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I'eHeTnueckasi npUpPoOIAa HACJEICTBEHHBIX 00/1€3HelH KPYNIHOT0 POraToro cKOTa u
MOJIEKYJ/ISIPHO-TeHeTHYEeCKHE MeTOAbl UX INATHOCTUKHU

B naHHOW cTaThepaccMaTpUBAaeTCs POJb TOYCHHOW MYTAIIMH B STHOJIOTUU HACIEJCTBEHHBIX OOJE3HEHW KPYITHOTO
poraToro Ckota, aBTOpaMu s aerekiuu reHermdeckux aedekror BLAD, BC, CVM,DUMPSy 1uieMeHHBIX OBIKOB-
MPOM3BOAUTENEH OBUT MCIONB30BaH METOH IONMMepasHoi mermHod peakuuu U I1JJP® amammza. YcraHOBIEHO, YTO
IJIeMEHHBIE OBIKH OT€YECTBEHHON CEIEKIINH SBIISIOTCS CBOOOTHBIMHU OT BPEIHBIX TEHETHICCKUX MYTAIllHH.

Knroueswie cnoea: 111P, pectpukuus aMmioudukara,, IeKTpodope3 JeTaabHas ayTOoCOMalbHas PelleCCHBHAS
mytauusi, BLAD, Citrullinemia, CVM, DUMPS.

Y.S. Ussenbekov, K.JZhumanov, V.Terletskiy
Genetic nature of hereditary diseases cattle and molecular genetic methods of diagnosis

This article discusses the role of a point mutation in the etiology of hereditary diseases of cattle, the authors for the
detection of genetic defects BLAD, BC, CVM, DUMPS in tribal sires was used polymerase chain reaction and RFLP
analysis. Found that domestic breeding bulls are free from harmful genetic mutations.

Keywords: PCR, restriction amplificate, electrophoresis lethal autosomal recessive mutation, BLAD, Citrullinemia,
CVM, DUMPS.

E.C. Ycenbekos, K. K. XKymanos, B.I1. Tepnenxmii
Ipi kapa MaJBIHAAFBI TYKBIMKYAJAYIIBUIBIK AYPYJIAPBIHBIH T€HETHKAJIBIK ce0enTepi :KoHe o1apabl
0asiayIbIH MOJIEKYJIAPJIbIK-TeHeTHKAJBIK d/1icTepi

Aranran Makanaza ipi Kapa MaJblHAa TYKBIMKYalayIIbUIBIK aypyJIapAblH Haiaa O0TysIHIa HYKTEIIK MyTaIllUsSHBIH
MaHBI3XBl KapacTBIPBUIFAH, aBTOPJIAP achUl TYKBIMIBI OyKalapJa TEeHeTHKAIbIK KemTapibikrapas, BLAD, BC,
CVM,DUMPS anbIKTayFa MOIMMEPa3AbIK Ti30€K PEaKIHACHIH KOHE PECTPUKINUIBIK (hparMeHTTEp Y3bIHIABIKTaPHIHBIH
nonumopdusmin naigananrad. OTaHABIK ackll TYKBIMIBI OyKanapaa 3usiHIbl EHETHKAIbIK MYTalHsIapAblH JKOK
€KCHJIIr aHBIKTAJIFaH.

Tyitin co30ep: I1TP, amnnudukaTThl pecTpUKLIUSIIAY, , SIEKTPOGOpe3 JIETalnbll ayTOCOMAIB/BIK PELECCUBTIK

mytanus, BLAD, Citrullinemia, CVM,DUMPS.

