO YacTO M HCKIIOYEHBI
cityyaw, Korza OyJeT 0OHapyKUBAThCSI TOJIb-
KO OJIMH BapuMaHT 3aMEHBI, TaK KakK TOr/a
TCHOTUIIMPOBAHUEC C LEJIBIO TOATBEPKIACHUA
JIOCTOBEPHOCTH TIPOUCXOXJICHUS TI0 3TOH
3aMeHe OyJeT HEeBO3MOXHO. B pesymbrare
MIPOBEJICHHOTO  PEAAaKTUPOBAHMS  MaHENN
OBITO MCKIIIOUeHO 126 JIOKYCOB JUIsi TEHOTH-
MTUPOBaHMsI CEKBEHUPOBAHHEM OBEIL TIOPO/IbI
MaHBIUCKMHA MepuHOoc. [Ing pampHeHInen
paboThI UCTIONB30BAIOCH 389 3aMEHBI.

W3yuyenue pe3yabTaTOB IE€HOTUIIUPOBA-
HUSI CEKBEHUPOBAHNEM T10CIIE MOAU(UKAIINT
HaOopa JIOKYCOB TOKa3aJlo, YTO CpEIHHE
YacTOTHl BCTPEYAEMOCTH BCEX T'CHOTHUIIOB

ObUTH OJIM3KA K ONTHMAJIbHBIM 3HAUCHHSIM
JUTsL OLIEHKH TE€HOTHUIA XKMBOTHBIX (TabiuIa
4).

Tak, nukWe TOMO3WTOTHBIE BapHAHTHI
3aMeH MMEJH CPEIHIOI YacTOTy BCTpedaec-
moctu 0,298, To ectb mpakrtuyecku 0,3 —
TOKa3aTelb, SBISIONIMICS Hambojiee COOT-
BETCTBYIOIIMM TPEOOBAHUSAM IO YaCTOTE
BCTPEYaEMOCTH TEHOTUIOB. MHHHMAaNbHOE
1 MaKCHMaJbHOE 3HaYeHHE YacTOT BCTpeya-
€MOCTH TIONMUMOP(PHU3MOB C HM3y4aeMBbIM Ba-
puanToM reHoTHma coctaBmwio 0,261 wu
0,332, 4T0 TaKXKe He CHIBHO OTINYACTCSI OT
cpemHero mapaMeTpa mo BeIOOpKe. ['erepo-
3UTOTHBIE TE€HOTHUIIBI MMENH CPEAHION 4Ya-
crotry BcTpeyaemoctu 0,35 mpu MUHMMAIb-
HBIX 3Ha4eHusAX Ha ypoBHe 0,32 u MakcuMmy-
Me mpu 0,398. DTu mapameTpsl yKIaabIBa-
IOTCS B TIOKa3aTeNd I TeTePO3UTOTHBIX
TEHOTHIIOB, HWCIIONB3yEeMBIX TIPH BBIOOpE
3aMeH IS TCHOTHUITUPOBAHUS €IIe Ha dTare
nzydeHus naHebX ¢ JJHK-O6nounnos. Ilapa-
METPBl CpeJHEH YacTOThl BCTPEUAEMOCTH
MYTaHTHBIX TOMO3HTOTHBIX BAapUAHTOB 3a-
MEH y MaHBIYCKMX MEPHHOCOB HAaXOJIUIUCHh
Ha ypoBHe 0,308 — ONTHMAaJIBHOTO YpPOBHS
JUIS OICHKH Ka4eCTBa TEHOTUITHPOBAHHUS I10
Habopy 3amMeH. MuHUMambHAas dYacToTa
BCTPEYAEMOCTH JUIsl 3aMEH B 3TOW IpyImre
cocrasysa 0,27, a makcumanbhas — 0,37.

W3ydenue pa3znuuuii B 4acTOTE BCTpeyae-
MOCTH TOJMMOP(HHU3MOB y OapaHOB MOPOJIbI
MaHBIYCKHHA MEPHUHOC MO CPABHEHUIO C JIaH-
HBIMH T€HOTHITUPOBAHHS MPOIIIOTO TOKOJIe-
HUS TI0OKa3aJio, YTO JWKHE TOMO3UTOTHBIC
BapHaHTHl 3aMEH B CpPEIHEM TOMCHSIN Ya-
CTOTY BCTpedaeMocT Ha 7 % (Tabmuma 5).

