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MOJIEKYJIAPHO-BHOJIOTHYECKHE U KJIETOYHBIE TEXHOJIOTHH
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TEHETUYECKHWM JE®EKT OCTEOIIETPO3A KPC: CO3JIAHUE
JUATHOCTHYECKOI'O IHK-TECTA U AHAJIN3 YACTOTbBI BCTPEYAEMOCTH
JKUBOTHBIX-HOCUTEJIEN MYTAIIMM B POCCUMCKHUX MOMYJIAIASAX

Konosanosa E.H., Koctionnna O.B., Pomanenkosa O.C., Bonkosa B.B.

@HI] BUPK um. JLK. Opucma, /[yoposuysi, Ilodorvck, Mockosckas 06a., Poccus

OcreorieTpo3 sIBISETCS JIETABHBIM TEHETHYECKHM Je(EKTOM C TMPOCTHIM COMATHUYECKHM
PELIECCHBHBIM THUIIOM HacJeJOBaHUS, KOTOPBI MEpBOHAYAIBLHO OBUT WASHTH()UIUPOBAH y MBIIIHA H
yenoBeka. Llenp maHHONW pabOTHI — M3YyYUTHh KIMHUYECKHWE TPU3HAKH OOJE3HH, OCOOEHHOCTH ee
HacllemoBaHms, a Takke Myrtamuio (.114437192 114439942del rema SLC4A2, sBisromiyrocs
MPUYMHONW OCTEOIEeTpo3a Y KPYIHOTO poraToro ckora. PazpaboraHa TecT-cucrema, Oazupyromascs
Ha anaimmze JJHK meromom AC-IILIP, mo3Bosstomias uaeHTUGUIIMPOBATh MYyTaHTHBIN ajlieNb reHa
SLC4A2, accouuMuMpoOBaHHONO C  OCTEONETPO30M, HE3aBHCHMMO OT I[0Jia, BoO3pacrta |
(1)I/I3I/IOHOI‘I/I‘IGCKOI‘O COCTOSHHUS KXMUBOTHBIX. C HCIIOIBL30BAaHHEM pa3pa60TaHH0171 TECT-CUCTEMbI
MPOBENICH CKPUHUHT POCCHUICKHUX TMOIMYJSIHMA KPYITHOTO POraToro CKOoTa abOepiHH-aHTYCCKOM,
CHMMEHTAJIbCKOH, repedOpACKOi U roamTuHcKoi mopos (N=1025), BBIABICHBI KHUBOTHBIC-HOCUTEIN
OCTEOIEeTPO3a B IMIECTH MOMYJSIIUAX a0epAMH-aHTYCCKON TIOPOIBI ¢ YacTOTON BcTpedaemoctw 1,1-
3,3%. Hcnonb30BaHue MOMYYCHHBIX PE3YIBTATOB MO3BOIUT MOTYYaTh HHPOPMAIMIO O HATUYUHU WITH
OTCYTCTBHH B T€HOTHIIC )KUBOTHBIX MYTaHTHOTO JIJIENS, BHI3BIBAIOIIETO Pa3BUTHE OCTEONETPO3a, U
MOXET OBITh PEKOMEHJIOBAaHO B KayeCTBE CpEACTBAa MNPOQWIAKTHKU MPOSBICHHUS JTaHHOTO
TeHETHYECKOro JieeKTa y KPYITHOI'O poraToro CKoTa 3a CUET UCKITIOUEHHUS CKPEIIMBAHUS )KUBOTHBIX -
HOCUTENeH MEXTy COOOM.

Kurouegule cnosa: kpyntolii poeamulii CKOmM, 0CIMeOnempo3, 2eHemuyeckuti oegpexm, nopoosl ckoma

IIpobremvr buonocuu npodyxmusuvix sicusomuuix, 2019, 3: 20-26
BBeaenue

U3BecTHO, 4YTO neTambHBIE TEHETWYEeCKuE Je(eKThl, NPHUUYMHON KOTOPBIX SBISIOTCS
pasnuunbie reHHble Mytanuu (IlerpoBa, 1997), saBnstoTcs omHOW W3 MPHYUH HEMOCTATOYHON
3¢ (GEKTUBHOCTH OTPACId MSICHOTO CKOTOBOACTBA, TaK KaK NPHUBOMAT K CMEPTHOCTH TEJNAT WIH
JIOTIOJTHUTEBHBIM 3aTpaTaM Ha ux sedenue (Gholap et al., 2014).