B Hacrosmiee BpeMss B Halled  CTpaHe
JKHBOTHOBOJICTBO SIBJIICTCS BEAYIIEH OTPACIbIO
CEITbCKOXO03HCTBEHHOTO MIPOU3BOJICTBA,
[TOCTABIMKOM IICHHBIX TMPOIYKTOB IMHTAHUS IS
YCJIOBCKA U ChIPbA NJIA NPOMBIINIJICHHOCTH. Bwmecte
C TEeM Bce yalle MPOSBISIIOTCS IIPU3IHAKU
TeHETUYECKOW DHPO3MM - HAKOIUIEHUS Tpy3a
BPEIHBIX pEIEeCCUBHBIX MyTauuid. Ilpu s3TOM
CHIDKAIOTCS BOCIPOU3BOIUTENBHAS CIIOCOOHOCTh U

IJIOAOBHUTOCTD, JKH3HECIIOCOOHOCTh
HOBOPOXICHHBIX W MOJIOAHSAKA, PE3UCTCHTHOCTD,
IPpOAOKUTCIIBHOCTD XO3SMCTBCHHOI'O

WCIIONB30BAHUSl KUBOTHBIX, YTO OTPULIATEIHHO
BIUSET HA PEHTAa0EeNbHOCTh TPOM3BOACTBA. Y

KPYyIHOTO  pOratoro CKoTa BbISIBIeHO 43
TCHETHYECKUX  Je(EeKTOB, IMpH KOTOPHIX B
HacTosIee pa3paboTaHbl  MOJIEKYJISPHO-

TeHETHIECKUE METOIBI THArHOCTUKH [1,2].
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BLAD-
(BovineLeucocyteAdhesionDeficency)nedurmr
aJre3uu JIEHKOLIUTOB, HaCJIeACTBEHHAS
ayTocOMaJbHas pereccuBHas OornesHs,
o0ycioBIeHHAS TOUYCHHOU MyTaruen B
KOJUPYIOLLEH 4acTH reHa CD18,

KOHTPOJIUPYIONIETO CHHTE3 TJIMKONPOTeWaa -
WHTETPUHA, WIPAIOMIETO OOJBIIYyI0 pPOIb B
peryasTopHON (yHKIMU JEHKOIUTOB. DKCIPECCHUs
B,  —unHTerpuna TpeOyer MEKKJIETOUHOH
accommmann  cyopenuann; CD11u C18, omnHako
ToueyHas MyTarus B 383 monoxenuu rema CD18
3alperiaeT NoA00OHYI0 acCOLHUALUIO U3-3a 3aMEHBI
acraparvHOBOM  KHMCJIOTBI Ha [JIMOUH. bbul
BEJICTICH W3 TEHOMHOW OHONMOTEKH KPYITHOTO
poratroro ckota reH koaupyrommii CDI18-
TJIMKOMIPOTEHT U OTIpeieieHa TOCIeI0BaTeIbHOCTh
9TOTO reHa. Y CTaHOBIIEHBI IB€ TOUYEUHBIE MyTalllN
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B Komupytomeit dactu rema CDI18 y kpymHOro
poratoro ckora B nonoxenusax 383 A-G, u 775 C-
T. Bropas wMyrtauus okazajgach MoJYalie, a
nepBas u SIBJISIETCA MPUYHUHON 3TOM
ayTOCOMAJIBHON periecCHBHOM Oone3Hu[3].

CVM - (Complexvertebralmalformation),
KOMIUIEKCHOE  YPOJACTBO  TO3BOHOYHHWKA Y
KPYITHOTO  pOraTtoro CKOTa, Kak JieTaJbHas
ayTocoMalbHas pelecCHBHas  HacJeICTBEHHas
Ooxne3np BHepBble Obuta ommcaHa B 2001 romy
amepukanckuM  yueHeIM  Agerholm J.S. Ten
SLC35A3, komupyromuid cunre3 UDP- N -
acetilglucosaminetransporterpacronoxxer Ha 3
XpomocoMme, pazmep reda 58582 nap HyKJI€OTHIOB.
B pesyinbrare [OaHHOM MyTaluMu IIPOU30LLIA
3aME€Ha aMMHOKHCIOTBl B COCTaBe IENTHAA B
rozunnu 180 BanmHa Ha peHmnananud [4].

