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BeepgeHue

CoBpemMeHHOE pa3BUTME OTPAC/N XNBOTHOBOA-
CTBa UMeeT HECOMHEHHbIe AOCTMXKEHUSA B peLle-
HUM NPOAOBONLCTBEHHOW MporpaMmbl. OAHAKO
BO3HWKaeT paj npobnem, CBA3AHHbIX, B YACTHO-
CTW, C LUMPOKOMACLITaBHbIM MPUMEHEHNEM METO-
[l0B UCKYCCTBEHHOI0 OCEMEHEHUSA, MO3BONAIOLLNX
CYLLECTBEHHO paclMpPUTb BO3MOXHOCTU CeNnek-
unn. VickyccTBeHHOe OCeMeHeHWe [aeT OrpoM-
HbliA MONOXMWTENbHbIA 3PEKT, HO NP GeCKOH-
TPONBHOCTU MOXET HaHecTn u 60/bLwoN yuepb
reHooHAy. O6MeH reHeTUYeCKUM MaTepuanom
MeXAY pasHbiMW CTpaHaMun CONPOBOXAaeTcs pac-
NMPOCTPAHEHUEM pa3/IMYHbIX 3ab0neBaHuii, Bbl-
3blBAEMbIX PEAKUMU MYTaLMAMU, BOSHUKW UMM
y BblAalo W nXcsa npegcTaBuTeneii KOMMepPUYeCKnx
nopoj YepHo-necTporo ckoTa [1-5].

eHHble MyTauumW, Kak NpaBuio, 3aTparmeaiT
yuacTtkun AHK, cooTBeTCcTBYIOLWME OGHOMY TEHY.
MoneKynapHblii MEXaHU3M FeHHbIX MyTaLuii CBS-
3aH C BbiNajeHuem, A00aBKOW UM 3aMEHOW Hy-
KNeoTnaos. B pesynbTaTe uMamMeHseTca npouecc
3KCMpeccuy MyTaHTHOro reHa, obycnasnmsaio-
WU N3MEHEHUA BUOXUMUYECKNX N HN3NONOTUN-
YeCKMX PYHKUUIA opraHu3ma.

®eHOTUNNYECKN MYTaLumMa 4yacTo MposBnseT-
csl B (hOpMe BPOXJAEHHbIX YPOACTB (aHOManuii),
CHMKEHUMW XXN3HECNOCOBHOCTH N YCTOWYNBOCTK
K 601€e3HAM, HapyLleHW BOCNPON3BOANTENbHO
yHKuUN. CTeneHb BAWAHWUA MYTAHTHOrO reHa
Ha XXU3Hecnoco6HOCTb OPraHM3ma >XMBOTHOIO
MOXET ObITb Pa3/IMYHON. YacTb FeHHbIX MyTaLuil
BbI3blBAET fleTaNibHbI/ MCXOA Ha pasHbIX 3Tanax

MonekynsapHas v npuknagHaa reHeTuka. Tom 8, 2008 r.

BHYTPUYTPOGHOIro pasBUTUA UNM BCKOPe rMocne
POXAEHUS XXUBOTHbIX.

Mo3ToMy MpOrpeccBHOE BeAeHUe Cenekuu-
OHHOW pab0oTbl TpebyeT HOBbIX METOA0B OLEHKU
reHOTWUMOB BbICOKOMPOAYKTUBHbBIX MAEMEHHbIX
XUBOTHbIX. AHK-AnarHocTmka HacneCTBEHHbIX
3a60/1eBaHWii N03BONAET BbIABAATL CKPbITbIX HO-
cuTenei BPOXKAEHHbIX fe(MEKTOB U, TEM CaMbIM,
KOHTPONMPOBaTb NPOLLECC pacnpoOCTPaHEHNA re-
HeTMYECKUX MyTauuin B monynauum.

MpumMepamMmn Taknx BPOXAEHHbIX aHOMaNUIA,
BbI3blBa L UX 3a0601€BaAHMA KPYMHOr0O poratoro
CKOTa, ABNATCA:

- fedheKT UMMYHHO cUCTeMbl AN aeduunT
neiikouynTtapHoii agresun (BLAD - Bovine leu-
kocyte adhesion deficiency);

- nepmunT PepMeHTa ypuanHMOHOGocHar-
cuHTasbl (DIMAS’- deficiency of uridine mono-
phosphate synthase). JaHHble 3a6oneBaHus
06yCNoBNEHbl TO/KOBbLIMW MyTauuaAMK, Hacne-
LYeMbIMU MO ayTOCOMHO-PELEeCCUBHOMY THWMy.
Bnarogapa oTCYTCTBMIO PEHOTUMMYECKMX MpU-
3HaKoB 3a60/1eBaHMA y reTepo3nroT Habnogaercs
OY€eHb BbICOKAA CKOPOCTb PACNPOCTPaHEHUA My-
Tayui, 4To NPUBOAMUT K 6bICTPOMY HAKOMIEHMIO
MX B NONYNALUN U MOABNEHNIO TOMO3UTOTHBIX, C
(DEHOTUMMUYECKUM NPOABAEHUEM GONE3HU, XU-
BOTHbIX [3-5].

