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JHK-Tect «OS»

Ha HocutesibcTBO OCTEOIIETPO3A y kpynHOro poratoro ckora
(Osteopetrosis)

Illopooa: ABEPJINH-AHI'YCCKAS

OMIA: 000755-9913

Onucanue 3ab01e6anus:

OcteorneTpo3 («00JIe3Hh MPAMOPHBIX KOCTEH») OOYCIOBIICH MPOTSIKCHHOW NeJelueil B TeHE
SLC4A2 xpomocombl 4. DTO MOHOTEHHOE JieTaJIbHOe ayTOCOMHO-PEIIECCUBHOE 3a00jIeBaHUE
OTIOPHO-ABUTATEIHHOTO ammapaTa. [ OMO3UTOTHBIC IO MYTAaHTHOMY aJUICIIO TEJSTa POXKIAOTCS,
Kak MpaBujio, MepTBbIMU Ha 250-275 nenb 6epemenHoCcTH. KimnHUYecKHue MpU3HAKU: HEOOIBIION
pa3Mep Temna, IUIOCKUH depern, OpaxurHaTHs, MOPaXEHHBIC MPEMOJISIPHI, BBICTYMAIOMINN S3BIK,
KOCTH KOHEYHOCTEW HE COJEpKaT MOJOCTH KOCTHOro Mo3ra. OCTeomneTpo3 XapaKTepusyercs
YBEJIMUEHUEM MACCHI CKeJleTa U3-3a 00pa3oBaHUsl YPE3MEPHO IJIOTHBIX U XPYNKHUX KOCTEH, 4TO
SIBJISIETCSI CJICCTBUEM HEIOCTATKa KOJMYeCTBA M/WiIM (PYHKIIMH OCTCOKIACTOB. Y BEINYHUBACTCS
BEPOSATHOCTh IIEPEIIOMOB, a TAaK)KE pPAa3BUBAIOTCS HEBPOJOTHYCCKHUMH OCIOXHCHHUSIMH H3-32
CKaTBIX YEPEIHBIX HEPBOB, KAJIBIMHHUPOBAHHBIX COCYIOB TOJOBHOTO MO3ra W MO3TOBBIX
000J104€K.

PN
Hnmepnpemayus pe3yiomamos:
I'enotun Onwucanue
N/N (OSF) HOPMaJIbHBIH T'€HOTUN (TMPUCYTCTBYIOT JBE HOpMallbHbIE KONUHU T€Ha,
romo3urota). JKuBoTHOE 310POBO, HE HECET JIETAIbHOM MyTaIllK
N/M (OSC) [IpucyTcTBYIOT OAHA MYyTaHTHas W OJlHA HOpPMaJIbHas KOIUU TEHOB

(rerepo3urora). JKuBoTHOE SABJISIETCS HOCHTeeM 3a00JI€BaHUs, HE CTPAAAET
oT 3a00JIeBaHUs, HO MOXKET NIepeIaBaTh MyTaHTHYIO KOMHIO I'eéHa ITIOTOMCTBY.
M/M (OSA) [TpuCyTCTBYIOT 1BE KONMUH MYTAaHTHOTO T€Ha (TOMO3HUTOTa 10 MYTaHTHOMY
ansento). bonbHble TensATa TMOHYT B IIEpBbIE HEEIH KU3HH.
CoryiacHO PeKOMEHIAIUSIM aMEPUKAaHCKHX acColMalMi adepauH-aHrycckor moposl (American
Angus Association, Red Angus Association of America):

HopmanbsHbiii reHOTHT OBIKa MITH KOPOBBI 0003HAYAETCS OSF
Hocurens MmyranTHOrO amiens OSsC
BonbHOE ’KMBOTHOE OSA

Buisignaemas mymayus:

Henenust 2781 m.H. B rene SLC4A2 xpomocoMbl 4 3aTparuBaeT 3K30H 2 U MOYTH HOJOBUHY
JK30Ha 3.