Ocreomnerpo3 (osteopetrosis, OS, MpaMopHasi KOCTb) SIBJISCTCS JICTATbHBIM T€HETHYCCKUM
neekToM ¢ MPOCTHIM COMAaTHUECKUM PELIECCHBHBIM THUIIOM HACJIEIOBAHMS, KOTOPBIH [IEpBOHAYAIBEHO
ObuT MOeHTHUIMPOBaH y MblK U denoBeka (Murphy, 1969). V kpymHOro poraroro ckora
3a00JIeBaHUE BCTPEYAETCS] CPEeIH KHUBOTHBIX a0epIuH-aHTyCCKOH, repedOpACcKoi, CHMMEHTAIBCKOM,
rommTuHCKor n (ppusckoit mopox (OMIA 000755-9913).. [lepBerit ciyuaii 3a001eBaHUs KPYITHOTO
poraroro ckorta BIiepBble ObLT 3apeructpupoBat B 1970 r. y TeneHka abepIuH-aHTYCCKOH HOPOJBI
(Leipold et al., 1970). B mocienytoriemM ObLIO OMKUCAHO €Il HECKOIBKO CITydacB 3a00JIeBaHUM TEIST
C KJIMHUYECKOH KapTUHOH M pe3ysibTaTaMH T'HCTOJIOTHYECKOI'O HCCIEOBAHUS CBOWCTBEHHBIMHU
ocreonerpo3dy (Ojo et al., 1975, Leipold et al., 1977).

s 3a001eBaHUs XapaKTEPHO MPOSBIICHUE CIEAYIOMNX KIMHUYECKUX MPU3HAKOB: OOJIbHBIE
TelnsATa OOBIYHO POXKIAIOTCS MEPTBOPOXKIEHHBIMU B niepuof 250-275 aneit crenpHOCTH, T.€. Ha 10-30
JHEH paHblIe CPOKa; OHU MMEIOT HeOONBLION pa3Mep Tela U BBIPaKEHHBIE aHOMAJIMU TOJIOBBI (pHC.


https://omia.org/omia000755/
https://www.ncbi.nlm.nih.gov/pubmed/?term=Leipold%20HW%5BAuthor%5D&cauthor=true&cauthor_uid=5466738
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1): TutocKmii Yeper, mopakeHHbIe KOPEHHBIE 3yObl, OpaxUrHaTHIO (HEIOpa3BUTHE HIDKHEH YEIIOCTH)
u BeicTynaroumii s36ik) (Mayers et al., 2010, McClure et al., 2016). JlnuHHBIE KOCTH YKOPOYEHBI, a
UX TIOJIOCTH 3aIlOJTHEHbI HeaOCOpOMPOBAaHHBIM MEPBUYHBIM I'yOUaTHIM BELIECTBOM, BCJICIACTBHE YEro
OHHM OYeHb XpymKkue u Jierko gomarorcst (O Toole et al., 2011).

Puc. 1a. I'onosa menenka, bonvrnozo ocmeonempozom  Puc. 16. IIpodonvuwill paspe3 niewesoil Kocmu,

(¢pomo Meyers et al., 2010). BbIAGIAIOUULL noaHoe omcymcmsue
Kocmuomos2o6ot norocmu (gpomo Leipold et al.,
1970).

Hecmotpss Ha JocTaToOdHO JABHIOK HWCTOPUIO, WCTUHHAS INpUYMHA 3a00lieBaHMs Oblna
ycranosieHna toasko B XXI Bexe (Mayers et al., 2010). Ipuunnoii gedexra, 00yCIIaBIMBAIOMIETO
BO3HMKHOBEHHE OCTEONETPO3a, SBILICTCA Ienenus TeHa wieHa A2 cemelicTBa 4 TpaHCIOPTEPOB
pacTBOpeHHBIX  BemectB  (ammonooOMmenunukoB)  (SLC4A2)  (9.114437192 114439942del),
PAacCIIONOXKEHHOT0 Ha XpoMocoMme 4. Myraiwsi 0XBaThIBaeT MOJIHOCTHIO 3K30H 2 M OKOJIO MOJIOBUHBI
9K30Ha 3, B pe3yibTate 4yero ynamstorcs 2784 map ocanoBanuit JIHK (Mayers et al., 2010).