BC (Bovine Citrullinaemia) - 3T0 BpOXICHHOE
HapylmeHne oOMeHa BEIIEeCTB Hu3-3a JeduuuTa
(depMeHTa NHKIIA MOYECBHHBI, apTHHUHCYKIWHAT
cuntetasbl (L-citrulline:L-aspartate ligase). Ota
Oosie3Hp OblTa BOEpBBIC OMHUCAaHA y JIFOACH, HO
OTHOCHTEIFHO HETaBHO YCTAaHOBJIECHA Y MOJIOYHOTO
CKOTa ABCTpajuu. AHalIU3 IMOCIEI0BAaTEIbHOCTH
resa ASS mokazan, yTto HykiaeotumHas 3amena C
Ha T sBAsSeTcs NPUYUMHOM TOYEUHOH MYTALUU Yy
KpYITHOTO pOraTroro ckota. V3BecTHOo, dYTO Yy
KHUBOTHBIX Hocurenedi Mytamuu  Citrullinemia
ncye3aeT CalT PeCTPUKLNHU I SHAOHYKIIea3blAva
Il u saror momumopdusm ucnonb3yercs ans [P
JTUArHOCTHKH.
JedunurapruHUHOCYKITHHATCUHTETA3bI
00yCIOBIICH HaJu4ueM reHa ASS,
JoKanu3oBaHHOro Ha 11-ii  xpomocome, B
HNENTUIHOM MPOAYKTE KOTOPOTO MPOHCXOIUT
3aMeIIeHne aMUHOKHUCIOTH Arg 86, BcieacTBue
YEero yTpauyuBaeTCsl €ro akTUBHOCTH[S].

DUMPS
(Deficiencyofuridinemonophosphatesynthase),
SIBIIICTCS CMEpTENBHBIM HACJIEJICTBEHHBIM
ayTOCOMHO-PEIIeCCUBHBIM paccTporcTBOM
KpYITHOTO poraToro CKOTa, KOTOpoe
COIPOBOXIACTCS AIMOPHOHATBHOW CMEPTHOCTBHIO B
epro;, MMIUIAaHTAlMd B HAYaJlbHOW CTaaWU
crenpbHOCTH y KOpoB. 'en UMP nokanuzoBan Ha |
(q31-36) xpomocome, umeer anuHy 65 062 map
OCHOBaHWIA, ayTOCOMAJIbHAS pelleCCHBHAsA OOJIC3Hb
BO3HHKJIA B pe3ylbTaTe TOYEYHOH 3aMEHBI
nykieoruna G-T komona 405 sk3ona 5 rena UMP.
Y 310pOBBIX XHUBOTHBIX (KHBOTHBIE C JUKAM
THATIOM aJUIeNi) aMIDTUGHUITHPYEeMBIH  (pparMeHT
HMeeT CalT peCcTPUKIUH Ui PEeCTPUKTa3bl

Aval(CYCGRG), tne Y - Tum C,aR - A wi G
HYKJICOTHIIBI W aMIUTU(UKAT PEKETCS Ha TpU
(parMeHTa, y TeTepO3UTOTHBIX KUBOTHBIX YETHIPE
(parMeHTa W TOMO3WTOTHBIX JKMBOTHBIX JBa
(dbparmenTa, Tak Kak HCYE3aeT CaWT PECTPUKIIUAU
1ist pectpukTasbl Aval [3].

HacnenctBennpie 00J€3HN KPYIMHOTO POTaToro
ckota:BLAD,CVM,BCu  DUMPS SIBIISTIOTCSI
CJICJICTBHEM TOYCYHOW MYTallUd B KOAMPYIOIICH
yacTH cooTBeTcTBYromMX reHoB CD 18,SLC35A3,
ASSu UMP. MHcnonp3oBaHHe MOJIEKYISIPHO-
FEHETUYECKUX METOAOB  JETEKIHH TOYCUHOM
MYTalliU MTO3BOJISIET B TeUCHHE 4-5 4acOB BBISIBUTH
TeTePO3UTOTHBIX W TOMO3HWTOTHBIX HOCHTENeH
MyTalid. B CBsSI3U BBIMICH3JIOKCHHBIM IIE€PE]T
HamMu ObUTa TMOCTaBJIieHAa 3ajlaya  IOCTaBUTh
texHoyioruto [I[IP aWarHOCTHKM TEeHETUYECKHUX
JIe(EKTOB Y MIICMEHHBIX OBIKOB-TIPOU3BOIUTEIICH.

