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BBegenmne. CornacHo nHpopMmauyyu AMepukaHckoro carita OMIA — Online Mendelian
Inheritance in Animals y celbCKOXO35IIICTBEHHBIX >XMBOTHBIX B HAacCTosIllee BpeMs
BCcTpeualoTcs: 1842 HaclienCTBEHHBIX aHOMalIuM, KOTOpble COINPOBOXKAAKTCS CHUKEHMEM
KM3HECIIOCOOHOCTM MPUILIONA, SMOPUMOHAIBbHOM CMEPTHOCTbIO, POKAEHMEeM IpUIIofa C
pa3IMUYHBIMM  YPOACTBAMM ¥  HAHOCUT  3HAUUTENbHBIA  SKOHOMMWYECKMII  yInepo
KMBOTHOBOACTBY. KonmuecTBo reHeTMYeCKUX 1e(dEeKTOB y KPYITHOTO POraToro CKOTa JTOCTUT
1o 695 v HabmogaeTcss TeHAEHIVS YBEJIMUEHYST BPeIHBIX MYTal, 0COO€HHO y IJIEMEHHbIX
KMBOTHBIX B pe3yJbTaTe BBICOKOTO YPOBHSI MHOPUAMHIA, MHTEHCMBHON cenekuuu. B
HacTosIee BpeMs XOpOIIO pa3paboTaHbl METObI AMAarHOCTUKM TeHEeTUUeCKUX 1edeKTOB Y
KPYIIHOTO  pOTAaTOr0 CKOTa MOJIOYHBIX TIOpPOJ, TOJIITUHCKOV, CUMMEHTaIbCKOIA,
JI>KepCemCcKoM, anpIimMpcKkon MMopos, Y KPYIIHOIO pOraToro CKOTa MSICHBIX ITOPOJ, 4acTO He
MIPOBOAMTCS MArHOCTMKA HAC/IeICTBEHHbIX aAHOMAaauMM WM3-3a OTCYTCTBUSI AOCTYITHBIX
MOJIEKY/ISIPHO-TeHe TUUEeCKUX MEeTOJIOB AMarHOCTUKM.

Takum 06pa3oMm, y KPyITHOTO POraTOTO CKOTa MSICHBIX 3aperMCTPUpPOBaHbI CAeAyIoliye
reHeTuueckue aedextoi: Hypotrichosis (HY), Dilutor (DL), Idiopathic epilepsy (IE), Maple
Syrup Urine Disease Free (MSUD), Mandibulofacial Dysostosis (MD), Delayed Blindness (DB),
Developmental Duplications (DD), Arthrogryposis Multiplex (AM), Osteopetrosis (OS),
Double muscling (M1), Arachnomelia Syndrome (AS), KOTOpble BO3HMK/IM B pe3yabTaTe
TOUYEUHOI MyTaluu, AejJelu WIXM MHCePLM B 93KOHHBIX YACTSIX COOTBETCTBYIOUIMX T€HOB
[1].

leHeTuueckas aHomanus Hypotrichosis (HY) BO3HMK y KpYIHOTO pOTaTOro CKOTa
repedopackoii mopoabl B pesynabraTe genennn (c.334delTGTGCCCA) B Kogupylolieit 4acTu
reHa KRT71. Ectb uHpopMalus, uTo reHeTnueckuit aedexr HY BcTpedaeTcs y KPYITHOTO
poratoro ckoTta Toponbl repedopn. CnemoBaTeslbHO, MOHOT€HHAas! TPUYMHA ITOMA
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crienipmyHoI 17151 repedopackoii mopoasl popmbl HY y KpyImHOTO poraToro CKoTa JoKa3aHa
[2,3]. B n#pyroii paboTe  ONMMCHLIBAIOTCS  KIMHUYECKNME, TUCTOIATOJIOTUYECKHE,
Tpuxorpaduueckue 1 TeHeTMUeCKMe pe3yabTaTbl BpoxkaeHHOro rumorpuxosa (KRT71),
Hab/momaeMoro y TensiT repedopckoit Mmoponbl. Buoricusi Koxku Ojsi TMCTOIATOIOTUM,
o6pasibl BOJOC JIsI TPUXOTPAMMbl ¥ 00pasibl KPOBU [JIsSI TE€HOTUIIMPOBAHUS OBLIU
TTOJTyYeHbI OT ITOPasKEHHBIX ¥ KOHTPOJIbHBIX TEJSIT, a TAaKKe ObIKA-0TIIA M KOPOB-MaTepeit. Y
MopakeHHbIX JXMBOTHBIX HAOIIOAANMach CBETIO-KOPMYHEBasl MIePCTb C PEeIKUM, TOHKUM,
BBIOIIMMCS WM TIYIIUCTBIM BOJIOCSIHBIM ITIOKpoBOM. [HK AHanmi3 mnopTrsepania, 4TO
TUIIOTPUXO3HbIE TeIsITa ObUIM TOMO3UTOTHBIMM 110 MyTanyuu KRT71, B To BpeMsI Kak OOuH
KOHTPOJIbHBIN TeJeHOK, ObIK ¥ KOpPOBBI ObUIM TeTepO3UTOTHBIMU HOCUTENSIMU. Takum
00pa3oM, BPOXKIEHHBIV TMIIOTPUXO03 Yy KPYITHOTO POTAaTOro CKOTa repedOpAcKOi MOpPOIbI
SIBJISIETCSI Pe3yJIbTaTOM 8 HYKJIeOTUIHOI nenenuu B cocrtaBe reHa KRT71 ¢ KiIMHMUYECKUM
NposiBjieHeM B Bue QOTUKYAIPHONM auctiasum [4].