JKOHOMMYECKNI yLepb B pe3ynbTaTe pacnpo-
CTpaHeHUs Takux MyTauuii NPUBOAUT K Heob-
XOAUMOCTW CTPOrOro reHeTUYeckKoro KOHTPOss
MMMNOPTUPYEMOrO MaTepumana.
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Martepuasnbl 1 MeTOAbl UCCeA0BaHNS

O6bEeKT UccneoBaHMs - ObIKM-MPON3BOLUTENN
N NNeMeHHoe A4P0 CeneKLUMOoOHHOro cTaga Kpyn-
HOFO poraToro ckota MAeMeHHbIX MPeanpuUATUiA
Fomenbckoil, Butebekoh m MuHckoin obnactei
Pecny6nukn Benapycs.

Mpouefypa AUArHOCTUKWU BK/KOYaeT cne-
aywouwue atanbl: BbigeneHue AHK; annene-
cneuntmyHaa amnanukauynsa ydyactka AHK,
HecyLero MyTauuio; ngeHTuukaymna reHotmna
C NOMOLbI TOPU3OHTANIbHOIO U BEPTUKANLHOIO
renb-3neKTpogopesos.

[na aHanusa B KayecTBe 6MONOTMYECKUX 06-
pas3uoB UCNOMb30BaNach KPOBb WU CNepma uc-
cfiefyeMblX XXUBOTHbIX. Bbigenenne AHK wu3
KPOBW MNpPOBOAWAN C MOMOLWbLIO CTaHAAPTHbIX
HabopoB ((pupma Fermentas, Jiutea). Bbigene-
Hue JHK 13 cnepmMbl OCyLeCcTBAANOCE METOLOM
CO/MIEeBON 3KCTPaKLUW C HEKOTOPbIMU HaW UMM
Moaudukaumamm [3]. MpumepHOe KONUYECTBO
BbigeneHHo AHK cocTaBnsieT 2-3 MKr.

OHK-gnarHocTuky XnBoTHbIX no reHam BLAD
n DUMPS nposogunu ¢ nomolblo MeToAa
noAuMepasHol LenHoW peakuuyu nNo MNOM-
MOP(U3IMY ANUH PECTPUKTHbLIX (hparMeHTOB
OHK (NUP/MAP®).

P

X177, TXLT7T.

Puc.

M

Ons amnnngpurkauum gparmeHta reHa CD18
{BLAD) ncnonb3oBanu npaimepsl [5]:

BL-1:5'- tga gac cag gtc agg cat tgc gtt ca-3

BL-2: 5'-ccc cca get tet tga cgt tga ega ega ggt-3'.

MUP nposogunu B aMnanguKaTope B KOHEYHOM
06bemMe 25 MK/ B CMEAYHOLLEM PEXMME: «FOPSAYnii
cTapT» - 3 MuH 93° C. 3atem 35 LMKI0B amnanhu-
Kauum B pexxume: 93° C - 1MUH-geHaTypaums; 62°
C- 1MuH- oTxur npaiimepos; 12° C- 1,5 MUH -
CUHTE3. DnoHraumsa - 5 muH npu 72° C.

OnnHa amnauduymposaHHoro gpparmeHta AHK
coctasnsdet 132 nH. B Hopme OH pacuienngeTcs
pecTpukTasoin Tagl Ha fBa thparmeHTa 4MHON 71
n 61 nH. (romo3uroTHbliA reHotun TL/TL CD18)
(Tabn.1). MyTtauyunsa B reHe CD18 npusogut K uc-
Ye3HOBEHMIO cailTa y3HaBaHWUA 415 PeCcTPUKTasbl.
MpoAyKT peCcTPUKLMN Ha INeKTpodhoperpamMme Bu-
3yanum3npyeTcs 04HOI ApKoi N00Con AnnHon 132
MH (romo3uroTHbIii reHoTn BL/BL CD18). Y oco6u
C reTepo3nroTHbiM reHotunom TL/BL npucytcTBy-
0T fiBa annens - HopMmanbHblii (TL-annens CD18)
n MyTaHTHbIR (5L-annens CD18), n Ha anekTpo-
thoperpamme reteposurota TL/BL CD 18 umeet Tpu
nonockl gnnHoin 132, 71 n 61nH (Puc. 1).

A P A P

77.1597. 7AW,

1. ®dopprpammsa npnnyirrnB AMTUGMAYMUY 4 PPPTPHIMHbI.

B 2 % arapo3HoMm renie hparmeHTa reHa CD18 (BLAD).

MonekynapHaa v npuknagHas reHeTuka. Tom 8, 2008 r.
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MOMMUMO «MCUYE3HOBEHMA» cailTa y3HaBaHuWA
ONs onpefeneHHbIX PeCTPUKTA3, B HEKOTOPbIX
cnyvasix BCneacTBME MyTauuu, B FeHe MOXeT
BO3HUKHYTb JOMNOMIHUTENbHbIN cainT. Monekynsp-
Hoii ocHoBoi BLAD sBnseTcs ToukoBas 3ameHa
(apeHuH-ryaHuH) B nonoxeHun 383 kAHK CD18,

4YTO NPUBOAMUT K aMUHOKUCNOTHOM 3aMeHe B MO-
nekyne 6enka (BMecTo acrnaparmHOBOW KUCIOThI
CUHTEe3MpyeTCa rMnUMH). Takas TOUKOBas MyTa-
UM NPUBOAUT K MCUE3HOBEHUIO CaliTa PecTpuk-
umn gna Tagl n nosBNeHUIO LOMONHUTE/ILHOIO
caTa gna Haelll [3,5,6] (Ta6n. 1).

