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Annomayusn. B cBsi3u ¢ nHTeHCH(UKANUEH MOJIOYHOTO XKHUBOTHOBOJCTBA IOSIBIIIACH IpobIema
HaKOIUICHHS BpeaHbIX LOF-MyTanuii y CKOTa, CHIDKAIOINX Ka4eCTBO MPOIYKIUH, (PePTHIBHOCT KHBOT-
HBIX, a TAKKE MPUBOSAIIUX K PA3IMYHBIM aHOMAIMAM. B TaHHOM HcclieoBaHuK ObLIa MOCTABJICHA IE)Th:
YCTaHOBUTDH YACTOTY HAKOIJICHUSI MyTaHTHBIX ajuieneil B Tpéx reHax UBE3B, CHRNBI, FMO3, acconuu-
pOBaHHBIX C HepTHIBHOCTHIO (PIRM-cHHIPOM), MHOKECTBEHHBIM apTporpuo3oM (AM — Arthrogryposis
multiplex) v TIOSIBIIEHHEM PBIOHOTO 3aIaxa B MOJIOKE KOPOB alpIIMPCKOM MOPOABI COOTBETCTBEHHO. [1po-
BEJICHO TEHOTUIIHPOBAHUE MIJIEMEHHOT'O TIOTOJIOBBSl B KOJIM4UecTBE 135 royioB KOpoB alpIIUPCKOM MOPOABI
JlenuHrpajackoit o0xactu, B pe3yjbTaTe KOTOPOTO YCTAHOBJICHO HAJHUYME HEXENATeNbHBIX TalIOTHIIOB:
AHI — B reae UBE3B c wactotoit 17,0 %, AHC — B8 CHRNBI ¢ gactoroii 2,2 %, B rene FMO3 ¢ gacToToit
TOMO3UTOTHOTO TeHoTuma mo myrtammu 1,5 % u rereposurotaoro — 3,0 %. Takum oOpazoMm, yUUTHIBas
BCTpeuaeMoCTh HocuTene LOF-MyTanuil B MOMyJISIUU KOPOB alpIIMPCKON MOPOABI, KOTOpasi COCTaBHIIa
23,7 %, U1 STUMUHALIMKE BPEIHBIX MyTalluidi TpeOyeTcs CeleKIMoHHas paboTa, HalpaBJICHHAs Ha Jallb-
Helfmee BRISIBICHHE HOCUTENEH MyTalluy, B IEPBYIO 0Yepeab OBIKOB-IIPOU3BOIUTENCH, a TAaKKe KOPOB, UX
BBIOpPAaKOBKA U KOPPEKIHS O00Pa POAUTENBCKUX TIap.
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Abstract. Due to the intensification of dairy cattle breeding, the problem of accumulation of harm-
ful LOF-mutations in cattle appeared, which reduced the quality of production, fertility of animals, as well
as led to various anomalies. This study aimed to establish the frequency of mutant alleles accumulation in
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three genes UBE3B, CHRNBI, FMO3, associated with fertility (PIRM syndrome), multiple arthrogryposis
(AM - Arthrogryposis Multiplex), and the appearance of a fishy odor in cow's milk, respectively. Genotyp-
ing of 135 heads of Ayrshire cattle was conducted in Leningrad region, which revealed the presence of
undesirable haplotypes: AH! in the UBE3B gene with a frequency of 17.0%, AHC in CHRNB1 with a fre-
quency of 2.2%, in the FMO3 gene with a frequency of the homozygous genotype by mutation 1.5% and
heterozygous — 3.0%. Thus, the occurrence of LOF mutations carriers in the population of Ayrshire cows
was 23.7%. To eliminate harmful mutations, breeding work is required aimed at further identifying muta-
tion carriers, primarily sires and cows, their culling and correction of the parental pairs selection.

Keywords: dairy cattle, Ayrshire breed; LOF-mutation, fertility haplotype, genes UBE3B,
CHRNBI, FMO3
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BBenenue.