Marepuanbsl U MeTOAbI MCCIeaoBaHMs. B KauecTBe Mmarepmasna AJjs MUCCAeIOBaAHUS
ObLIM MCII0Ib30BaHbl 3aMOpPOKEHHbIe 00pa3Iibl KPOBM KOPOB, OBIKOB ITPOM3BOAUTENEN U
MOJIOIHSIKA Ka3axCKOJ 6eI0ro10Boii, KaJIMBILIKO, ay/IMeKOoIbCKOI TTOPOI, CAaHTarpeTpyaa us
KPECTbSIHCKMX  XO3SMCTB. Boimenenme reHomHoM JIHK m3 3aMOpoXkeHHOW KpOBU
MPOBOAMIOCH  KIacCMYeCKuM  (eHONbHbBIM  MeTomoM. [l  AeTeKuuu  HOCUTeNei
Hypotrichosis 6wtV 1CIIONMB30BaHbI CAeAyIOMMe TpaiiMepsl: obmiero mnpsimoro HY F
CGGAAGTCGGAGCCTTTACA u obparHoro mpaiiMmepa Ajsi JMKOTo Tui ajienu reHa KRT71
RN ACGCACTTTCTGGATCTCGG, obpaTHOro mpaiiMmepa Ajisi MyTaHTHOTro Tuma auienn HY
RM CCAGGTCAGTTGGGCACAT, pa3mep ammuindukaTta O HOPMaJIbHOTO TOMO3UTOTHOTO
reHoTumna 259 m.H. [Iyig reHOTUNMpoBaHust BapmaHTta myrtauuu p.Ala612Glu B yactu reHa
PMEL 6butn mcrnonb3zoBaHbl mpaiimepbl: F: 5-AGCCAGGATCAAGACCAAG -3' u R- 5-
GATAGCTGTTAAGTAAGTGG -3' (pasmep d¢dparmeHTta 463 m.H.). [jas ugeHTUdUKALMS
anneneii rena PMEL ucrnonbs3oBaHa pectpukrasa Blpl, ¢ caiitom pectpukinm G/CTNAGC, rae
N coorBercTByeT HykiaeotTugam A,G,C,T, mocie pecTpukuuu pectpukrazoit Blpl B
3aBUCMMOCTY OT T€HOTHIIa 00pa3yloTcs pparMeHThl: 463 I1.H., 319 1.H., 144 n.H.

PesynbraThl ucciegoBaHus. [ pa3paboTKU MOJEKY/ISIpHO-TeHEeTUUEeCKMUX CII0C000B
IMATHOCTUKY TeHeTMYeCKux AedeKTOB HeoOXOoaMMO MMeTh MH(POpMAIMI0 O TeHeTUYeCKOi
MIPUPOJEe HACTeICTBEHHbIX aHOMAINM Y MECTO JIOKAIM3aly TOYEUYHOM MyTaluy U JeJIeLn.
HeTexkuys reTepo3UTrOTHbIX HOCUTeJen 8 HYKJI€OTUHO Jenenuu
(g.27331221delTGTGCCCA) B uvactu rena KRT71 6bina ocymiectsieHa MeTomoMm TETRA-
PRIMER ARMS-PCR peakuuu. IIpu nucnonb3zoBauuu metoma TETRA-PRIMER ARMS-PCR
peakiuM y TOMO3UTOTHBIX 3[0POBBIX 0CO0eii Ha anmekTpodoperpaMme OOHAPYKMUBAIOTCS
dbparmeHTbl 472 1.H. U 234 1.H., y TeTePO3UTOTHBIX HOCUTEEN BISIBJISIIOTCS TpU parMeHTa
472 n.H., 292 1.H. u 234 1n.H. [IpeumyiecTBOM yYKa3aHHOI'O CIIOCO0a SIBJISIETCSI UCKITIOUeHe
MCIIOTb30BaHMS PECTPUKTA3bl IJiI UAeHTUPUKALMU OUKOTO M MYTAHTOTO TUIIOB ajuiesiei
redHa KRT71.