Ta6bnuua 1

CxeMa onpefesieHNa reHoTMna KPynHOro poraToro cKota no TOYKOBOW MyTaummn
B reHe CD18 (BLAD) nocne rugponmsa amnnmgukara sHgoHykKeazamun Tagl v Haelll
no AIMHE PeCTPUKLUMOHHbIX )parmMeHTOB

leHoTnn CD18 (BLAD)

TL/TL (rOMO3MrOTHbIA FeHOTUM), 34OPOBOE XXMBOTHOE

TL/BL (reTepo3vroTHbINA reHOTMM), CKPbITLIA HOCUTEb
MyTaHTHoro 51/LL-annens

BL/BL (rom03uroTHbIn reHoTuM),60/1bHOE XXMBOTHOE

PeCTPUKLNOHHBIV aHannM3 amnanuynpoBaH-
HOro MPOAYKTa, COAepXalero y4acTok C Hy-
KNeOTUAHOM 3aMeHO, MO3BONAET pa3NnyaTth Xu-
BOTHbIX C HOPMa/bHbIM FTEHOTUNOM U HOCUTEel
myTaHTHoro BLAD-annens.

Ansa AHK-anarHocTukm myTtauymm reHa DUMPS
aMnanrKaunio NPoBOAWAN C MOMOLLbI ONIMFOHY-
KNeoTUAHbIX NpaliMepoB CreAytoLLero coctasa [7]

UMPS L 5'gcaaatggctgaagaacattctg -3'

UMPS R 5' gcttctaactgaactcctcgagt-3'

B pesynbTate amnauuuupyetcs gparmeHT
reHa ypuauHmoHogocgaT-cnHTassl gnmHon 108
n.H. MpoayKT amnandukaumy nogseprancs pe-
CTpUKLMM ¢ nomouibto hepmeHTa Aval, paspe-
3atowein AHK no cxeme:

[LnuHa hparMeHToB Noc/e pecTpUKLMK

pecTpukTasaMu(nH)

Tagl Haelll
71,61 87,45
132,71,61 87, 68, 45,19

132 68, 45, 19

5'...C jPyCGPuG...3"
3\...G PuGC PyT C.5'

B amnnnguumpyemom yyactke AHK Haxo-
0ATCA ABa caiiTa y3HaBaHUA ANS SHLOHYK/easbl
Aval. Pasmep amnnuukara coctasnset 18
bp. B cnyyae paspesaHusa npogykTa amnimngm-
Kauumn pecTpukTasoin Ha hparMeHTbl 53,36 n
19 bp, o6pasey, AnarHOCTUPYETCHA KaK romMosu-
rotHelii TD/TD DUMPS-reHoTUN (300poBoe
XUNBOTHOe). Ecnun B pe3ynbrate pecTpuKumu
obpasytTca pparmeHThl 89, 53, 36, 19 bp, w+
BOTHOE LMarHOCTUPYETCA KaK reTepo3nroTHbIi
TD/DP DUMPS- reHoTun (CKpbITblii HocUTENb
myTauumn) (Tabn 2).

Tabnuua 2

Cxema onpefienieHna reHoTMna no TOYKOBOW MyTaLUn B reHe ypuanHMoHodochaT-CUHTa3b!
(DUMPS) no gnvHe pecTpUKLUMOHHbIX (DparMeHTOB

eHotun no reHy DUMPS

TD/TD (romMo3uroTHbIiA FeHOTWMN 340POBOr0 YXMBOTHOIO)
TD/DP (CKpbITbIin HOCUTENb MyTauun DUMPS)
DP/DP (roMo3vroTHbIii FeHOTUMN 60/IbHOr0 XXUBOTHOT0)

MonekynsapHas v npuknagHaa reHeTuka. Tom 8, 2008 .

[nvHa dparmeHTOB
nocne pecTpuKLuuu
3HAoHYKneason Aval (bp)

53,36, 19
89, 53, 36, 19
89, 19
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OUueHKY pe3y/nbTaTOB aMnauguKauum u pe-
CTPUKLMM NPOBOAMIMN C NMOMOLLbIO FOPU30OHTASb-

PesynbTatbl

1. AHK-gnarHoctmka HacneacTBeHHOrO
3aboneBaHMA KPYMHOro poratoro ckKoTa,
06yC/NI0BIEHHOI0 TOYKOBOW MyTaL e B reHe
CD18 (BpOXXAeHHbIN MMMYHOAehULNT)

