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Kangmnpart 6umonornyeckux Hayk, CTapLimMmn HayuyHblid COTPYAHUK nabopaTtopmum YaCTHOU reHEeTUKN U TeHOMUKU

ntuubl HLU BHUUTPXK
NNapKunHa TatbAHa ANeKcaHAPOBHA
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MYTALIUA HCD
= e

PacnipocTpaHeHue JIeTAJbHBIX U NMOJYJIETAJBHBIX TEHETHYECKUX MYTANUMHA B MONMYJANUAX KPYIHOIO pPOraroro CKora
CTAHOBUTCH NMPUYUHOM 3MOPHOHAJILHON W MOCTIMOPHOHAJIBLHOM CMEPTHOCTH TeJAT. Mcmosb30BaHue OrpaHM4eHHOr0
yncaa  ObIKOB-TIPOU3BOAMTENCH CO3MA€T OMACHOCTh IIMPOKOI0 PACHPOCTPAHEHUS] TEHETUYECKHUX AHOMAJIMH.
PeneccuBHBIi aedeKT roamTHHCKOro ckora — aedumur xoaecrepuHa HCD (haplotype cholesterol deficiency)
XapaKTepu3yeTcs rude/ibI0 TeJAT B MEPBbIe THU WU MecsAlbl )Ku3HU. CTeneHb pacnpoCcTpaHeHus 3TOoro aedexkra B
HacTosilee BpeMsi 04eHb BbICOKA (B Pa3HbIX cTpaHax ot 6 g0 17 %0).
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Kipp S, Segelke D,
Schierenbeck S, Reinhardt
F, Reents R, Wurmser C,
Pausch H, Fries R, Thaller G,
Tetens J, Pott J, Haas D,
Raddatz BB, Hewicker-
Trautwein M, Proios I,
Schmicke M, Griinberg W.
Identification of a haplotype
associated with cholesterol
deficiency and increased
juvenile mortality in Holstein
cattle. J Dairy Sci. 2016
Nov;99(11):8915-8931. doi:
10.3168/jds.2016-11118.
Epub 2016 Sep 7. PMID:
27614835.



OO0 uaeHTH(UKAIMM 3TOTO TaILUIOTHIIA, ACCOLMHUPOBAHHOIO C THOEIBIO TEIAT B PAHHUU
MOCTHATAJIbHBIM IIEPHOJI BCJIEACTBUE BO3HUKHOBECHHUS MIUONATUYECKOM JHapeu, HE
MOIAlOIICHCsT Tepamuu, BuepBble cooOmmmm S. Kipp € coaBropamu B 2015 romy Ha
koHbeperiun Interbull B Opnanmo (CIIA).

) » % Y reTepo3UroTHhIX TEJAT MPH OTCYTCTBUU KIIMHUYECKHUX
Raddatz BB, Hewicke PU3HAKOB OTMEYAIM HU3KHUE MMOKA3aTen X0JIECTEpUHA B
. e KpoBH. B pe3ynbprare novcka reHOMHBIX aCCOLMAIUHN C

centitication ota haplotype B oMomibto ckanupoBaHus 44747SNP (uum [1llumina
deficiency and increase BovineSNP50 BeadChip, Bepcus 2; 54Kv2; «lllumina,
o Dairy, *" dInc.», CIIIA) y mopaskeHHBIX TEIAT OOHAPYKUIIH

§ TOMO3UTOTHBIN paitoH pazmepom 1,01 Mb na BTAL1 (¢

- b 2016 Sep 7, PMID no3uumu 77274120 no 78290130 bp), uTo yka3biBaeT Ha
I8 v ; ' N ayTOCOMHOC MOHOTCHHOE HACJICIOBAHUE 3TOTO
%]l]l T l s 53.‘:; BERSS paccTpoiicTBa, JEWCTBYIOIIETO 110 PELECCUBHOMY UM
= IITIT] 7 Sl KOTIOMHHAHTHOMY THITY. 3HaunMbiii SNP pacrionoxeH B
g’%‘ " no3uiuu 72248536 bp Ha paccTosHUU 0K0JIo S Mb ot

ne(peKTHOTO ramioThIa




JlagbHenme MCCIeJ0BAHUA MMOKA3AJH, YTO NPUYUHOM ITOM MYTAUM CJHYKUT BCTABKA
nauaHoit 1299 bp B 5-M skx30He rena APOB (amostunmonporenn B) na BTA1l, npuBoasimas K
CABUIY PAMKH CYUTBHIBAHMA B 00J1aCTH KOAOHA JJasi 135-r0 aMMHOKHCJIOTHOIO0 OCTATKA B
oesike APOB. B pe3dyabTare nmpoucxoaut yceuenue 97 %0 cOOTBEeTCTBYIOIIEIO Oesika