B coBpemeHHOM >KMBOTHOBOJICTBE, UMEIOIIIEM WHTEHCUBHBIN XapakTep, OJTHON U3 BAKHEUIIINUX 3a-
Jad SBISETCS PacKphITHE M 3()(HEeKTHBHOE HCIIOIB30BAHNE OMOJIIOTHYECKOTO MOTEHIHANA JKUBOTHBIX, a
TaKke BBIABIICHWE M YCTPaHEHHE IPHYHH, MPEMSATCTBYIONIMX pealn3alyy 3Toro mnporecca (Pomanen-
koBa O.C. u Koctionuna O.B., 2023). OgHoli u3 npo0iieM B CKOTOBOJACTBE SIBJISICTCS MPEKICBPEMEHHAsI
BBIOpaKOBKA JKUBOTHBIX, B YaCTHOCTH y MosouHoro ckora. Cole JB ¢ komreramu (2016) nmpuBoasT naH-
HBIE 00 3KOHOMHYecKHX moTepsax oT LOF-myrammii B CILIA, cocraBmsronmx okono 10,74 MiH 1o71apos,
KOTOPBIC BHI3BAHBI U3BECTHHIMU PELICCCHBHBIMHY JICTAIHBIMUA MYTAIUIMH OCHOBHBIX YETHIPEX MOJIOYHBIX
MOPOJI CKOTA: TONIITHHCKOH, KepCceHcKol, Oypoil BULIKOK U alpIITUPCKOH.

B namewm uccnegoBaHuM MBI U3yYalHd alpIIAPCKYIO MOPOAY, OTIHYAIONTYIOCS BEICOKUM yYPOBHEM
MIPOAYKTUBHOCTH ¥ COATaHCHPOBAHHBEIM COCTABOM MOJIOKA, & TAKXKE MPOAYKTUBHBIM JOITOJIETHEM. DTO —
OJIHa U3 PacCHpOCTPaHEHHBIX MTOPOJ MOJIOYHOIO HampasiieHus B mupe. [lo cocrosinuto Ha 1 staBaps 2023 T.
B Poccuiickoii @eaepalini KOMIJIEKCHO OIIEHEHO 2 MITH 629,7 ThIC. TOJIOB KPYITHOT'O POTaTOTO CKOTA, IJIe
JI0JIs1 alpIIMPCKOM mopoabl coctasisieT 2,65 % unu 69, 687 Thic. royioB, B ToM yucie 1 MiaH 606 Thic. ro-
JIOB KOPOB, U3 KOTOPBIX 2,84 % mmu 45,613 Thic. TOMIOB — aifprmpckas (EskerogHuk mo mieMeHHoi pabore
B MOJIOYHOM CKOTOBOJICTBE B X03siicTBax Poccuiickoit @enepanuu, 2023). B Poccun nmopona obpaszyer
BTOpYIO0 mociie OUHISHANU IO pasMepaM MHPOBYIO IOIMYJIALHUIO alpUIMPCKOTO CKOTa M HACUUTHIBACT
77,67 thIC. TONOB, B ToM uncie 50,82 ThIC. TOJI0B KOPOB, 4TO cocTaBisieT 3,05 % oT BceX KOPOB MOJIOUHBIX
¥ MOJIOYHO-MSICHBIX 1TOpoJ cTpaHsl (Abpamosa H.U. u mp., 2018).

MHorue aBTOpHI OTMEYAlOT, YTO BHIOPAKOBKA KPYITHOTO POraTOro CKOTa YacTO MPOBOAUTCS II0
HeycTaHOBJICHHBIM NpuunHaM. ['opennk O.B. n coaBTopsl (2021) yka3siBatoT GakTopbl BEIOPAKOBKU UEp-
HO-IIECTPOTO TONIITHHU3UPOBAHHOTO CKOTa B X03siicTBe MOCKOBCKOW OOJIACTH: TPaBMBI U XUpyprude-
ckue 3aboneBanns — 33,7 %; MaTONOTHST MOJIOYHOM kene3bl — 21,7 %, maTonorus penpoayKTHBHOW CH-
cTeMbl U a10BoCcTh — 16,3 %. Ilo nanueM IlerpoBoit A.B. (2018), 0CHOBHBIMU NPUUYNHAMU BBIOBITHS KO-
POB  alpumMpcKoil MOPOJBI SIBISIOTCS: TpaBMBI — 5,52 %, 3a0oneBaHust BEIMEHH — 15,24 %, KOHEUHOCTEH —
17,80 %, smoBocth — 21,58 % n npyrue npuauHsl — 39,16 %. A y nepBoTENOK OONBIINI MPOIEHT 3aHU-
MaloT SUI0BOCTh — 25,93 % u npyrue npuuunsl — 39,5 %. Takas BbICOKast A0S SJIOBOCTH U «JIPYTHX IpU-
YHH» Y MOJIOABIX XMBOTHBIX Ja€T BOBMOYKHOCTB IPEIIOJIOKHUTE OOJBIIYIO POJIb TEHOTHIIA CPEIH JIPYTUX
(hakTOpOB, 00YCIIaBIUBAIOIIUX STH MPUUUHBIL.