BpoxaeHHble UMMYHHbIE Ae(ULUTbI BOZHUKA-
0T BCNeACTBME TEHETUYECKN LeTepMUHUPOBaH-
HON HECNOCOOHOCTM OpraHM3mMa XXUBOTHOIO pea-
NM30BaTb UMMYHHbI 0TBeT. OHU, Kak Npasmno,
CBA3aHbl C HacneACTBEHHO 06YC/MOBNEHHOW He-
CNOCOBHOCTbLIO K MONHOLEHHOMY UMMYHHOMY OT-
BeTy. B opraHname TakUX XMUBOTHbIX BO3HUKAKOT
mMopdonormyeckne yHKLMOHaNbHbIE pacCTPOiA-
CTBa KNETOYHOr0 1 ryMOpanbHOr0 MMMYHUTETA
Ha pas/IMyHbIX 3Tanax pasBuTusa NoNynauni T- u
B-numdounToB, Makpo- U MUKpogaros, o6paso-
BaHUS UMMYHOrN06Y/NNHOB Y KOMMNOHEHTOB CU-
CTeMbl KOMNnemeHTa [8].

BLAD - 3to 60ne3Hb, CBSA3aHHas ¢ AedeKToM
MMMYHHOW CUCTeMbl KPYMHOro poratoro cKoTta.
MonekynapHoii ocHoBoi BLAD sBnseTcs Tonko-
Bas 3aMeHa (afleHUH-ryaHuH) B NonoxeHnun 383
kAHK CD18, koTopas NnpnBoAUT K aMUHOKUCNOT-
HON 3ameHe B MOJieKyne 6enka (BMecTo acnapa-
TMHOBOW KUCNOTbI CUHTE3upyeTcs ramymH) [5-8].
B pesynbTate ToukoBoli myTauum reHa CD 18 Ha-
pyliaeTcs BCA LLlenoyka akcnpeccuun P-nHterpuHa,
MOBEPXHOCTHOTO 6enika HeliTpomnos (pasHo-
BMAHOCTb NEMKOLUUTOB) U, KaK pe3ynbTaT 3Toro,
NenKoLMTbl TePAIOT aKTUBHOCTb U HECMOCOOHDI
BbIMONHATL 3aWUTHY (arounTapHyto ¢QyHK-
umto. HapywaeTcsa npouecc guanegesa, T.e. 610-
KMpyeTcs CNOCO6HOCTb EMKOLUTOB NMPOHMKATb
yepe3 KPOBEHOCHble Kanwunnspbl U ABUTaTbCa C
KPOBOTOKOM K 04ary nHekunn. 3Tn HapyLeHus
CNoco6CTBYOT pa3BUTUIO MMMYHOAE(PNLUTHOTO
COCTOSIHWSA XXMBOTHOTO, NPU KOTOPOM 0C06b NO-
rnéaet ot Nt060I NHDeKL NN,

MposBneHne nmmyHogedmuymnta unn BLAD-
CUHApoMa:

XXVBOTHbIE C MYTAHTHbIM annenem (reTeposu-
roTHelit reHotun TL/BL) - 3gopoBblie, HO ABAS-
IOTCA CKPbITBIMU HOCUTENAMU MYTaLuuu.

BonesHb (heHOTMNMYECKN MPOABNAETCH
TONbKO Y TOMO3UTOTHbIX MO MYTAHTHOMY TFEHY

n
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HOro (2 % arapo3Hblii Tenb) U BEPTUKANbHOIO
(12% akpunaMugHbIV renb) anekTpodopesos.

obcyxaeHue

0cob6eil (peyecCUBHbIi TOMO3UTOTHBIA FeHOTUN
BL/BL).

BonbHble XXMBOTHbIEe MMEKT 3aMeffieHH bl
POCT, TYCK/YI0 B3bEPOLUEHHYIO LIEPCTb, A3Bbl
B POTOBOW NONOCTU, LWATKOCTb 3y60B, a M3-3a
HU3KOW PE3NCTEHTHOCTU M HapyLUEeHUs UMMYHU-
TeTaTenAaTa rubHyT B 2-7 MeCAYHOM BO3pacTe OT
NHEeKLNOHHbIX 6onesHeli (gnapes, NHEBMOHUSA
nop.) [5, 6, 8].

Bnepsble 3T0 3ab0neBaHMe, CONPOBOXAatoLLee-
cst 60nbWON NoTepei TenaT oT nHeKynin, o6Ha-
PY>XWUW NpU UcCnefoBaHUM NPAMbIX NOTOMKOB
3HAMEHUTbIX aMepUKaHCKMX ObIKOB - pofoOHa-
YaNlbHUKOB TO/UTUHCKOW nopofgbl: OcbopHA3li-
na Angexro, KapnuH M. AiiseHro benn, MaiiceHT
AiseHro Crtap. B CLUA B 1992 r. HocuTensimu
5/,90-cuHgpoma 6b110 15,6 % 6bIKOB 1 6 % Ma-
TOYHOTO MOTO/MI0BbSA, @ 3KOHOMMUYECKUNIA yliep6
oueHeH B 5 M/H. gonnapos [5]. IHTepecHO, 4To
AnoHna 6yksBanbHO 3a 4 roga (1992-1996 rr.)
nocne nposefeHua AHK-gnarHoCTUKU UMMY-
HogeULMTa CHU3MAA YACTOTY BCTPeYaemMoCcTu
myTauun BLAD ¢ 13,4 go 0,31 % [2]. B Poccuto
n YkpanHy BLAD 6bin 3aBe3eH ¢ NoTOMKamu
ero BHyka - AliBeHro benna [1,3,4]. B bBena-
pycu pa3BepHyTa KpynHomacwTabHasa paboTa
MO FeHeTUYECKOMY ynyulleHUto Genopycckoi
YepHO-NecTpoli Nopoabl ckoTa. XXMBOTHOBOACTBO
pecny6/MKN UHTEHCUBHO pa3BuBaeTcs, npume-
HAS MeTOAbl NCKYCCTBEHHOIO OCEMEHEHMNSA, MaK-
CMManbHO UCMONb3YA MPU 3TOM NY4YWMNX GbIKOB
rOMILWITUHCKOM NOPOAbl, BBO3UMbIX 13-3a pybexa.
M03TOMY HECOMHEHHO, YTO CMTyaluMio No pac-
npoctpaHeHuto mytaumm BLAD n B Benapycu
cnepyert fepxaTb No4 KOHTPOAeM.