Taduuua 4 — [lapaMeTpsl FeHOTUNUPYEMBIX 1151 MOATBEP:KACHUST 10CTOBEPHOCTH
npoucxoxaenusi SNP y 6apanoB nopoabl MaHbIYCKU MepuHoc 2022 r.p.

Ommuoka MunumansHOE MakcumanbsHoe
ITokazarens Cpennee
CpeJIHEro 3HAYCHHUE 3HAYCHHE
YacToTa BCTpeyaeMoCTH 0.298 0,024 0261 0332
JINKUX TOMO3UTOT
YacToTa BCTpEYaeMOCTH 0,346 0,037 0318 0,398
TeTePO3UTOT
YacToTa BCTpeyaeMoCTH 0.308 0,024 0273 0371
MYTAHTHBIX TOMO3UTOT
YacroTa AMKOTO ajuiens 0,57 0,08 0,35 0,69
YacToTa MyTaHTOTrO ajuiesst 0,43 0,04 0,31 0,65
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Taéauua 5 — U3mMeHeHue yacToThl BerpedyaemocTi SNP y 6apaHoB mopoabsl MaHbIY-
CKMIi MEPUHOC 110 CPABHEHHIO C JAHHBIMHM I'¢HOTHIIHPOBAHUS NOKoJenns 2021 r.p.

Omnoka MuHnMaIb- Makcumaib-
ITokazarens Cpennee
cpeaHero | Hoe 3HaYeHHE | HOE 3HAUCHHE
H3MeHeHre 4acTOThI BCTpeyae-
ped 7,13 0,51 1,154 14,451
MOCTH JUKHX TOMO3UTOT, %o
H3MeHeHne 4acTOThI BCTpeydae-
Tlf,’ 8,91 1,13 1,228 19,731
MOCTH Tre€TepO3Uror, %
M3MeHeHne 4acTOThl BCTpeyae-
MOCTH MYTaHTHBIX TOMO3UTOT, 11,94 1,32 0,451 31,349
%

Tab6uuua 6 — [TapameTpbl reHOTUIIHMPYEMBIX /I OLEHKH MSICHOM NPOAYKTHBHOCTH

SNP y 6apaHoB nopoabl MaHbIucKkuii Mepunoc 2022 r.p.

Omnbxa Munnmans- Maxkcumaib-
TTokazarenn Cpennee
cpenrero | Hoe 3Hauenme | HOe 3HAUCHHE
YacToTa BCTpe4aeMOCTH 0.304 0.016 0.239 0,417
JINKAX TOMO3UTOT
YacToTta BcTpeuaeMoCcTH 0.341 0,032 0,227 0,384
TETEPO3UTOT
YacToTa BCTpe4aeMOCTH 0,287 0,044 0.162 0.369
MYTaHTHBIX TOMO3HUIOT
YacToTa IMKOI0 aJlieis 0,43 0,07 0,29 0,68
YacTtoTa MyTaHTOTO aJIEIIsI 0,57 0,09 0,32 0,71

Y OTHeNbHBIX TOMUMOP(GU3MOB  3TOT
nokaszaresnb coctaisii ot 1,1 % no 14,4 %.
M3meHeHre 4acTOThl BCTPEUaEMOCTH TeTe-
pO3UroT B cpeaneM coctaBuiio 8,91 % ¢ u3-
menenusiMu ot 1,2 % no 19 % y mokasas-
IIMX MaKCUMYyM U3MeHeHul. Yacrora BCTpe-
YaeMOCTH MYTaHTHBIX TOMO3HUTOT COCTaBMIIA
noutu 12 % u u3mensutace ot 0,45 1o 31 %.

AHanm3 mokaszateieii TeHOTUITUPOBAHHUS
0 TOTMMOpP(HU3MaM, CBS3aHHBIM C ITOKa3a-
TEJISIMA MSICHOW TPOJYKTHBHOCTH y MaHBIU-
ckux mepuHocoB 2022 ropma poxaeHus, mo-
Ka3aj, 4TO CPEIHss 4acToTa BCTPEYAEMOCTH
3aME€H C JIMKHM TOMO3WUTOTHBIM T€HOTHIIOM
cocraBwia 0,3, 9TO HE OTIMYAETCSA OT ITOKa-
3arernell TEHOTUIIPOBAHUS Ha MPEIBIIYIIEM
JTare nccuenoBanus (Tabdi. 6).