[MosiBenne reHOMHON MH(POPMALUK MPHUBEIO K BO3MOKHOCTH OLEHKH T€HOMHOTO MHOpPUIMHTA
KaK aJbTepHATUBBI HHOPHIMHTY, PACCYUTAHHOMY MO poAocioBHOW. C TIOMOIIBIO TeHOMHBIX TIOKa3aTeIen
OBUIO BBISIBJICHO BIWSHHE I'€HOMHOIO HHOPUIMHra Ha MPOAYKTHBHOCTH U IUIOJOBUTOCTH KHUBOTHBIX.
MHorue aBTOpbl U3ydain «IPOroHbl roMo3uroTHoctu» — ROH (runs of homozygosity), koTopble obora-
IICHBl BPEIHBIMU PEIECCHBHBIMH AIUICISIMU M CBSI3aHBI C MHOPEIHOHN Nempecchei, ompenensieMon Kak
CHIDKEHHE (DEHOTHINYECKUX MOKa3aTeIel )KUBOTHBIX. ABTOPHI CTpeMIIINCH BBIsIBUTE ROH, HEeGmaronpu-
SATHO BIUSIOIINE Ha (PEPTHILHOCTh M MOJOYHYIO IPOAYKTHBHOCTh B (PMHCKOW MOIYJISLUN alpIIUPCKUX
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xopoB (Martikainen K et al., 2020) u xanagckux rommrrHOB (Makanjuola BO et al., 2021). B nureparype
OTMEYaeTcsi, 4YT0 MapKepbl, aCCOLNUPOBAHHBIE C JIETAJHHBIMU T€HETHUECKHM Ae(eKTaMu, MOTYT OBITh
CBSI3aHbI CO CHIDKEHHEM YacTOTHI OIIOAOTBOPEHUS U YAJIMHEHHEM UHTEPBAIOB MEXy OTENIaMHU y B3pOC-
neix kopoB (Jenko J et al., 2019).

B nacrosimee BpeMs M3y4aroTCs TalyIOTHITBI, aCCOIMMPOBAHHBIE C MOCTHATAIBLHON CMEPTHOCTHIO
U pEeNpOAYKTHBHBIMU XapaKTepUCTHKaMU y pasHbIX mopox ckora (Upperman LR et al., 2019). Tak, mis
TOJIIITUHCKON MOPOBl YCTAHOBIIEHBI BAPUAHTHI, CBsI3aHHBIC ¢ PePTUITLHOCTHIO KOpoB: HH13 B KIR2DSI:
HOHCeHc-BapuaHT p.GInl59, HH2I B NOTCH3: nenemus p.Cysd4ddel, nenemmss B RIOXI:
p.Alal33 Glul42del, a Takxe muccenc-apuant B rene PCDHI5: p.Leu (Hifliger IM et al., 2022). Or-
MeyaeTcsi BaKHOCTh HM3YYEHHsS MYTalMid Ul BBIABICHUS (EPTHIBLHOCTH KaK CaMOK, TaK M CaMIIOB
(Hiltpold M et al., 2021).