AHann3 reHeTUYeCKOW CTPYKTYpbl NONynaLmii
YepHO-NecTPOoi NOPOAbI KPYMHOTO poraToro CKo-
Ta no reHy CD 18 nokasan, 4To 4acToTa BCTpeyae-
mMocTu myTaHTHoro annens CD18B cocTaBnsiet
0.03 (Ta6n.3). BbisiBIEHbI HOCUTENN MYyTaLuWK,
Hecyl e feeKTHbIA annefb B reTepo3MroTHOM
coctosiHum (TL/BL). MpoueHT reTeposuroTHbIX
reHotunos TL/BL reHa CD18 coctaBun 6,61 %
(Tabn.3).

MonekynapHas v npuknagHasa reHeTuka. Tom 8, 2008 r.
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Tabnvua 3
AHann3 reHeTUYeCKOM CTPYKTYPbI MNONyNSAUNi YepHO-NecTPOl NOPOAbI
KPYMNHOro poratoro ckota B benapycu no reHy CD18 (BLAD)
YacToTa BCTPEYaemMocTu
MPUHAANEKHOCTb Konnyectso reHoTMnoB, % anneneit + ownbka
ocobei (n)
TL/TL TL/BL BL/BL TL BL

PCYT «Burebek 117 99715 085 i 0,99+0,011  0,0140011
nAemnpeanpusTme»
PCYT1 « MuHcKoe
NeMNpEANpUSTHE» 87 97,7 2,3 - 0,99+0.006  0,01+0.006
PYT1 «I"omenbniemnpeanpusaTue» 89 97,75 2,25 - 0,99+0.011  0,01+0.011
3A0 «/lnosupi» 120 9584 416 . 0980013  0,02:0.013
Butebckoro paiioHa
CMNK «KanvHoBblii Jlor»
Tan0UMHCKOTO paiioHa 20 65,0 35,0 - 0,83+0.085  0,17+0.085
'Y CI «Mnemsasog «MyxaseL
BPeCTCKOro paiioHa 80 96,25 3,75 - 0,98+0.015  0,02+0.015
PYCI «lnemeHHO 3aB0f, 0,99+0,018  0,01+0,018
KpacHasi 3Be3ga» 9 3 97,44 2,56 )
CINK «CHoB» 206 98,05 105 ) 0,99+0,007 0,010,007
MWHCKOoe NnemnpeanpusTye
cpefHee 758 93,39 6,61 0,97 0,03

B pesynbTaTe nNpoBefeHHbIX HAaMW MOJe- OTEeYeCTBEHHON 4YepHO-NecTpoil nopogbl. Mpo-
KYNAPHO-TEHETUYECKUX UCCNef0BaHUN ObIKOB-  ClexeHa pogocnoBHas 6bika «MunaHa», Befylie-
npoussogutenein PY CIM «HecBUXCKUiA unman ro cBoe NPOMCXOXAEHWE OT 3HAMEHMTOTO MNpefKa
MMWHCKOTo NNeMNPeANnpUATUSA» BbiABEH OANH U3 KapnuH M.AliBeHro benn - HocuTena myTtaumu
HocuTenen mytaumm BLAD. 310 66k «MunaH» BLAD (Puc. 2).

6Mwnnan 58571 (BL/ TL - Hocutens BLAD)
93ocuma 103 6*MaHan 599863

TY - cBo6ogeH ot CVM
TL - cBob6ogeH oT BLAD

9rasaHb 1703 6M3p30747/617 9P.J1. MaHgmn 14689202 6 K Cynepcaitep 400935
TL
6Mug 599835/1095 / 6M. daHTaCcTMK
? Nosa 2625 930747 1839194 9 Mapta 6/legmaH 9-/1. C. AxeH 6K.B.
6'Xy6epT 18382 | 139907649 1983348 3817647 Tab
I 60paucceli 914 TL 1876240
Muxenb 502871 | TL
6 BannaHTt o0 TpaguwH
6 benn 502528/1667363 1650414 1682485 6Banuall
(KapnuH M.AliBEHTO 1650414

benn - TL/BL)

Puc. 2. MeHeonornyeckas cxema nepegaun annenst BLAD 6biky MwunaHy OT 3HAMEHUTOrO aMepPUKaHCKOro
npegka Kapnanmi M.AViBeHro benn (reHotun TL/BL).