4:9. 114437192_114439942del. SLC4A2 xoaupyer OellOK aHMOHOOOMEHHUK KapOoHaTa |
XJopuA-uoHa. B pe3ynprare aenenuu HapymaeTcs TpaHCHopTHas (yHKOusS Oenka, dYTo
IPUBOJUT K MOALIEIAYUBAHUIO OCTEOKIIACTOB M BBI3BIBAET MX MPEXKIEBPEMEHHYIO THOEIb.

Xapaxmep nacnedosanus 3a0601e6aHus: ayTOCOMHO-peLiecCuBHbIN. Hocurenem MOXeT sSBIAThCS
KakK ObIK, TaKk U KOpoBa. JKHMBOTHbIE-HOCUTENIN BHEIIHE HUYEM HE OTJINYAIOTCS OT KUBOTHBIX - HE
HOCHUTEJIEW CUHIpOMA.



JAHK-Ttect «<MA»

Ha HocuTennbcTBO MAHHO3UO3A anbga y KpylmHOro poraToro cKoTta
(Mannosidosis alpha)

Ilopooa: ABEPJINH-AHI'YCCKAS

OMIA: 000625-9913

Onucanue 3ab0ne6anusi:

ManHo031103 anb(da 00yCIIOBIEH OTHOHYKICOTHIHON 3aMeHoi B TeHe MAN2BI1 B xpoMocome 7.
OTO MOHOTEeHHOE JIeTaJIbHOe AayTOCOMHO-PELECCHBHOE JIM30COMalibHOE 3abosieBaHUeE.
XapakTtepuszyercsi abopTaMd M BBICOKOW HEOHATalbHOM CMEpPTHOCTHIO. ['OMO3UTOTHBIE IO
MYTaHTHOMY QJIJICNIIO TEJIATA POKIAIOTCA 0e3 MPU3HAKOB (U3MYECKUX HEJOCTAaTKOB. 3aTeM B
TEYEHHE T[EepPBOTO ToJa pPa3BUBAIOTCA IMPOTPECCHPYIOIINE HEBPOJIOTHYECKHE HApYIICHUS:
aTakCHs, TOJIOBOKPYXKEHHMs, TPEMOp, arpeccusi W Mapajiud nepen cmepTbio. KimHuueckue
MIPOSIBJICHUS CBA3aHbI C HAKOIUJICHHEM OOTaThIX MAaHHO30M COeTUHEHHM, BBI3BAHHBIX JAS(PUIIMTOM

Hnmepnpemayus pe3yromamoas:
T'enorun Onucaunue

N/N (MAF) HOPMAJIbHBI T€HOTHI (IPUCYTCTBYIOT JIBE HOpMaJbHbIC KOIWHU T'eHA,
romo3urora). JKuBoTHOE 310POBO, HE HECET JICTATLHOW MyTaIllu

N/M (MAC) [TpucyTcTBYIOT OfHAa MyTaHTHAas W OJHA HOPMajbHas KOIMU TEHOB
(rereposurora). JKMBOTHOE SBISETCS HOCHTETeM 3a00JIEBaHHSA, HE
cTpazaer OT 3a00JieBaHUs, HO MOXKET NepelaBaTh MYTaHTHYIO KOIHIO
T'€Ha IIOTOMCTBY.

M/M (MAA) [TpucyTcTBYIOT JABE KONMM MYTAaHTHOTO TeHa (TOMO3WUTOTa IO
MYTaHTHOMY ajuiento). bonbHbIE Tensita THOHYT B TEpBBIE HENENU
KHU3HH.