[To nuTepaTypHbIM AaHHBIM U3BECTHO, uTO B 2014 T. 11 alipiIupcKoi MOpoIbl KPyITHOTO POraTo-
ro CKOTa OBLIT YCTaHOBJICH TamioTun AH 1, acconuupoBaHHBIN ¢ HapylIeHHeM (epTHIBHOCTA U dYMOPHO-
HabHOU cMepTHOCTRIO TonoB (Cooper TA et al., 2014). MyTanus oOHapykeHa Ha 17 XpoMocoMe B TeHE
UBE3B, B nuana3ose 65,9-66,2 M m.o. (coopka renoma UMD 3.1 assembly), rae B sk30He 23 mpousolnuia
CHHOHMMHYHAs 3aMeHa TociieaHero Hykiaeoruna G>A (rs475678587) B nonoxxennn E692E. Do npuso-
JIUT K HApYIICHHUIO CIUIAficHHTa, ITPOIyCKaM 9K30HOB, 00YCIIOBICHHBIX roTepeit 40 aMIHOKHCIIOT B OeKe,
U K cHHTe3y M3MeHEHHoro Oenka. B pesynprare myraunu youksutunnuraza E3B tepser HECT-nomen,
OTIPEIEIIAIONINIA KaTAIUTHYECKYI0 aKTHBHOCTh (PEPMEHTa, a CIIeI0OBATENIFHO, PUBOANT K HAPYIICHUIO
(DyHKIIMKM CHHTE3MpPYEeMOro Oellka, peryJUpyIONIero roMeocTas, KJIETOUHbIM UK W penapamuio JJHK
(I'mameips E.A. 1 nip., 2018). Myranus UBE3B sBnseTcs ayTOCOMHBIM PELIECCHBHBIM IPU3HAKOM, Ha3bl-
BaeMbIM: «PIRM-crHAPOM afipIIMPCKOTO CKOTa», KOTOPBIH MPOSBIISETCS HApYIIEHUEM Pa3BUTHS, TCHETH-
YecKuMU JedeKkTaMu, SMOPUOHAIBHBIMU TMOTEPSMU WM PaHHEH CMEPTHOCTHIO MOJOJHSKA. B mopoje
HAOJIOMAaeTCs TEHACHIUS K CHIDKCHUIO (DePTUIIHBHOCTH KOPOB | BbIX0a TeAT (EKeroHuK 1Mo miIeMeHHOH
paboTe B MOJIOYHOM CKOTOBOJIICTBE B Xo3siicTBax Poccuiickort @enepammu, 2023). M3BectHO, uto AHI
SIBJISIETCSI CAaMBIM PacIpOCTPaHEHHBIM PELECCUBHBIM T'alUIOTHIIOM B MHUpE, a 4YacTOTa BCTPEYaeMOCTH HO-
cUTesel ocTaércsi CTaOMIBHO BBICOKOH ¢ cepeannbl 70-x TooB XX BeKka M COCTaBIsIeT mpumMepHo 26,1 %
(Bacunbera E.H., 2021).

Emé onnoit LOF-myTanuell y KpyIIHOIO POraToro CKoTa SIBJISE€TCS MHOXKECTBEHHBIN apTPOrpUIIN3
(AM — Arthrogryposis multiplex), KOTOpBIH BIepBbIe 3aperucTpupoBad B 2016 I. y )KUBOTHBIX KPacHOM
JIATCKOW Topoabl. MyTanusi HposBIsSeTCS Kak Jejerus OIHOW mapbl HykiIeoTunoB (c.55delG) B mep-
BOM 3K30HE T€Ha XOJMHEPTHUYECKOTO pelenTopa HUKOTHHOBOU cyObemaununsl 0eta 1 CHRNBI (OMIA
002022-9913) ma BTA 19. DOro mnpuBomuT K 00pa3oBaHUIO IPEXKIEBPEMEHHOTO CTOM-KOJOHA
(p.Alal9Profs47) Bo BTOpOM 3K30HE I'eHa M HapylIeHUIo cuHTe3a 96,0 % Oenka. HaOnromaeTcst BHYyTpH-
yTpoOHOE HapyIICHHE MOABIKHOCTH IUIOMA M3-32 MOBPEKICHHUS (DYHKIMH AleTHIXOJHMHOBBIX PELENTO-
poB (AChRSs) u nerenepaiuu IBUTaTEIbHBIX HEHPOHOB, a TAK)KE COCYAMCTHIX HapyIICHHHA, aHOMaJIbHOTO
pa3sBUTHSI CKEJIETa UM COCAMHUTENbHON TKAHU U IPYTUX IPUYHMH. BpoxKIEHHBIN MHOXKECTBEHHBIN apTPO-
TPHUIIO3 — 3TO CHHIPOM, BKIFOYAIONINHA TPyMITy BPOXKAEHHBIX 3a00J]€BaHHN, KOTOPBIE XapaKTEepPHU3yIOTCs
CYyCTaBHBIMH KOHTPAKTypaMH, aHOMAaJbHBIM H3THOOM TO3BOHOYHOTO CTOJI0a (CKOJMO30M W KH(PO30M),
MBIIIEYHON THHOIUIA3He. DTH AeeKTH MOTYT coueTaThes ¢ pacuienHol HEOA u ruaponedanuei. Tems-
Ta POXKIAIOTCS MEPTBBIMH WJIM MOTHOAIOT BCKOpE TOCHe pokaeHus. AM BcTpedaeTcsi Kak COITyTCTBYIO-
IIee HapyUIeHHE CIIOKHBIX BPOXIEHHBIX CHHPOMOB: apaxHOMEIUH KpymHOro poraroro ckota (OMIA
000059-9913, OMIA 001541-9913) u pedraekca mMUCTOCOMBI. AHOMAIHsI HACIEAYETCS KaK ayTOCOMHBIN
penecCHBHBIN TPU3HAK Y pa3HbIX opoa ckota (Konosanosa E.H. u Koctionnna O.B., 2019).