MonekynspHaa u npuknagHasa reHeTuka. Tom 8, 2008 r.
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B BuTebCKOM NAeMNpesnpuaTUN LUArHOCTM-
pOBaH CKPbITbI HocMTenb MyTauun BLAD - 6bik
«Pebyc». IT0 npeAcTaBUTENb AUHUN MOHTBUK
UndreiiHa.

B pe3ynbTaTe NpoBefeHHbIX HaMW WUCCNEfO0-
BaHW 6bIN0 YCTAHOBNEHO, YTO HeTeNlb, AOCTaB-
NneHHasa 13 BeHrpum v ee Mpunnog B KONUYECTBE
2-X TenaT, a TakKe MONOAHAK OT OblKa «Pebyca»
yHacnegosanu myTtaynto BLAD B rene CD 18 (re-
Tepo3nroTHbIiA reHotun TL/BL).

Mpn nccnefoBaHUM MMMYHOMOTUYECKUX NO-
KasaTeneli KpoBu HocuTeneit myTtauymm BLAD
OTK/IOHEHUI1 He YCTaHOB/EHO, YTO NOATBEPXKAa-
€T AaHHble 0 TOM, YTO (heHOTUMUYECKN OGONE3Hb
MPOSABAAETCA TO/IbKO Y FOMO3UTOTHBIX MO MYTaHT-
HOMY reHy 0co6eli (peLecCBHbIA TOMO3UTOTHbI
reHotun BL/BL).

B CMK «KanuHoBbili Slor» u3 20-Tu TensT,
POXAEHHbIX OT 6blKa «Pebyca» y 7-Mu gnarHo-
ctupoBanu myTaumio BLAD. Takxe 6bin0 ycTa-
HOB/IEHO 60NbLIOe HEMPOU3BOAUTENbHOE BblObI-
Tue TensT oT 6bika «Pebyca» B paHHeM Bo3pacTe.
MafeXx TeNST NPOU3O0LLEN MO NPUYNHE BPOXAEH-
HOro MMMYHofedULMTa, 06YCNOBNEHHOIO FOMO-
3UroTHbIM reHotunom BL/BL, koTopble anumu-
HUPOBaHbl €CTECTBEHHbLIM 0T6OPOM. MMOCKONLKY
XMBOTHbIE C TeTEPO3MTOTHLIM reHoTunom TL/BL
ABNAKTCA CKPbITbIMW HOCUTENAMU MyTaL MK, He-
06X04MMO UHAMBUAYANbHO NOAXOAUTbL K UX UC-
Mofb30BaHMIO, @ UMEHHO, NPU NOA60pPEe POANTENb-
CKMX Map MCKAKUYUTL BO3MOXHOCTb MOMYYEHUS
peueccuBHbix BL/BL - romoswurort.

AHann3 reHeanornyeckoi cxembl MMHUKM Kap-
nvH M. AiiBeHro benn nokasan, 4To COBPEMEHHbIE
MOTOMKW, B POAOCNOBHOW KOTOPbIX NPUCYTCTBY-
T nvHuUNM NlaycoH, Benger, Camyan, LOMXKHbI
o6a3atenbHo nogsepratbcs AHK-gnarHoctuke
Ha HocuTenbCcTBO MyTauuu BLAD.

2. QHK-guarHocTuka gepuuynta hepmeHTa
ypugumumoHopochart-cuHtasbl (DUMPS)
KpPYMHOro poratoro ckota, obycnassneato-
LLIero paHHOK abopTMpyeMocTb 3MOPMOHOB Y
KpPYyMnHOro poraToro ckora

HepocTaTouHOCTb YpUAUHMOHOJOCKhaTCUHTA-
3bl U CBA3AHHOE C HEK HacneACTBEHHOe 3aboneBa-
HWe 0pOTOBas aLMAoypus - ONMcaHo y YenoBeka.
Oepuunt ypuanHmoHodocpaT-cuHTa3bl NpoaB-
nseTcs uy KpynHoro poratoro ckota (DUMPS).
JTa aHomar 3g 6mun L.
MecTporo M KpPacHO-MecTporo rofilli TUHCKOTO

ckoTa B CLUA v Espone. YpuguHmoHotochar-
cuHTasza (UMPS) KoHTponupyeT npespaleHue
ypoTaTa B ypuagmHmoHogocdat, KOTopblii Heob-
X04UM And 6MoCUMHTE3a NupumuanHos [9-10].
PaboTaMun yyeHbIX UHCTUTYTa 6uoxumun Ce-
BepHON KaponuHbl, M3yyaBW MMM OPOTOBYHO
auugoypuio, 6b110 fOKa3aHo, 4To 3aboneBaHue
006yC/N0BNEHO U3MeHeHUEeM B CTPYKType 6enka
ypuguHmoHogocpaT-cuHTasbl [10,111].