Lenpto manHON paboThl ObIa pa3paboTKa TECT-CHCTEMBI IS BBISBICHUS MYTaIlul
0.114437192 114439942del rema slc4a2, accoummpoBaHHON C 3a00J€BAHMEM OCTEOIETPO3a, U
aHaJIN3 YacTOT BCTPEUAEMOCTH MYTaHTHOTO aJUIeNs y Pa3IUYHBIX MOPOJI KPYITHOTO pOraToro CKoTa.

Marepuaj u MeTOAbI

Uccnenosanus nposenens! B 2019 r. B mabopaTtopuu MoNeKymsapHbIX ocHOB ceneknnn OHIL]
BN um. JLK. DOpHcta. B xadyecTBe mMaTepmania WCCIENOBaHWN OBLIM HCIIONB30BAHBI IIperapaThl
JHK, mony4eHHbIE TIO cTaHAAPTHBIM MeToaukaM (3uHoBbeBa, 2002), HaKOIUIEHHBIC B KOJUICKIIHH
JHK VYHY "bank reHermueckoro marepuana >XuBOTHBIX u mrtur" (n=1025). Ilpo6sr JJHK
MpUHAUIEXKANH OJKUBOTHBIM 11  momynsmuit  abepmuH-anrycckoit  (n=861), 1 momymsimun
repedopackoit (N=49), 1 momyasAuy romuTHHCKOR (N=63) 1 1 MOmyIAnd CHMMEHTAITECKOW TTOPOJT
(n=52).

Jns AMarHOCTHKH OCTEONeTpo3a ObUT HCIOJIB30BAaH METOJ OXHONPOOMPOYHOH ajuiesb-
cnequuunor 1P (AC-IILP), nmna peanu3auuy KOTOPOTO IOCPEACTBOM  HCIIONB30BAHHUS
nporpamMbl - Primer3Plus  (http://primer3plus.com) ©Obut  1000paHBl  OJIMTOHYKJICOTHIHBIE
npaiiMepsl, XapaKTepUCTUKAa KOTOpbIX mpeactaBieHa B TabOm. 1. TP mpoBoaunm mpu momormu
ammmgukaropos Analytikjena Flex Cycler Block Assambly 96G u Biometra Professional
Thermocycler Standard 96 Gradient (Biometra, I'epmanust) B peakiinoHHOM cMecH o0beMoM 10 MK,
cocrosieit u3 1xIIP Oydepa (16.6 MM (NH4)2SO4, 67.7 MM Tpuc-HCI, pH=8.8, 0.1% (v/v)
Tween 20, 1.5 MM MgCl,), 0,2 MM cmecu muaHuTpodocdaros, 10 mMon Kaxaoro u3 npaiimepos, 1


http://primer3plus.com/
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En. Tag-momumepassr u 1 mxn JHK. TemmepaTypHO-BpeMeHHBIE YCIOBHS 3aKIIOYaINCh B
HavyallbHOW JieHaTypanuu (3 MuH), 35 mociaenoBaTeIbHbIX IUKIAX «IeHatypanus (45 ¢) — orxur (30
c¢) — snonHranwst (40 ¢)» W 3aKIIOUUTENBHON dMoHTanuu (4 MuH). TemnepaTypa IeHaTypalnu, OTKUTa
M dJIoHTaIMu coctaBstan 95, 60 u 72°C cOOTBETCTBEHHO.

Tabnuya 1. Xapaxmepucmuka o1ueoHyKieomuoOHbIX patimepos s OUASHOCMUKU OCMeOnempo3d

HaumenoBanne 5°-3"-nocien0BaTeNbHOCTD Juna, 1m.o. T mmaBnenus, °C GC-conepxanue,
npaiimepa %

OSF agc ccc tac agt cac agt ca 20 62 55
OSRn agc agc aga gat cag ctt gg 20 62 55
OSRm CCg acc ccc tca cat tca aa 20 62 55

Amnanuz pesynbraToB [1IP-amMmndukanmuy npoBoIuiM METOI0M refib-3iiekTpodopesa B 3%-
HOM arapo3HOM Teje TPy TOMOINM KaMmepbl st ajekrpodopesa Multisub mini duo (Cleaver
Scientific, Bemukobpurtanus). Pe3ymsTaThl (QUKCHPOBAIM TIPH TOMOINH CHCTEMBI  Tellb-
nokymenTanuu Biometra Ti5 (Biometra, I'epmanus).