Honcenc-myTanus R238X (g.39523051C>T) B rene ¢uaBHHCOAEpKAMECH MOHOOKCUTECHA3Hl 3 —
FMO3 (flavin-containing monooxygenase 3) nHa BTA 16 taxxke otHocutcs k. LOF-mytanusm (OMIA).
3amena R238X BbI3bIBaCT MPEKIACBPEMEHHOE MIPEPhIBAHUE TPaHCIALUNUU reHa FMO3, 4To MpUBOJIUT K OT-
cytcTBuio 6onee 50 % aMUHOKHCIIOTHOH TTOCIIeIoBaTeNIbHOCTH TeHa FM (O3 B TeTepO3UTrOTHOM COCTOSTHIH
U TIOJIHOMY OTCYTCTBHIO y TOMO3UTOT. I'eHeTHueckast HeAoCTaTouHOCTh (epMeHTa FMO3, BHI3BIBAIONIAS
NEPBUYHYIO TPUMETHIAMHUHYPUIO («CHHIPOM 3amaxa peiObD»), Oblia oOHapyxkeHa B llIBeruu. 310 — Mo-
HOTCHHOE 3a00JIeBaHUE, MPOSBISIONICECS B HAPYIICHHH OPTaHOJCITHISCKAX KAaueCTB MOJIOKA U APYTUX
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IPOIYKTOB (SIUII): TOSIBJIEHHE PBHIOHOTO 3amaxa U NocleBKycHs. JlaHHas MyTanus BCTpedaeTcst JOBOJIBHO
gacto (q=0,155) y ckora aifpmupckoir mopoas! (Lundén A et al., 2002). CnemoBarensHO, M3ydeHHE
HAcJIEICTBEHHBIX (haKTOPOB M MyTalWi, BBI3BIBAIOIINX HApYLIICHHUS SMOPHOHAIBHOTO U TIOCTIMOPHOHAIb-
HOTO pa3BUTHS, a TAK)KE CHIDKEHUS KauecTBa MPOIYKLUH, SBIISETCS aKTyalbHOM Mpo0IeMoil COBpeMEHHO-
'O )KUBOTHOBO/ICTBA.

eanb ucciaenoBanms.
Berssuts Hocurenelt Tpéx LOF-myTanuii B renax UBE3B, CHRNBI n FMO3 B nonynauuu KOpoB
alipIIMpcKoi MOPObl M YCTAHOBUTH YaCTOThI BCTPEYAEMOCTH PA3HBIX T'AIJIOTUIIOB IO JAHHBIM I'€HaM.

MaTtepuaJjibl M METOAbI HCCJIEI0BAHNS.

O0bexT nccaegopanus. 135 rojaoB INIEMEHHBIX KOPOB alipmupckod mopoas! JIeHUHrpaackou
obmacTu.