MartepuaJibl U METOAbI

HccnenoBanust npoBOAUIUCH HA 67 MIEMEHHBIX
Opikax-mipomsBoauteneit AO «Acweui-Tynuk» u Ha
43 opkax TOO «Acku» B y4eOHO-Hay4YHO-
muarHoctudeckord naboparopum  Kaszaxcrancko-
Snonckoro mHHOBaNMOHHOTO LeHTpa Kazaxckoro
HaIlMOHAJTBHOTO arpapHoro yHuBepcureTa. B
KauecTBe MaTepuaia s HCCIEJOBaHUS ObLIN
WCTIIONIb30BaHbl 3aMOPOKEHHBIE CHEPMBI OBIKOB-
npousBoauteneil.C  [ENpl0  ONTUMHU3AINH |
BhIesieHust Oonee kayectBeHHOH THK u3 criepmer
OBIKOB-TIPOM3BOJIUTENIEHl HAaMHU OBUT HCIOIB30BaH
CIoco0 TpenBapuUTEIBLHOW OO0pabOTKH  CIIEPMBI
CleIyomuM 00pa3oM: BHOCHIN B mpooupky 200
MKJI ~ CIIepMBI, 3aTeM Jo0aBmsuin 1 o
nusupytomero Oydepa, umetomuii cocrtaB 100
MMTpuc, 20 MM D/ITA, 10 mMNaCl, pH 8,0 u
nepememmBanu B TeueHue 30 cekyHA, nainee
uenTpudyruposamu npu obopore 10000 o6/MuH B
teueHne 5 MuHyT. llocie uentpudyrupoBanus,
cycrienaupoBanu ocanok B 500 mxn Oydepa: 100
MMTpuc, 20 MM S/TA, 10 mMNaCl, pH 8,0 u
no0aBisn 8§ MK 2-MEpKalTodTaHoda.  3aTeM
MepeMEIINBAIA Ha BOPTEKCE B TeUCHUE | MUHYTHI
u ocraBnsim Ha 30 MHHYT TpM KOMHATHOU
temnepatype. [loaroToBIeHHyI0 TakUM CITOCOOOM
cMmech B xommuectse 100 MKJI MCIIOJIB30BAIA IS
Beytenenust JIHK ¢ momombsto Habopa «IHK cop6-
B» cornacHo HHCTPYKITHH.

[TonmmMepasHyto HENMHYI0 PEaKIHI0 MTPOBOIMIN
Ha tepMmouukiepe «Tepuuk». [lns BbISBICHUS
nonmumop¢uzma resa CD 18 MBI ucnonb3oBain
crleayonme npanMepsl: F 5'-
AGGCAGTTGCGTTCAATGTGA - 3" u R 5'-
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CCGACTCGGTGATGCCATTGA- 3, reHa

SLC35A3annens  cneuuduyueckue  mpaiMepsl
CVM - G, F 5’-
CACAATTTGTAGGTCTCATGGCAG- 3" =u
CVM - T F 5’-

CACAATTTGTAGGTCTCATGGCAT- 3' u R
5’- CGATGAAAAAGGAACCAAAAGGG -3.
s TIHP amammza mo nokycam  DUMPS,
Citrullinemia kpoMme CyIIECTBYIOIIMX HpaliMepoB,
MBI paspaboTtanu IU3aiiH COOCTBEHHBIX
mpaiimepoB. Tak, g aMmIugHUKAIUMN ydacTKa
rena ASS (Citrilumenia) npsmoiinpaiimep Usen-1,
5’- AAGGAGTTTGTGGAGGAGTTCAT -3' u

00paTHBIIA mpaitmep Usen-2, 5-
GAGACACATACTTGGCTCCTTCTC -3".
Hcnonp3oBanue naHHOrO Habopa TmpaiiMepoB

MMO3BOJISIET aMILTU(UIINPOBATh (parMeHT TeHa
ASS gmuuoi 151 mH. M mocine pECTPUKLUHU
noiy4yaeM ¢parMeHThl pazmepamu: 58, 93 u 151
ILH.