APOB, exon 5
+398

BTA 11: 77,
pcin
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Insiwt  insiwt wit/wt

BTA 11: 77,953,000 - 77,965,000

BTA 11: 77,958,994
JLTR insertion site
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Mehinagic K,
Regenscheit N,

- Meylan M, Schmitz-

Hsu F, Drogemiiller C.
A transposable
element insertion in
APOB causes
cholesterol
deficiency in Holstein
cattle. Anim Genet.
2016 Apr;47(2):253-7.
doi:
10.1111/age.12410.
Epub 2016 Jan 13.
PMID: 26763170;
PMCID: PMC4849205.




I'eHepauusi mnpeXIeBPEeMEHHOI0 CTON-KOAOHA B

EEEE’E;ﬂ?" OTKPBITOH pamke cuuThiBanus rena APOB BbI3bIBaet

yceueHue JQJauHbI Oeaxka a0 140 aMuMHOKMCIIOT.

YCcTaHOBJIEHO, 4YTO TaKHe PpPaHHHUE YKOPOYEHUA

BbI3bIBAKOT HECNOCOOHOCTHh BbIBEICHUS XHJIOMHUKPOHOB

U3  KJIETOK  KHIIEYHHKA, YTO  TMNPHUHBOAUT K

MajbadcopOuun xoJiecrepuHa besiok anmoJunonporenH

" B (APOB) HeoOxomuMm AJisi CHHTE3a XHJIOMHKPOHOB M

Chase time (hours) Chase time (hours) JUMONPOTENHOB  O4YeHb  HHM3KOM  IUIOTHOCTH B

KHIIeYHHUKE U MEeYeHHU. ANOJIMIIONPOTENHbI

S ki s NPEICTABJISIIOT co0oii 0eJIKOBBIE, 00BIYHO

T o ampuduiabHbIe, KOMIIOHEHThI JIMIONPOTENHOB,

cnenpuIecKu CBA3LIBAIONINECH € COOTBETCTBYHOIIMMHU

JUNUIAMUA 1Opu  (POPpMHUPOBAHMM JIMIIONPOTEHHOBOU
YACTHIIBI.

—— Control
—&— BFA (0.2 ugiml)
—— BFA (5 ug/ml)

VLDL apoB 100 (dpm/mg protein) >

VLDL apoB 48 (dpm/mg protein)
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HDL apoB 100
(dpm/mg protein)
HDL apoB 48
(dpm/mg protein)

’ " o Hebbachi AM, Gibbons GF. Microsomal membrane-associated

Chase time (hours) Chase time (hours)

apoB is the direct precursor of secreted VLDL in primary
cultures of rat hepatocytes. J Lipid Res. 2001 Oct;42(10):1609-
17. PMID: 11590217.




B af
Oovexm uccneooeanus. oodpa3usl JHK (n=68), BbIaejeHHbIe H3 CHEePMbl ObIKOB
rOJIIITUHCKON 1opoabl PO

Ilens:

N3yuurh BcTpeyaeMocTh ramaoruna gepruiabHoctu HCD B poccuiickux momysisinusix
OBIKOB TOJIUTHHCKON NOPOAbI U NMPOBECTH OLIEHKY NPOAYKTHBHBIX KayeCTB Jd0ouepeit

OBIKOB — IreTePO3UMIOTHBLIX HOCHTEJIEH TreHETHYECKUX J1eeKTOoB
- I AW\ VT ) —_—
* Amnagam3upyeMmasi BbiOopka (N=68) ObIkoB roamrTuHcKoH mopoanl (B0OS taurus taurus) ogHoro m3 mJieMeHHBIX
x03siiicTB JleHMHrpaackoi 00acTH ObLIA cay4aiiHoi, B Hee BOILTH KUBOTHBIE ¢ 2003 mo 2018 roa po:kaenmus.
 JHK Bb1aeasu GeHoJbHBIM METOAOM U3 CIIEPMBI