OO0cnyXHBaHUE KUBOTHBIX U IKCIICPUMEHTAIBHBIC HCCIICIOBAHUS OBUTH BBITOJHEHBI B COOTBET-
CTBHM C MHCTPYKIUSIMH M PEKOMEHIAMAMU HOPMATHUBHBIX aKTOB: MoOJAEIBHBIN 3aK0OH MexXmnapiaMeHT-
ckoit Accambiien rocynapcTB-ydacTHHKOB ConapyxectBa HeszaBucumbix I'ocynapcts "OO obpamieHun c
KUBOTHBIMU'", CT. 20 (moctanosinenne MA rocynapct-yaactHukoB CHI' Ne 29-17 ot 31.10.2007 t.). IIpu
MIPOBEICHUH HMCCIEIOBAHUIN OBLTH MPENNPUHATHL MEPHI U 00SCIICYeHUSI MUHIMYMa CTPaJaHuil >KHBOT-
HBIX M YMEHBIICHUS KOJMYECTBA UCCIIEAYEMBIX OTIBITHEIX 00pa3IioB.

Cxema skcnepumenTa. Y xopoB B 2023 roay Obuta 0TOOpaHa KPOBb U3 XBOCTOBOW BEHBI B BaKy-
yMHBIe podupku ¢ I/TA.

I'enotunupoBanue npoBoaunock MeroaoM [P ¢ gerexnueit pe3yabTaToB B PEKUME PEAIbHOTO
BpemeHu. B coctaB peaknumonHoi cmecu Ha 15 mxi Bxomgmwmu: 1XITLP 6ydep (16.6 MM (NH4)2S04,
67.7 MM Tpuc-HCI, pH=8.8, 0.1 % (v/v) Tween 20, 1.5 MM MgCI2), 0,2 MM ntHT®, 10 nMoap Kax1oro
13 TIpaiiMepoB U 5 MMOJb Kaxa0oro u3 30H10B, 2 MM MgCl2, 1 Ex Tag-nonumepasst u 1 mxn JJHK npu
CJIelyIOLIeM TeMIlepaTypHO-BpeMeHHOM pexume: 1 muki: +95 °C — 5 muH, 40 UUKIOB OCIEA0BATENbHO:
+94°C—-45¢,+60°C—-45¢c,+72°C—-15c.

OobopynoBanne u Texunieckue cpeacrsa. [y npoeenenns [P ucronpzoBanmu npubdop Quant
Studio 5 («Thermo Fisher Scientific», CLLIA).

CratucTuyeckasi oopadorka. CTaTUCTUYCCKHUIA aHAIN3 BBIMOIHSIIN C TIOMOIIBIO OQHUCHOTO MPO-
rpamMHoro KoMiuiekca «Microsoft Office» ¢ npumenennem nporpammsl «Excel» («Microsoft», CLLA).

PesynbTaTtsl nccneqoBaHus.
Ha pucynkax 1 u 2 mokaszansl KpuBble (DIyopecleHInH, HASHTHOUIMPYIOINE TeTepO3UTOTHBIN 1
TOMO3UTOTHBIN T'€HOTHUIIBI COOTBETCTBEHHO M0 ramiaotuny AH1.

=

Cyc

Pucynox 1. KpuBsble ¢urroopecuieHunu, uaeHTHGUIMPYIOIINE TeTepPO3uroTHhINA reHoTun GA
(Hocuteab, AHIC) — myrantnslii UBE3B
Figure 1. Fluorescence curves identifying heterozygous GA-genotype (carrier, AH1C) — mutant
UBE3B gene
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Pucynok 2. Kpusble unroopecuennuu, naieHTuGuuupyomnue roMo3uroruelii renorun GG
(ne Hocurenab, AHIF) — UBE3B (nuxuii Tim)
Figure 2. Fluorescence curves identifying homozygous GG-genotype (non-carrier, AHIF) — UBE3B

(wild type)