3apyOekHbIE YUCHBIC I ACTCKIIUH TOYCTHON
mytauuun DUMPS wucnons3oBanu mpaiimeps: F
5’-  GCAAATGGCTGAAGAACATTCTG -3' u
R 5 — GCTTCTAACTGAACTCCTGGAGT--3",
npu 3ToM JyuHa amruidukara Osma 108 m.H.,
nocje pecTpukiuy Obitr 63HAB 52, 56 u 108 m.H.
Hamm Opumm paspabortansl mpadimepsl, F 5°-
TGAGTTCAATGTGACATGAGAAAAT -3' u R
5> — ATTACCAATCAATAGGCTTACCTCC-3/,
MO3BOJIAIONINE aMIUTM(UIUPOBATH (parMeHT IreHa
UMP pasmepom 236 mH. W mociae 00OpabOTKH
sHAOHyKIeazoit 82, 154 wu 236 ILH.
Crnemuduryeckre mpaiimMepsl ObIIIM CHHTE3UPOBAHBI
nabopartopueit AppliedBiosystems.

VYcnoBus npoBeleHUs MOJIUMMEPA3HOW LIEMHON
peakiun: nepsblif mar - 94 °C — 5 MuHyT, BTOpOi
war — aeHarypauus npu 94 °C — 45 cek, oTKur
npaiimepoB — 62 °C 45 cek W 3JIOHTANHS TIPH
temnepatype 72 °C 45 cex. O6beM peaknMoHHON
cmecn Obi1 50 MK, WMEIOMIHNA CIEIYIOIUI
cocraB: 5 Mk 10 X 6ydepa mua IILP, 1,5 MM
MgCl,, 2,5 Mk 25 MKM mpsiMoro u oOpaTHOTO
mpaiimepoB, 5 Mxn 0,2 MM KOHUIEHTpauuu
kaxgoro dNTP, 0,5 ™k ¢depmeHTa
TaqgPolymerase ¢ aktuBHOCTBIO Su/pl, 5 Mk JJHK
1 26,5 MKJI JUCTUIMPOBAHHOU BOJIBI.

B HacTosIee BpeMs MOJIEKYJISIPHO-
TEHETUYECKHE OCHOBBI TI'€HETHYECKUX Je(eKToB
KPYIIHOTO pPraroro CKOTa JOCTaTOYHO XOPOIIO
W3Y4YEHbl, Ha OCHOBaHMMATHUX HCCIIEOBAHUU
pa3paboTaHsl METO/BI JUarHOCTHKH
HacJIeCTBeHHbIX 3aboneBaHuil. [lo wu3yyaembIm
HaMHU JIOKycaM, W3BECTHBI MECTa JIOKaJIM3alUu
ICHOB, KOAMPYIOLIMX CHHTE3 COOTBETCTBYIOILETO
NEeNTUAA, [apaMeTpbl TE€HOB, IN€ M B KaKOH
MO3UIMM TPOU30LIIA TOYEYHas MyTalus UT.J
(Tabmuma 1).

OOBIUHO 17151 BBIABICHUS 3[OPOBBIX JKUBOTHBIX
U reTepO3UTOTHBIX HOCHUTENEH MPOIYKT
aMIIMQUKALUN  [OJABEPraeTcs  PEeCTPUKIHH.
l'opuzonTanbHBIN AeKTpOdOpe3 MPOBOIWIHA B 3
%arapo3nomMm reine: Hanpsbkerue 180 B, cuia Toka
150 MA, mourHOCTs 50 BT M npoIomKUTEIBHOCTD
45-60 munyTt. s BuU3yalu3alMM pPe3yJIbTaTOB
anexTpodopesa HCIIOJIb30BAIN reib
JOKYMEHTHPYIOIIYIO CHCTEMY.