CpenHsisi 9acToTa BCTPEUAEMOCTH TeTe-
PO3UTOTHBIX T'CHOTHUIIOB IO 3aMEHAM YBEIIHU-
yunack ¢ 0,316 no 0,341. Jluanazon mexmay
MUHUMaJIbHOM W MaKCHUMaJbHOM YacTOTOM
BCTPEYAEMOCTH CHHM3HWJICS HE3HAYUTENBHO C
0,214 mo 0,207. MyTaHTHBIE TOMO3HIOTHI
BCTPEYAINCH MPAKTHYECKH C TOW KE JacTo-
TOM, 4TO U Yy KHUBOTHBIX 2021 roga poxae-

HUs, ¢ HeOompmuM cHikenneMm ¢ 0,279 mo
0,207. Cpennss yacToTa KaXkJI0TO M3 aJlje-
JIeM TakKe IIOYTH HE M3MEHUIACh, OHH
BCTPEYATUCH MTOUYTH C OJIMHAKOBON 4acTOTOM
okoJio 0,5. MunumMaiabHbIE 1 MaKCUMaJIbHBIE
MOKa3aTeayd 4YacTOThl ajuleNiell TakyKe ObLIM
MTOXOXKH Ha Pe3yJbTATHI U KUBOTHBIX Ha
MIPEIBIAYIIEM dTalle TeHOTUITHPOBAHUS.
Panee, c ucnonp3oBanuem nanupix JJHK-
OMOYHITOB BBICOKOH TUIOTHOCTH HAMH paHee
ObLTa TIOJrOTOBJICHA IMMAHENb JIOKYCOB, IPH-
MEHUMBIX MpPU TEHOTUIIMPOBAHUU MAaHbBIY-
CKHX MEpHWHOCOB. BpIOpaHHBIE MOIMMOP-
(U3MBI pa3feIUId Ha TPYIIBL: B IEPBYIO
0TOOpasy 3aMeHBI, JOCTOBEPHO HE aCCOITHH-
POBaHHBIC C TPOAYKTUBHBIMHU TIPHU3HAKAMH,
HO BCTpeYaroluecs ¢ OPUMEPHO paBHOMU
YaCTOTOH TOMO- U IeTepO3UrOTHBIX M€HOTHU-
OB, PABHOMEPHO pachpesiesieHHbIe 10 XPo-
MOCOMaM, a BO BTOPYIO TPYMIY MOJIUMOP-
(hU3MBI HMMECIOIIYIO CBSI3b C XO3SIMICTBEHHO
MOJIC3HBIMU MPU3HAKAMH. TaKue TeHOTHUIIBI
BO3MOJKHO HCIOJIB30BATH MPH ONPEACTICHUN
JIOCTOBEPHOCTH TIPOUCXOKICHHS JKUBOTHBIX,
TaK KaK 0 WX HAINYHIO y 000X pPOIUTEICH,
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MOJXKHO CcJeliaTh BBIBOJ O (HOpMUpPOBAHHU
TCHOTHIIA y TMOTOMKa. [lonumMopusmer BTO-
POl TpyNIIbI BBIIBUIA CAMOCTOSTEIBHO B
XOJIe TIPEeIbIIYINX HUCCICAOBAaHUNA HA OCHO-
BE IMOJHOTCHOMHOTO TIOMCKa aCCOIHAINA C
ncroib3oBanueM Tex ke JJHK-6nounrmos.