Ha pucynkax 3 u 4 moka3aHbl KpUBbIe (PIIyOpPECIICHINH, UICHTHOUIMPYIOIINE MeTePO3UTOTHBIN
(MyTaHTHBII) ¥ TOMO3UTOTHBIN (JIMKHI ) TEHOTUIIBI COOTBETCTBeHHO reHa CHRNBI.
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Pucynox 3. Kpussble uiroopecueHiuy, HAeHTHQUIMPYIOLUE TeTePO3UTrOTHLII TeHOTHII —
myTaHTHBIH ranjiorun AHC 8 CHRNB1
Figure 3. Fluorescence curves identifying heterozygous genotype — mutant haplotype AHC in
CHRNBI gene
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Pucynok 4. Kpusble ¢uiroopecuenmy, uieHTuGUUIUpyomme roMo3uroTubiii (quxmii) renorun CHRNBI1
Figure 4. Fluorescence curves identifying homozygous (wild) genotype CHRNB1
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[Ipr TEHOTHIUPOBAHWM WCCICAYEMON TPYIIBI KABOTHBIX YCTAHOBIICH IOJUMOPGU3M T'eHa
FMO3, npeacraBiieHHbIM TpeMsi BapuaHTaMH €HOTHIIOB: TOMO3UTOTHBIM MO MYTaHTHOH aytenu (XX),
retepo3urotTHeiM 1mo MyTanuu (RX) u romosurotasM (RR) mo mukoii amnenu. Kpusbie diyopecrennumy,
MIOKa3bIBAIOIIME Pa3HbIe BAPUAHTHI T€HOTHUIIOB MPEACTaBICHBI HA PUCYHKAX 5-7.
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Pucynok 5. KpuBble iroopecueHuMH, HAEHTH(YUIMPYIOUIHE TOMO3UTOTHBIN FeHOTHIT
10 MYTAHTHO# ajieau rena FMO3 (XX)
Figure 5. Fluorescence curves identifying homozygous genotype for the mutant allele of the FMO3

(XX) gene
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Pucynox 6. Kpusble uiroopecueHuu, nieHTHGUIMPYIOLIYE FeTePO3UrOTHbII reHOTHII
10 MYTAHTHO# ajiean rena FMO3 (RX)
Figure 6. Fluorescence curves identifying heterozygous genotype for the mutant allele of the FMO3
(RX) gene
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Pucynok 7. KpuBbie ¢uiroopecueHnum, nieHTUGUINPYIOIINE TOMO3UTOTHBIN (IMKHMI) TEHOTHII FeHa
FMO3 (RR)
Figure 7. Fluorescence curves identifying homozygous (wild) genotype FMO3 (RR) gene
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YacToThI TeHOTUIIOB TI0 pa3HBIM MYTalHsAM MpeCTaBIeHb B TabmIe 1.

Tabnuna 1. KosmnyecTBo HocHTe1eli M 4aCTOTHI pacnpe/e/ieHUsl TeHOTUIIOB NOJUMOp¢HU3Ma reHOB
PIRM/UBE3B (AH1), CHRNB1(AHC), FMO3 (n=135)
Table 1. The number of carriers and distribution frequencies of genotypes of polymorphism of the
PIRM/ UBE3B (AH1), CHRNB1 (AHC), FMO3 genes (n=135)

YacroTa pacnpeejeHus ajie-
I'annorun/ YacroTa pacnpejeneHusi FeHOTUIIOB / N
N aeii / frequency of allele
Haplotype frequency of genotype distribution distribution
AA | AN | NN A | N
AHI1 (tom.) /
AH1 (heads) 0 23 112 0,085 0,915
% 0 17,0 83,0 8,5 91,5
AHC (rom.)/
AHC (heads) 0 3 132 0,011 0,989
% 0 2,2 97,8 1,1 98,9
FMO3 (rom.) /
FMO3 (heads) 2 4 129 0,03 0,97
% 1,5 3,0 95,5 3,0 97,0

ITpumeuanue: AA — MyTaHTHBIN TOMO3UTOTHBIHM reHOTHI, AN CreTepo3uroTHbIN reHOTHII,
NN — TOMO3UTOTHBINA JUKWAN TEHOTHI; A — MyTaHTHBIN ajienb, N — IUKUH aljienb