Tabauna 1 — ['eHeTnueckue neeKTsl y KPYITHOTO pOraToro CKOTa M MX XapaKTepUCTHKA

OCHOBHBIE TTApaMETPHI HazBanue remeTudeckoro nedexra

BLAD CVM DUMPS BC
HazBanue rena CD 18 SLC35A3 UMP ASS
Jlokanm3anus reHa Xpomocoma 1 Xpomocoma 3 | Xpomocoma 1 (q31-36) | Xpomocoma 11
Pa3smep rena 37901 n.H. 58582m.1. 65 -062 m.H. 67 600 m.H.
3aMeHa HyKJIeOTHIa B ITO3uIMK 383 A | B ITO3UINHU koxoH 405 sx30H5 C- T | xomoH 86 7K30H 5
JIMKHU THD/MyTalus -G 559G-T C -T
CaiiT pecTpUKIHU TaqI— (T/CGA) | Pst1-— Aval- (C/YCGRG) Avall -
9HJIOHYKJIea3bl (CTGCA/G) (GG/WCCQ)
310pOBEIC TOMO3UTOTHBIE | A/A G/ G C/C C/C
I'eTepo3uroTHbIe A/G G/T C/T C/T
HOCHTEIIN
I'OMO3UTOTHEIE HOCUTENHN G/G T/T T/T T/T
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Pe3ynbTaThl U UX 00CyXKAeHUE

Hamu Bcero mportectupoBansl 110 KUBOTHBIX,
B ToM uncie 67 ronoB AO «Acsui-Tynux» u 43
romoBel TOO «Acwkur»y. Ilo pesympraram [P

JAUarHoCTUKN BBISIBJICHBI OAHUH GI)IK-
MIPOU3BOANTENb reTepO3UTrOTHBII HOCHTEIh
BLAD CHUHJIpOMa, KJIMYKa -

Winstonuagusuayanbhbiii - Homep  03.53079619
nopoAsl repedopny W ABa  Oblka  OKa3aJlUCh
rerepo3uroTHeiMu  HocutemsiMu CVM, Tak OBIK
CM-R-Run-Morty-Jacson-Et,  HHIUBUIYyaTbHBIHI
Homep 1HOO08415, rommruHCKON YepHO-TIeCTpoi
moponbin  BTopoe  kuBoTHoe  Schu-Lar-3T
UHIUBUAYaIbHBIM  HOMep 42791092 mnopoms

JlutrepaTtypa

repedop. Huskyto 4acToTy MyTaluu
reHeTnyeckux aedexkrtoB mo Jokycy BLAD wm
CVM u OTCyTCTBHE HOCUTENEH TOUCUHOU
myTaruu TeHoB ASS 1 UMP y miteMeHHBIX OBIKOB-
MIPOM3BOAUTENEH MOXKHO OOBSCHUTH TEM, YTO
OCHOBHAs 4acTh HCCIIEAyEMBIX JKUBOTHBIX, OBLIH
MECTHOU Anarayckoi, AyIreKoJIbCKOH,
Kazaxckoit 6emoronoBoii, AymueaTHHCKON MOPOI,
KOTOpBlE B CBOEH pOJOCIOBHOM HE HMEIOT
MpenKkoB, HocuTened Myrtanuu.Ha ocHoBaHuHM
WCCIIEIOBAHNA PEKOMEHJyeM [IJsl HUCKIIOYEHUs
pacnpocTpaHeHHs BpEAHBIX MYyTallMM IPOBECTH
PETYJNSAPHO MOHUTOPHHT IIJIEMEHHBIX JKHBOTHBIX
metonom ITIP-ITJIP® ananu3a.
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