B IO\ S T -

s reHorunupoBanuss Merogom IIIP wucmoab3oBaaum  npaiiMepbl: nNpAMOA  o0mmii —  5'-
GGTGACCATCCTCTCTCTGC-37; oOpaTHblii  1J4 onpeaeJeHuss  JUKOIO auleas —  5'-
AGTGGAACCCAGCTCCATTA-3" (obecmeunBaer ammiandukanni ¢parmMenra pasmepom 249 bp); mpamoii
IJIA onpeaeaeHust MYTAHTHOIO aJLIesI reHa APOB (indel-moxumop puzm) — 5'-

CACCTTCCGCTATTCGAGAG-3’ (odecneunBaer amniandukamuio ¢gpparmenta pazmepom 436 bp).

* Tloayuyennblie pparmentsl JHK pa3nesnsijiu MeToaoM ropu3oHTAJIBLHOIO dJIeKTpodopesa

* Pa3mepbl aMININKOHOB ONpeAe/Isiid OTHOCHTEIbHO MapKepa MoJieKyJasapHbIx Mace ThermoScientific Gene Ruler
Ultra Low Range DNA Ladder («Fermentasy», J/IuTa).

* JloOKyMeHTHPOBaHHE M O0Pa0OTKY pe3yJabTaTOB OCYIIECTBJISJIM ¢ momMombio Buaeocuctembl Gel Imager 2
(«Helicon», Poccus).




Peszynomamot

daexTpodoperpamma npoaykros I P-amnandgukanum Ha Haaudue indel moaumopdusma B

rene APOB y 0ObIKOB roJTHHCKOM mopoabl : M — mapkep MoJeKyJasipHbIX Mace; 1, 3 —

310pPOBbI€ KUBOTHBbIE (MpHUCYyTCTBYeT ¢parMeHT AauHoi 249 bp), 2, 4 — rerepo3urorHbie
 mocuresu (pparmentsi 249 u 436 bp)




IToka3zare/ i1 MOJIOYHOM MPOAYKTUBHOCTH Y KOPOB-J04Yepeil, ucCIeayeMbIX ObIKOB IOJIIITHHCKON MOPOAbI
10 BapuaHTaMm reHoTunos ¢ indel moaumopguzmom B rene APOB (myranus nepunura xosnecrepuna HCD)

S AEINIEM Yy
FEEERS SIS

lNokasaTtenb (MpuU3HaK NPOAYKTUBHOCTN)

EBV no ypgoto

Mean

Std.Dev.

Std.Err

EBV no Kr xupa

Mean

Std.Dev.

Std.Err

EBV no % 6enka

Mean

Std.Dev.

Std.Err

EBV no Kkr 6enka

Mean

Std.Dev.

Std.Err
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Taxkum 00pa3om, MbI He BHISBWJIM PA3JINYHH 10 Y1010, IPOLEHTY KUPA, KOJTMYECTBY KAPA, MO MPOUEHTY
0esika, M0 KOJIMYECTBY 0eJIKa B MOJIOKE J0Uepell ObIKOB — reTepO3MIrOTHBIX HOCHTE/Iel reHeTHYeCKUX Ae(peKTOB B
CPAaBHEHHMM C KOHTPOJILHON I'PYIIOH.

Ucnoab3oBanne kopoB — Hocuteseil myranun HCD He cHuakaeTr mpoaykTuBHOCTH B craae. Tem He
MeHee MOHUTOPHMHI MOMYJSIIMUA HA HOCUTEJIbCTBO YKA3AHHOI0 IeHeTHYEeCKOro aedexkra Heo0X0auM, MOCKOJIbKY

UCIIOJb30BAHUE TI'€TCPO3UTOTHBIX ObIKOB MOKET INPUBOAUTL K POKIACHUIO 00JJLHOT0O M HEKHM3HECNOCOOHOIo

noToMcCcTBa U, Kak C.]'IeIlCTBI/Ie, — K 9KOHOMHY€CKHUM MMOTEPHAM B XO0351iiCTBAaX.
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