Hacrosiee wccnemoBanue ObLIO TOCBSI-
IICHO OIICHKE PEe3yJITATOB T'€HOTUITHPOBA-
HUSI MaHBIYCKUX MEPHUHOCOB C HCIIOJh30Ba-
HHEM BBIOpDAaHHOW MAHEIH JIOKYCOB IS
OIICHKH W3MEHEHHS HMX YacTOTHl BCTpedae-
MOCTH, TIO0 CpPaBHEHHIO C MOJYyYCHHBIMH
Hamu paHee maHHbBIMEH Ha JIHK-Omoummax.
HeobxonnMo OBIIO YCTaHOBWTH, KaKWe W3
MOTUMOP(PHU3MOB  OOHAPYKUBAIOTCS Y IKH-
BOTHBIX CIICIYIOIIETO MOKOJCHUS ¢ TpeOye-
MOW 4YacTOTOM AJi1 KauyeCTBEHHOI'O0 T'€HOTHU-
MUPOBaHMs, a KaKhe yTPaTHIH HEOOXOIH-
MyI0 UHQOPMAaTUBHOCTH B CBS3U CO CHIKE-
HHEM BCTPEYaEMOCTH OJHOTO U3 aJuleled u
IUCOAIaHCOM YacTOT BBISBIISICMBIX TEHOTH-
OB. DTO Kacalloch MPEKIC BCETO 3aMEH U3
TPYIIBEI, TPUMEHUMOM JUI TOATBEPIKICHHS
JIOCTOBEPHOCTH  mpoucxoxaeHus. I[lopor
cpenHeil yactoTsl BcTpeyaeMocT 0,3 B BBI-
OopKe )KUBOTHBIX ObLI BEIOpPaH HE CIy4aitHo,
9TO COOTBETCTBYET PEeKOMEHIANAM
Tortereau et al. (2017) [12].

YcraHoBwin, 4to BbIsIBICHHBIE B 2021
TOJy TOTMMOP(GOU3IMEI U TOATBEPIKICHHS
JIOCTOBEPHOCTH TMPOUCXOXKJICHUSI CBOIO WH-
¢dopmatuBHOCTE B 2022 TOMy B OOJIBIIMH-
CTBE CBOEM HE yTPaTHIIH, T.€. MOCJIe KOPPEK-
TUPOBKH ObLJIO yOpaHo Bcero juiib 24,5 %
MepeyHst JIOKyCcoB. JTo Oonee, 4eM B TpH
pa3a mpeBhIMIAeT MOKa3aTeNb, CAUTAIONIICS
JOCTAaTOYHBIM ISl JTOCTOBEPHOH OIICHKU
poactea [13]. Hecmotpst Ha To, 4TO Takoe
KOJIMYECTBO MOIMMOP(U3MOB MOXKHO ITOCYH-
TaTh M30BITOYHBIM TPH MACCOBOM T'CHOTHIIH-
POBaHUH, 3TO OCTABIISIET HEKOTOPBIH 3arac s
WX WCKIFOUCHHUS B CICAYIOUINX ITOKOJICHUSX,
ecm MH(POPMATHBHOCTh TMEPEYHS JIOKYCOB
TIPOJIOJDKHT CHIDKATHCS B CIIyYac 3aKPEIUICHUS
ajiesnelt B mopoje.