MpuynHoli 3aboneBaHna SBNAETCA TONKOBas
MyTauma (3amMeHa LUTO3MHA Ha TUMWH), BO3-
HuKwas B 405 KOJOHEe KOAMPYHOLEN YacTh reHa
ypuanHMoHodocdar-cuHTasbl. 'eH nokanuso-
BaH Ha mepBoi xpomocome: 1 q34-36. MyrTa-
UUs BefeT K MOAB/MIEHUIO BMECTO CMbIC/IOBOTO -
cTon-kofoHa. Toyka MyTauuu ob60o3HaveHa Kak
R405Stop [9]. AaHHaa myTaumnsa HapyLaeT LUK/
CMHTEe3a NMPUMUANHOBLIX OCHOBAaHWIA, KOTOPbIE
ABNAOTCA HEOTbEM/IEMbIM KOMMOHEHTOM AN
CUHTe3a HyknesupgochartoB. Tak Kak B MOJO-
Ke NaKTUPYILWNX KOPOB, reTepo3nUroTHbLIX Mo
DUMPS, HabntofaeTcad MNOBblIWEHHOE COfeEp-
XaHue opoTaTta, TO MOXXHO MPeAnoJioXNUTb, YTO
JaHHas MyTauua Bbl3blBaeT HapyLlIeHWe gekap-
6okcunasHoi hyHkumum [10].

bonesHb fgepuunta hepmMeHTa ypuamn-
HMOHOMOCHaT-CUHTa3bl PEHOTUNUYECKU MPO-
sBNseTca y peueccusHbix romosurot (DP/DP-
DUMPS). 370T reHeTuueckunii e eKT Bbi3biBaeT
netanbHOCTb 3MOPMOHOB Ha paHHel cTaguu pas-
BUTUA. Y reTepo3nroT Ha 50 % HabnogaeTca CHU-
XeHune hepMeHTHOW akTuBHOCTU UMPS B KpoBu
M NOBbIWEHNE COLEpPXXaHUd ypoTarta B MOJOKE.
BbIfIBNEHO, YTO reTepo3nroTHbie KOPOBbl UMEIOT
6onee ANMHHBIA MeXOTeNbHbIA nepuog [11].

B 1992 rogy rpynna y4YeHblX Mnoj PYKOBOA-
cTsoM LLlaHkca nccnegosana NOTOMKOB 3/IMTHOTO
6bika Skokie Sensation Ned («Heg») - BbICOKO-
NPOAYKTUBHOTO MPeACTaBUTENA TOMIWTUHCKOW
NMOpOfAbl, Y KOTOPOro BrepBble Oblna 06HapyxeHa
myTaums DUMPS. Bbino yctaHOBNEHO, 4TO MoO-
TOMKMW «Hepga» ABNAKOTCA HOCUTENAMU [AHHOA
myTauuu. [7,8].

LLiseHrepom B 1994 r. 6611 NpefnoXeH MeToA
o6Hapy>XXeHNA peLecCMBHbIX FTOMO3UIOT Y 3M-
6puoHOB, Nonyyaembix in vitro [11] B psge cTpaH
B POJOC/IOBHbIX ObIKOB YKa3blBalOTCA pe3ynbTa-
Tbl UCCNeLOBaHUI Ha HOCUTENbCTBO MyTaLuu
DUMPS.

- Yuetuwm C T npweegeH dHJ.ur3\ pi BHs dep-
meHTa UMPS y 85-Tn KopoB - foyepei 7-mu 6bl-
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KOB TFO/IWITMHCKON MOPOAbI, Y KOTOPbIX Gblna 06-
Hapy>keHa YyacTM4yHasd He4OCTAaTOYHOCTb JAaHHOIO
thepmeHTa. AKTUBHOCTL UMPS B 3puTpoumuTtax
43-x poyepeli 6blna B HOpPMe, Y OCTanbHbIX 42-X
KOpPOB OHa COCTaBAANA MOMIOBUHY HOpPMBI. Mpeano-
naraetcd, 4Tto geuunt UMPS MOXeT npuBoAUTb
K TOPMOXEHUI0 pocTa CKoTa. YacToTa aHOManb-
HbIX )XUBOTHbIX Y TOJILUTUHCKOIO CKOTa COCTaBua
2,34 % [12] Cpepamn 287-mun Hanbo/1lee UHTEHCUBHO
ncnonb3yembix 6b6ikoB B CLUA 1 EBpone - veTbipe
66NN HOoCUTENAMU MyTauunn (13,14).

HaunHasa ¢ koHua 90-bIX rogos, uccnefoBaHus
MO BbIAB/MEHUK TEHETUYECKUX MyTauuii, B TOM
yncne n DUMPS, BegyTcs no Bceit EBpone. B
CKpbITOl hopme faHHOe 3aboneBaHne JOCTATOY-
HO BbICTPO PacnpoCTPaHALTCHA CPeAmn XXUBOTHbLIX
rONWTUHCKOTO U YepHO-NecTporo ckoTa, pas3Bo-
AvmblxX B EBpone, rge yactota myTtauuu AOCTU-
rana 6onee 2-x npoueHToB [11-13]. B pesynb-