Pe3yabTaThl U 00CyXK/AeHHE

Bera pa3paboTana TECT-CUCTEMA TSt BBISIBIICHHS MYyTaluH reHa
0.114437192_114439942del SLC4A2, BbI3bIBaOIICH TMPOSIBICHHE OCTEONETPO3a KPYITHOTO POraToro
CKOTa. Pe3ynbTaThl TEHOTMIHMPOBAHMS C HWIOIB30BAaHHEM pPa3pabOTAaHHOM  TECT-CHCTEMBI
wutoctpupoBanbl Ha puc. 2. B xome AC-IIIIP y >HWBOTHBIX, CBOOOJHBIX OT MYTallWy,
aMIIMUIUPYeTCs TONBKO aJUIENb JUKOTO THIA pa3MepoM 532 mapsl HyKI€OTHIIOB, & Y KHBOTHBIX-
HOCUTENeH MyTaluu — JBa ajuieins: 532 Mm.H., COOTBETCTBYIOUINH 30pOBOMY aiiento u 229 1m.H.,
COOTBETCTBYIOIIMH MYTaHTHOMY ajuieiio. JKMBOTHBIC, OOJBHBIC OCTEONETPO30M, SBISUIMCH OBI
TOMO3HTOTHBIMH TI0 MYT@HTHOMY QJIJIENIO M TOKa3auu Obl Ha 3JeKTpodoperpamMMe TOIBKO OIWH
aJuIenb IMHON 229 m.H.

532 n.H.
229 1.H.

| 500 n.H.
100 m.H.

Puc. 2. Onexmpogpopecpamma AC-IIL[P ons ouacnocmuxu mymayuu cena SLCAA2, ceazannoii
C nposAeieHueM OCmeonempo3a KpynHoz2o pozamozo ckoma. [Hopoowcxu 1, 4, 7, 9, 10 —
2emepo3ucomuule KHcugomuule-nocumenu mymarnmuoeo anneis (OSC); oopoocku 2, 3,5, 6, 8, 9
— ogicusomusie, c60600nble om mymayuu (OSF); K — ompuyamenvhuiti konmpoae I[P, M —
mapkep monexynaprou maccol Ha 500 n.u. c wazom 100 n.n.
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IMocpenctBom pa3paboTaHHON TECT-CHCTEMBI OBLIO TPOBEACHO TE€HOTUIIMPOBAHUE BCETO
HCCIIEyeMOro MOrojaoBbs mo mytanuu §.114437192 114439942del rena SLC4A2, BeI3bIBaromiei
pa3BUTHE OCTEOMETPO3a, B XOJIE KOTOPOTrO, KaK W MPEIonaraioch, OONbHBIX (TOMO3UTOTHBIX IO
PELIECCUBHOMY aJIJICII0) MKHUBOTHBIX, 00HapyxeHO He Obut0. OSC-KUBOTHBIC OBUTH OOHAPYKEHBI B
LIECTH U3 OJMHHAALATH UCCIEOBAHHBIX IPYII )KUBOTHBIX a0epJMH-aHTYCCKOM ITOPOABI.

[MomynAUMOHHBIN aHaIW3, MPEACTABICHHBIA B Ta0J. 2, BBIABUJI IKUBOTHBIX-HOCUTEICH
MYTaHTHOTO aJIJIeNsl, CBSI3aHHOTO C TPOSIBIICHUEM OCTEONEeTpo3a, B Tpynnax adbepauH-anrycoB NeNel,
4,6, 8,9 u 11, cpenu kKoTOpbIX ObLTH oxHA momyJsius kopoB (1,1% OSC), nBe monmynsuuu TENoK
(1,5 u 2,9% OSC) u tpu nonynsuu ObikoB (1,9; 2,2 u 3,3% OSC). Cpenu nomynsuuii abepanH-
anrycckod mopoael Ne 2, 3, 5, 7 m 10, a Taxke MOMyJIsAUud TepeOplICKOH, TONMITUHCKOH W
CUMMeHTaIbcKoi mopoy] (Ne 12-14) KMBOTHBIX-HOCUTENEH ocTeonerpo3a oOHapyKeHo He Oblio. B
CpeIHEeM, YacToTa BCTPEYAEeMOCTH KUBOTHBIX-HOCHUTENIEH OCTEONeTpo3a Cpefy KPYIHOTO pOraToro
CKOTa abepAMH-aHTyCCKOM mopo/isl coctaBuia 0,8%.