Ha BTOpOM »Tame uccienoBaHuil MoJu-
¢unurpoBaHHas TaHENb JIOKYCOB IOKa3aa,
410 y 0cobeii, oocnenoBanubix B 2023 romy,
4acTOTa BBIABISIEMBIX 3aMEH HAXOAWUTCS B
JMOCTAaTOYHBIX TpeAenax s MOJMYUCHHUS
JIOCTOBEPHBIX PEe3yJIbTATOB OLIEHKH POICTBA
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y XKUBOTHBIX. [IpOBEeIeHHBIN aHAIU3 TI03BOJIS-
eT CIeNaTh 3aKII0YeHHe, YTO II0CIe MOAU(H-
Kaluy Habopa JIOKYCOB MaHeN b Il TeHOTUIIH-
POBaHMS CEKBEHHPOBAaHHMEM Y MAaHBIUCKOTO
MepHHOca MoKa3alia BBICOKYIO (h(heKTHBHOCTD
BBISIBJICHHS BCEX BAPHAHTOB T€HOTHIIOB.
OrneHka 4YacTOTBI BCTPEYAEMOCTH TIOJIH-
MOP(GH3MOB, HMEIOIIHX JOCTOBEPHYIO CBSI3b C
MOKa3aTeNsIMA ~ MSACHOW  NPOIYKTHUBHOCTH,
MEXIy TpymnmaMe kuBOTHBIX 2021 u 2022
rojia POXKIEHMS IMOKa3aya, YTo OOJIBIIMHCTBO
3aMeH MOYTH HE pPA3IUYAIOTCs IO YacToTe
BCTPEYaeMOCTH MEXIy HoKoIeHusIMA. OObsic-
HHTH 3TO MOYKHO TEM, UYTO IIeJICHAIPABICHHON
MapKepHOH CENEeKIH B XO3SICTBE HE MPOBO-
JUJIOCh, MO3TOMY YacTOTa BCTPEYAEMOCTH
oCTaeTcsl B MPAKTHYECKH OAMHAKOBBIX Ipeie-
Jax.
BbIBO/IbI / CONCLUSION
[IpennoxkeHHass HaMM TaHENb JIOKYCOB,
MO/M(UIMPOBaHHAST TOCIE BaJIWJAlUKM Ha
CII/TyIOIIEM TIOKOJICHHM JKUBOTHBIX, COJEp-
#UT 389 3aMeH, NPUrOHBIE I TeHOTHITHPO-
BaHMS CEKBEHHPOBAHUEM U 242 mommMopdus-
MOB, aCCOLIMMPOBAHHBIX C MACHOH MPOTYKTHB-
HOCTBIO JKMBOTHBIX. [loJTydeHHbIE B pe3ybTa-
Te MCCIIEOBAHUN TTOKA3aTeIN YacTOThI BCTpe-
YaeMOCTH 3aMeH B IPYIIIE BEIOPAHHBIX )KUBOT-
HBIX MO3BOJIIIOT CHENAaTh 3aKIIOYEHUE, YTO
BBIOpaHHBIC HAMHU MOJIUMOP(U3MBI HAXOJSITCS
B JIOKYCaX, HE TIO/IBEP)KEHHBIX CYIIIECTBCHHBIM
MEpPeCcTPOiiKaM B TEUEHHE HECKOIIBKIX TTOKOJIe-
HUWA 1 MOTYT OBITH HH(QOPMATHBHBI B TCUCHUE
JIOCTATOYHO JUIUTENBHOro BpemeHH. Mcmons-
30BaHUE pa3pabOTaHHON HaMH MAHENH I03BO-
JMT peajn30BaTh HE TOJBKO OQHIHMAIbHBIC
TpeOOBaHMs AEHCTBYIOILIETO 3aKOHOIATENb-
ctBa PD mno ompeneneHuto J10OCTOBEPHOCTH
MPOUCXOXKJCHUS B IUIEMEHHBIX XO3SHCTBAX,
TaK M OBITh WCIOJB30BAThCS B CEIEKIMOHHO-
IUIEMEHHBIX TPOTpaMMax, HAlpaBJICHHBIX Ha

YBEIIMYEHHUE IPOAYKTHBHOCTH IIOPOAbI Ma-
HBIUCKHI MEPUHOC.
THE USE OF TARGETED SE-
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ABSTRACT

The main use of genetic data is to assess
the reliability of origin, since errors in pedi-
grees negatively affect the rate of genetic
growth. Initially, the assessment of the pedi-
gree of breeding livestock was carried out
using various DNA technologies: from blood
groups, then using microsatellite markers,
however, now the possibility of using single
nucleotide polymorphisms (SNP) in practice
is being increasingly studied, due to their
ability to increase the accuracy of genetic
research. One of such genotyping systems is
AgriSeq panels (targeted sequencing tech-
nology), which allow analyzing specific re-
gions of the genome (loci) associated with a
variety of traits in animals. The purpose of
the work: to study the effectiveness of iden-
tifying and prevalence of loci from the pro-
posed set of SNPs in the examination of new
generations of sheep of the Manych Merino
breed. The material for the study was data
from targeted sequencing of the genomes of
Russian sheep breeds according to the
formed set of loci in order to identify single-
nucleotide polymorphisms. The object of the
study was sheep born in 2021 at the age of
12 months (DNA sampling was carried out
in 2022) of the Manych merino breed. The
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proposed locus panel, modified after valida-
tion on the next generation of animals, con-
tains 389 substitutions suitable for genotyp-
ing by sequencing and 242 polymorphisms
associated with animal meat productivity.
The indicators of the frequency of occur-
rence of substitutions in the group of select-
ed animals obtained as a result of research
allow us to conclude that the polymor-
phisms, we have selected are located in loci
that are not subject to significant rearrange-
ments for several generations and can be
informative for quite a long time. The analy-
sis allows us to conclude that after modifica-
tion of the set of loci, the panel for genotyp-
ing by sequencing in the Manych merino
showed high efficiency in identifying all
variants of genotypes.
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