TaTe NMPoBefeHUsA MONEKYNAPHO-TEHETUYECKUX
ncecnefoBaHnin, NO3BONAIOLLMX KOHTPOANPOBATD
pacnpocTpaHeHWe MYTaHTHbIX annenei reHa
UMPS, 4NCNEHHOCTb CKPbITbIX HOCUTENEN My-
Taunum cHMxeHa go 1% [12,13]. B Espone npo-
JonkatTcs paboTbl MO AUMATHOCTUKE MyTauum
DUMPS [8]. Kpome TOro, y4eHbIMMW aKTVMBHO
ncecnegyeTcsa BEPOATHOCTb CBA3W gehununTta dep-
MEHTa YPUAUHMOHOMOC PaT-CUHTA3bI C ApYrMM
3a60/1€BaHMAMM, B HACTHOCTU C UMMYHOZeULU-
Tom (BLAD), a Tak e ¢ npu3Hakamu MOJIOHHOA
NPOAYKTUBHOCTU cKoTa [13-14].

Hamn nposegeHa AHK-guarHoctunka 428 xu-
BOTHbIX, NpuHagnexawux Bute6ckomy n Mun-
CKOMY NAemMnpegnpuaTUAM Ha HOCUTENbLCTBO
myTauun DUMPS.

PesynbTaTbl MCCNEL0BAHUA MO BbIABMEHUIO
HocuTenein mytaumm DUMPS npegctaBneHbl B
Tabnuua 4.

Tabmua 4

MeHeTMuUecKaa CTPYKTypa YepHO-NecTPOoi NopoLbl KPYNHOro poratoro CKota
no mytauum DUMPS, feTepMUHUPYIOLLLE paHHIOK abopTUpyeMoCcTb 3MOPUOHOB

YacToTa BCTpeyaemocTy reHoTunos, %

YacTtoTa BCTpeyaeMocTu

annenei
Kon-Bo DP/DP
0cobeit  TD/TD (roMO3UroTHbIM (rere TOI?%{/IDFETHblﬁ (rOMO3MrOTHBblA
(m) reHOTUM - 3[]0pOBOE P . reHoTun - D DP
FEHOTYM - CKPbITbIA
XXVBOTHOE) 60/1bHOE XXNBOT-
HOCUTEMb MyTaLmK) Hoe)
428 98,4 1,6 0 0,99+0,005 0,010,005

Cpefn nccnefoBaHHbIX XXUBOTHbBIX BbISABNEHO
1,6 % reTepo3nroTHbIX FTeHOTUMNOB, HeCyLW uX
MyTaHTHbI annens DP-DUMPS. CkpbiTble HO-
CUTeNu MyTauuu BblifBIEHbI Y KOPOB 13 pasnuny-
HbIX X03AicTB benapycu. 9T0 fOKa3biBaeT He-
obxoanmocTb nposeaeHns HK-gnarHocTmkm

pepuumnta hepmeHTa ypuaANHMOHOGOCHaTCHH-
Tasbl, Tak Kak myTaums DUMPS BbizbiBaeT y
CTeNbHbIX KOPOB rnm6esib aM6PMOHOB Ha paHHKX
CTagMAx pasBuTMA, YTO HECOMHEHHO HaHOCKT
NpAMON 3KOHOMWYECKUI yuiepb >XMBOTHOBOA-
CTBY pecny6auku.

3ak/yeHune

B pesynbTaTe NMPoOBEeAEHHOTO MOJEKYNSAPHO-
reHeTUYECKOro aHann3a BbisiB/IEHbl XXUBOTHBIE -
CKpbITble HOCUTENM MyTauuum B reHe CD18
(reTepo3uroTHblin reHoTun TL/BL) v ocobn -
HocuTenn myTtaumn DUMPS (retepo3uroTHblii
reHotun TD/DP).

H606XOAMMO OTMETUTb BaXHOCTb npoBene-

AMArHOCTMKa KPYMHOrO poratoro cKoTta Mo Bbl
SIBMIEHUID CKPbITbIX HOCUTENel UMMYyHOLE(pU-
unta (BLAD-cungpom) u geduumta depmeHTa
ypuauHmoHodochaTcuHTassl {DUMPS), npuso-
ASLEro K paHHell abopTMPYeMOCTM 3MBPUOHOB
B M/IEMEHHOM MOT0/I0BbE, NO3BOSIUT KOHTPON-
poBaTh PacnpoCcTpaHeHWe AaHHbIX MyTauuii u

HNA CKPUHWUHIOBbIX pa60T, HanpaB/leHHbIX Ha—CHU3UTb HAHOCUMbIA MMM CyLLLGCTBEHHbIVI KO-

BbliBNIEHWE TeHeTuuveckux pegektos. AHK-
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B NpoTUBHOM C/lyyae 3TO MOXET NPUBECTY K yBe-
JIMYEHUNIO YACTOThlI MYTAHTHbIX af/enei B nonyns-
LW, BECKOHTPO/ILHOE MCMO/b30BaHWE NAEMEHHOTO

MorosioBbA KPynHOro poratoro cKota B Ce/IEKLUOH-
HbIX MporpaMmMax NpeactaBiAaeTCA HaMm Hebe3onac-
HbIM Y 3KOHOMWYECKWN HeoMnpaBAaHHbIM.
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