Tabnuya 2. Pe3ynomamel ananuza zpynn KpynHozo po2amozo CKOmMa Ha HOCUMENbCINEO
2eHemuuecKozo depexkma ocmeonemposa

Ne momy- [Toponst I'pynnbr n KonnuectBo OSC-KUBOTHBIX
TSN SKMBOTHBIX n %
1 AbepauH-aHTyCCKas OBIKH 120 4 3,3
2 AbGepauH-aHTycCcKas OBbIKH 180 0

3 AbGepauH-aHTyccKas KOPOBBI 91 0

4 AbepauH-aHTyCcCKas OBbIKHA 46 1 2,2
5 AbepauH-aHTyCcCKas ObIKH 63 0

6 AbepauH-aHTyCcCKas OBIKHA 54 1 1,9
7 AbepauH-aHTyCcCKas ObIKH 72 0

8 AbepauH-aHTyCcCKas TEJIKU 65 1 1,5
9 AbepauH-aHTyCcCKas TEJIKU 34 1 2,9
10 AbepauH-aHTyCcCKas TENKU 46 0

11 AbepauH-aHTyCcCKas KOPOBBI 90 1 1,1
12 I'epedopackast KOPOBBI 49 0

13 TommTrHcKas OBIKH 63 0

14 CHUMMeEHTaJIbCKas OBIKH 52 0

Takum 00paszom, 1Mo pe3yapTaTaM HaIlNX UCCIETOBAaHUM 4aCTOTa BCTPEYaEeMOCTH KHUBOTHBIX -
HOCUTENEeH TeHeTHIEeCKOoro AeeKkTa OCTeonerpo3a # COCTaBHIIa B 3aBUCHMOCTH OT momysinuu 1,1-
3,3%.

JanHoe HaciencTBeHHOE 3a00J€BaHHE MHTEPECHO TE€M, YTO MPHUYHMHA €r0 CTaJI0 W3BECTHA
TonbKO 4epe3 40 Jer mocie MposBIEHHUS IMEPBBIX CIy4aeB, deMy, Oe3yCIOBHO, CIOCOOCTBOBAIIO
pa3BUTHE METOIOB MOJEKYJSIPHOW TEHEeTHKH. B Hacrosdmee BpeMs COTJIAaCHO TOKyMEHTaM
AmepukaHCcKOH Accomuanuu 1Mo a0epAWH-aHTYCCKOW IIOpoJe B OTHOIIEHWH HACIEICTBEHHBIX
3a00nmeBaHuii, OCTEONEeTpo3 TMpPH3HAH JICTAIGHBIM TEHETHYeCKMM Je(DEeKTOM U  SBISACTCS
00s3aTeNbHBIM IS KOHTpOJsA. JKWBOTHBIE C TpU3HaKaMu 3a0oNeBaHUS HE JOITyCKAIOTCS K
perucTpanny, a Ha POJOCIOBHBIX W TUIEMEHHBIX CepTHU(UKATAX IKUBOTHBIX-HOCUTENEH H WX

IIOTOMKOB CTaBATCSA COOTBETCTBYIOIIHE OTMETKHU
(https://www.angus.org/pub/dd/ddpolicy08142013.pdf). Taxoxe nepexr OTCIIEKHUBAETCS
AMepHUKaHCKOU Acconnanuen o CUMMEHTAJILCKON nopozje

(https://simmental.org/site/index.php/learning-library/dna-genomics/genetic-conditions).