B HacTosi1ee BpeMsi U3BECTHBI JIBe TOYeUHble MyTaluu B yactu resa SILV (c.64A>G) u B
yactu reHa PMEL p.Ala612Glu, KoTopble acconupyroTcsl ¢ reHeTuyeckum nedexkrom Dilutor
(DL) y KpyITHOTO poraToro ckoTa MsICHbIX Ttopof. B pesyabrate [P nmomyyaem amiindukar
reda SILV pasmepom 434 n.H. [na upeHtudukauum ajeneii reHa SILV Hamm Obuia
MCIIONIb30BaHa 3HAOHYKIeasa Sfcl u Bce 06pasiibl 0Ka3aaMCh TOMO3UTOTHBIMM 3J0POBBIMU
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SKMBOTHBIMM, OOHapYysKeHbI ABa ¢parmeHTa: 244 1.H. 1 190 m.H. Y KPyITHOTO POraToro cKoTa
MHTEHCUBHOCTb OKpaca, MacTy, pa3baBjeHMe MacTy 3aBUCUT OT 3Kcrpeccuu reHa PMEL
(p.Ala612Glu, SNP) u g5 usyyeHus: ypOBHSI T€T€PO3UTOTHOCTU Y UCCAeNyeMOi TOIyJIsSILun
6bL1 Mcronb3oBaH metop ITHP-TIIP® ananmsa. [Tonxyyen amrindukar, pasMepom 463 II.H.
(bparmenTa rena PMEL), ugentudukanms anieneil reHa OCyllecTB/IeHa IyTeM TMAPOJn3a
[MIP mponykra pectpukTtasoit Blpl c caittom pectpukuum G/CTNAGC u y ucciegyeMbix
KUBOTHBIX ObUIM OOHapy>KeHbl TOMO3UTOTHbBIN TeHOTuI, gparmeHTsl 319 m.H., 144 M.H.,
reTepO3UTOTHbIN reHOTUII, pparmeHThI 463 M.H., 319 1.H., 144 1.H.

BoiBoapl. IIpoBefeH reHeTuuyeckuii MOHUTOPUHI Ha Cjlefyloliye HadleLCTBEeHHbIe
3aboneBanusi: Hypotrichosis (HY), Dilutor (DL). ¥V mcciegyeMoil OMYISIMAY KUBOTHBIX He
ObUTM  BbISIBJIEHbI TeTEPO3UTOTHbIE HOCUTENM CKPBITBIX TeHeTUUeCcKux edeKTOB:
Hypotrichosis (HY), Dilutor (DL). OmHako, y BceX MCC/IeIyeMbIX >XMBOTHBIX BbISIBJIEH
reHeTu4eckuit mnomumopdmsm 10 Jjokycy reHa PMEL p.Ala612Glu, KOTOpbIii ObL1
ugenTuduypoad metromom ITIP-ITIP® ananusa. Pa3paboraH, aJibTepHATUBHBIN CIIOCOO
JIleTeKIMM TeTepO3UTOTHBIX HocuTenelt cuHapoma Hypotrichosis meTomom TETRA-PRIMER
ARMS-PCR, rme Yy TeTepO3UTOTHBIX HOCUTeNeil XOpollo BUIHBI ¢dparMeHTbl Ha
anekTpodoperpamme: 472 m.H., 292 n.H., 234 n.H. CiegyeT OTMeTUTb, YTO UAEeHTUDUKALIMS
anneneii rena PMEL, ¢.64G>A SNP nmonmumopdusma mpoBeneHa knaccuueckum ITHP-TIIP®D
MeTogOM. MOXKHO Mperosjaratb, YTO MOIYJSLUMS KPYIMHOTO POTAaTOTO CKOTA JIOKAJIbHBIX
MTOPO/I, Ka3aXxCKO¥ 6e/IorosoBoi, KaIMbILIKOM, ay/IMeKOIbCKOM MTOPO/, YMCTasl, He SIBJISIeTCS
HOCUTENIIMM BpeIHbIX MyTaluu. VIHTepeCHbIMM ObUIM pe3yabTaTbhl TeHOTUTIMPOBAHUS IIO
nokycy rena PMEL p.Ala612Glu, accomypoBaHHOTO ¢ pa3baBieHMeM OKPAaCKM KMBOTHOTO,
yYPOBEHb TeTepO3UTOTHOCTU IO AAHHOMY JIOKYCY ObII BBICOKMM Y KaJMBbILIKOI TOPOABI U
coctaBui 21,3%.
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