Note: AA — mutant homozygous genotype, AN — heterozygous genotype,

NN — homozygous wild genotype; A — mutant allele, N — wild allele

[To uToraM reHOTUNMUPOBAHMSI YACTOTAa MyTAHTHOTO ajuiens o ramtotuny AHI coctasuna 0,085;
no ramotunty AHC — 0,011; mo FMO3 — 0,03 (tabin. 1). Takum oOpa3zom, B UCCISAYEMOH TOITYJISIIHHA
MPUCYTCTBYIOT QJIIENH cpa3y TPEX BPEIHBIX MYyTAlWH, BHI3BIBAIONINX CHIDKCHHE (EPTHUILHOCTH CKOTa,
BPOXXJIEHHBIH MHOXECTBEHHBIA apTPOTPHUIINIO3 M HEXeJlaTelIbHBIA MPU3HAK — PHIOHBIN 3amax B MOJIOKE.
Hamubomnee BpICOKas 9acTOTa MyTaHTHBIX aJUIeNICH YCTaHOBICHA AJIS TAIUIOTHIA (DEPTHIHBHOCTH alpIINp-
ckoro ckora AHI u cocraBuna 17,0 % ckpeiTbix HocuTened. KoauuecTBo UBOTHBIX, UMEIOIIUX MYTa-
uH, ObII0 32 TOJOBEL, 9TO cocTaBmwio 23,7 % OT mccineayeMoro moroioBssa. Kopo, nmeromux mo 2 u
0oJiee MyTaHTHBIX aJIJICITH OJJHOBPEMEHHO, HE BBISIBIICHO.

OO0cyskneHne NOJIy4YeHHBIX Pe3yJbTaToB.

CXOJHBIC C HAIIUMH UCCIICTOBAHUSIMY JTAHHBIC TOIYYCHBI TIPU M3YYCHUHM CKOTa alpIIUPCKOM 10-
ponsl B deThipéx obmactsx IlentpansHoro u Ceepo-3amagHoro pernoHoB Poccuu, y KOTOpBIX ObLIa
YCTaHOBJIEHA CPEAHAA YacTOTa JaHHOTO ramiotuna no mnopone — 16,4 % (I'mageips E.A., 2019). Yactora
BCTpeyaeMocTH ramiotuna AHC u3ydeHa y abepAnH-aHTyCCKOW TIOPOJBI CKOTa OT€YECTBEHHBIX IOMYJIst-
i 1 cocraisuia 0-0,99 % cpeau xopoB u 0-1,06 % — cpenu 6s1koB (Konoranosa E.H. u Koctionuna O.B.,
2019), uto MeHblIIe, YeM B HalleM ucciegoBanuu — 2,2 %. I1o aurepaTypHbIM JaHHBIM U3BECTHO, YTO MY-
tanus FMO3 Bctpevanachk 10BoJIbHO YacTo (q=0,155) y KMBOTHBIX alpIIMPCKON TOPOJBI KPYITHOTO PO-
raToro ckora yxe ¢ Hadana 2000-x romoB (Lundén A et al., 2002). B momysiuu mBeackoro KpacHOro
CKOTa 4acToTa BCTPEUaeMOCTH MyTaHTHOTO ajuiens reHa FMO3 nocturaet 14,0 % (I'maneips E.A., 2019),
YTO 3HAYUTEIILHO OOJIBIIIE, YeM B HalleM ucciaeaoBanuu — 3,0 %.

3aki0ueHue.

[To pe3ynpraTam HCCIIEIOBaHUS MOXKHO CHENATh BHIBOJ O HAKOIUICHWH T€HETHUECKOTO Tpy3a B
U3y4aeMOoi TOMyJISAIUUA alpIIUPCKOTO CKOTa MO TPEM MYTAHTHBIM TeHaM ¢ 4actoTou 23,7 %. [amiorun
AHI B UBE3B ycraHoBieH ¢ yactotor Bcrpedaemoctr 17,0 % (23 sxuBotHBIX 13 135); rammiotun AHC B
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CHRNBI — ¢ gactoroii 2,2 % (3 rou. u3 135). YacToTa rOMO3UTOTHBIX TEHOTUNOB TI0 MyTarwu B FMO3
cocrasmia 1,5 % (2 ron. u3 135), a rerepo3urotssix 3,0 % (4 ron. uz 135). JlanHble pe3yabTaThl MOKa3bl-
BAIOT, YTO JUIS JJMMHHAIMH BpPEIHBIX MyTanuii TpeOyercsl celeKIMOHHAas paboTa, HalpaBlieHHas Ha
JajbHelIIee BhIIBICHUE HOCUTENICH MyTaluu, B IEPBYIO odepelb OBIKOB-IIPOM3BOJUTENCH, a TakkKe KO-
POB, HX BBIOPAKOBKA M KOPPEKIHS 1T0100pa POJUTENBCKUX TTap.
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