AHanM3 XUBOTHBIX, 3apErHCTPUPOBAHHBIX B AMeEpPUKAaHCKONH Accomuanuy 1o adepiIuH-
aHrycckoil mopozge 3a 2017 r., mokazaja Halu4yue XUBOTHBIX-HOCUTEIEH OCTEOMETpo3a B 4YacTOTE
1,7% (KonoBanoBa, 2017). bomee nperanmbHOe u3yueHHe IOUHAMUKU pacnpoctpaHenus OSC-
)KUBOTHBIX B mepuon 2017-2019 rr. mokaszanl TEHICHIHIO K CHUXEHHUIO KOJMYECTBA TaKHUX


https://www.angus.org/pub/dd/ddpolicy08142013.pdf
https://simmental.org/site/index.php/learning-library/dna-genomics/genetic-conditions
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JKMBOTHBIX, YTO CBHIETEIBCTBYET 00 YCIEIHON MPO(GUIaKTHUECKON paboTe B OTHOIIEHUH JaHHOTO
renernyeckoro aedekra (Www.angus.org/Pub/GeneticConditions.aspx).

3a Tpu roma (2017-2018-2019 cpemu IKUBOTHBIX a0EPAMH-aHTYCCKOM TOPOJIBL,
3aperucTPUPOBAHHBIX B AMEPUKAHCKOM AcCOLMAIUM, BBISBICHA CIEAYIOMIAs TUHAMUKA YaCTOTHI
BcrpeyaemocTu OSC: kopoBsl: 2,9 — 3,3 — 0; 6biku: 0,3 — 0 — 0. IlpumeuatensHo, uto B 2017 roay
4acToTa BCTPEUaEeMOCTH KUBOTHBIX-HOCUTENEH OCTEONeTpo3a cper KOpoB OblIa TIOYTH Ha TOPSI0K
BBIIIIE 110 CPaBHEHHIO ¢ Tpynmoi ObikoB. B 2018 roay cpenu 6pikoB OSC-xMBOTHBIX 00OHApYXKEHO HE
OBLITO, OTHAKO K HACTOSIIEMY BPEMEHH B TEKYILIEM IOy YK€ BBISBIICHO JIBA KHMBOTHBIX-HOCHTEINS,
YTO COCTaBJIsAeT Ha cerogusamuuii neHs 0,09%.

B menom, ananusupys 3apyOeKHBIE U TIONTYYEHHBIE B XOJI€ HAIIMX WCCIIEJOBAHUN JaHHEIC,
CJIEyeT OTMETHTh, YTO YaCTOTa BCTPEUAEMOCTH MyTaHTHOro amieins reHa SLCAA2, BbI3bIBaroOIIEro
MIPOSIBJICHHE OCTEOIETPO03a, OTHOCUTENBHO HU3KAasl U He TpeBbImaeT 5%, 4To, HCCOMHEHHO, SIBIISETCS
3aCIIyToii MepBBIX YYCHBIX, PACKPBIBIIMX MOJICKYJSIPHYIO OCHOBY 3aboneBanus (Mayers et al., 2010).
OnHako, HamMYue B MOMYJSIIUSAX JlaKe EAWHUYHBIX >KUBOTHBIX-HOCHTENEHW AaHHOrO JaedeKTa, B
YaCTHOCTH, CpEI >HBOTHBIX a0epJMH-aHTYCCKOW TMOpPOJBI, YKa3bIBAaeT HAa HEOOXOJMMOCTH €ro
KOHTPOJIS BO N30eKaHHUE PACTIPOCTPAHEHUSI.

Hamm uccnenoBanus He BblsiBUIIM MyTtanuu reHa SLC4A2, cBsizaHHOW C OCTEOINETPO30M,
Cpelu J>KUBOTHBIX TepeOp/ICKOW, TONIITHHCKOW M CHMMEHTAIbCKOH TMOpOJ, OJHAKO, 3TO He
O3HaYaeT, 4YTO MPOSBICHUE 3TOW MYTallMM MCKIIOUEHO MPH HCCIENOBAaHUH JIPYTUX MOMYISIHHA
JIAHHBIX TTOPOJI.

3akJaouenue

B cBs3u ¢ orcyrctBueM Ha Tepputopud Poccuu Kakux-mu0OO KOHTPONBHBIX Mep B
OTHOIIICHUM TEHETHYECKHX Je(pEeKTOB, Hallla CTpaHa IOJBEPraeTcs OMACHOCTH PaclpOCTPAHCHHUS
KUBOTHBIX-HOCHTEINICH C MOCIEAYIONMNUM KINMHUYECKHM IPOSBICHUEM HACIECTBEHHBIX aHOMAJWH.
[MosTOMy, nake HaM4YWe EIMHUYHBIX >KHBOTHBIX-HOCHTENEH JIO00r0 TreHeTHueckoro nedekra
SIBIISIETCS TIOBOJIOM JUTSL OPTaHU3AIIMHA KOHTPOJISL.

B Hamiem wWcclienoBaHMM KMBOTHBIC-HOCHTENM MyTaHTHoro amiens reHa SLC4A2,
BBI3BIBAIOIIETO TPOSBIICHUE OCTEONETPO3a, OBUIM BBISIBICHBI TOJNBKO Y JKHBOTHBIX a0ep.IvH-
aHTyCCKOM mopojsl. PaspaboTaHHass HaMH TECT-CHCTEMa OTHOCHTCA K cCIoco0aM MPO(UIAKTHKH
TeHeTHYEeCKNX 3a00NeBaHMi KPymHOro poraToro ckora. OHa TpencTaBiseT coOoil T0CTaTOYHO
MPOCTOH, KOMMEPUYECKH JOCTYIHBIH METOJl, MO3BOJISIONIMN OCYIIECTBISATh pPaHHEE BBISBICHUC
JKHBOTHBIX-HOCHTEICH MeHeTHYecKoro aedekra OCTeoneTpo3a He3aBHCUMO OT ToNa U Bo3pacrta. Eé
MPAKTUIECKOE MPUMEHEHNE NIACT BO3MOXHOCTH MOJNydYaTh WH(POPMAIUIO O HATMYUU B TCHOTHIIC
KHUBOTHBIX MyTaiu (.114437192 114439942del rema SLC4A2, uTo mMO3BOJAMT pa3pabaThiBATh
CENEKIIMOHHBIC TPOrpaMMbl, H30erarolme CrnapuBaHus KUBOTHBIX-HOCHTENEH Mexny coboi. Ha
CerONHAINIHWA JIeHb JAHHBIA TIIOAXOA SBIISIETCS Jydlnel crparerneii B TPOQUITAKTHKE
HacneacTBeHHbix 3abosnesanmii (Whitlock, 2010), B wacTHOCTH oOcCTeomerpo3a, Tak Kak maér
BO3MOXXHOCTh HCIIOJIb30BATh JKUBOTHBIX-HOCUTENEH TeHeTHYecKoro nedekra 0e3 BHIOPAKOBKH H,
COOTBETCTBEHHO, 0€3 MOTEPH TCHETUYECKOro MOTEHI[MANIA CTala, U B TIEPCIIEKTUBE MOIYYaTh OT HHX
3IOPOBBIX TEIIAT.

Hccneoosanus nposedenvl 6 pamkax ebinoiHeHus 3a0anus Munucmepecmsa obpazoeanus u
nayxu Poccuiickoti @edepayuu Ne AAAA-A18-118021590138-1 ¢ 2017-2019 ze.
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Osteopetrosis genetic defect in cattle: the creation of the diagnostic DNA test
and analysis of the mutation carriers frequency in Russian populations

Konovalova E.N., Kostyunina O.V., Romanenkova O.S., Volkova V.V.

Ernst Federal Science Center for Animal Husbandry, Podolsk - Dubrovitsy,
Moscow oblast, Russian Federation

ABSTRACT. Osteopetrosis is a lethal genetic defect with a simple somatic recessive mode
of inheritance, which was originally identified in mice and humans. The aim of this work is to study
the clinical signs of the disease, the features of its inheritance, as well as the mutation
0.114437192 114439942del of the SLC4A2 gene, which is the cause of osteopetrosis in cattle. A test
system was developed based on DNA analysis by the ACP-PCR method, which allows identification
of the mutant allele of the SLC4A2 gene associated with osteopetrosis, regardless of gender, age and
physiological state of the animals. Using the developed test system, screening of Russian cattle
populations of Aberdeen-Angus, Simmental, Hereford and Holstein breeds (n = 1025) was carried
out, animals-carriers of osteopetrosis were detected in six populations of Aberdeen-Angus breed at a
frequency of 1.1-3 3%. The use of the obtained results will provide information on the presence or
absence of a mutant allele in the genotype of animals, causing the development of osteopetrosis, and
can be recommended as a means of preventing the manifestation of this genetic defect in cattle by
eliminating the crossing of carrier animals with each other.

Key words: cattle, Aberdeen Angus, Holstein, Simmental, Hereford, genetic defect, osteopetrosis.
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