CoracHO PeKOMEHIAIUSIM aMEPUKAHCKHX accolMaluii abepIuH-aHrycckon moposl (American
Angus Association, Red Angus Association of America):

HopmanbHslii reHOTHI ObIKa MJIM KOPOBBI 0003HAYaeTCst MAF
Hocurens myranTHOrO amiens MAC
bonpHOE )KMBOTHOE MAA
Buissnaeman mymayus:

OHOHYKJIEOTHIHAS 3aMeHa TUMUHA Ha IuTo3uH B TeHe MAN2BI1 B xpomocome 7.
7:9.13957949, ¢.961T>C, p.Phe32lLeu. Tem MANZ2B1l komupyer JH30COMAIbHYIO O-
MaHHO3H/1a3y, KOTOpasl y4acTByeT B KaTaboym3Me N-CBA3aHHBIX TJIMKOIPOTEHHOB MTOCPEICTBOM
MOCIIE0BATEIHbHON JACTPaJallii CIOKHBIX OJIMTOCAXAapUIOB U, CIIEOBATEIBHO, UTPAET BAKHYIO
posib B MeTaboIm3Me MaHHO3bI. 3aMeHa (heHmTaTaHuHA Ha JICUIMH B 321 MOJ0KEHUH TPUBOJIUT
K 00pa3oBaHHi0 (DYHKIIMOHATEHO HEAKTUBHOTO Oenka. Jlepunut a-D-mManHHO3UAA3BI MPUBOANT K
IJ100abHBIM HapyLICHUSIM OOMEHa BELECTB y KPYITHOTO POraToro CKoTa.

Xapaxmep nacnedosanusn 3a001e6anus; ayToCOMHO-pPEIIeCCUBHBIN. HocuTeaeM MOXeT SBISIThCS
Kak OBIK, TaK ¥ KOpoBa. JKHBOTHBIE-HOCUTENIM BHEIIHE HUYEM HE OTJIMYAIOTCS OT KUBOTHBIX - HE
HOCHUTEJIeH CUHApOMA.



JAHK-tect «DD»

Ha HocuteiabcTBO AYIIJIMKAIIMU PA3BUTUSI (momumenusi) y KpyHmHOTO pOTaToro CKOTa
(Developmental Duplications = Polymelia)

Ilopooa: ABEPJINH-AHI'YCCKAS

OMIA: 001465-9913

Onucanue 3ab0ne6anusi:

Jymukamus pa3BuUTHS 0O0YCJIOBJIEHa OJHOHYKJIeoTHaHOM 3ameHoir B Trene NHLRC2 B
xpoMocoMe 26. DTO MOHOTCHHOE ayTOCOMHO-PEIIECCHBHOE 3a00JieBaHWE C HETOJHOU
neHerpanTHOCThI0 (56%) u BapmabenbHOW OSKCIPECCHBHOCTHIO. DD  sBisiercs aedekToM
SMOpPUOHANIBHON HEHpPYNALNU, BKIIOYAIOMIUM KaK YEpernHoW, TaKk U CIHHAJIbHBIA aucpapusm
(pacuieryieHre Ay)XEeK IMO3BOHKOB). ['OMO3HIOTHBIE TENSATa POXKIAIOTCS C JIOTIOJHUTEIEHBIMU
KOHEYHOCTSIMU (C OJHOW WJIM HECKOJIbKUMH), Kak IMpaBWIoO, NyOnupyercs MepeaHsis Hora,
IIPUKPEIUICHHAs. BJOJb CIUHHOM CpeAVMHHOW JIMHMM. Kpome TOro, BCTpPE4aroTCs YepernHo-
JUIEBOM aucMopdoreHes pa3iuyHON CTENeHU TSHKEeCTH (OT HapylIeHUH pa3MepoB YETIOCTH J10
YEepEIHO-JTUIEBOT0 JYOIUPOBAHMS «J1BA JINLAY» WIIH «IBE TOJIOBBI»), 3pEIIble TePATOMBI, JIUTIOMBI,
JIepMOUAHbIE KUCThl. OCHOBHBIMU SKOHOMUYECKUMU MOCIIEACTBUSAMHU 3TOTO CUHIPOMA SIBJISIOTCS
HOTEpU OT 3aTpyAHEHHs OTena (BHICOKAsh CMEPTHOCTBHIO TENAT) M CTOMMOCTb XHPYPIHYECKHUX
aMIyTalui, KOTOpble HEOOXOJUMBbl BO MHOTHX BBDKUBIIUX ciydasx. OTCyTcTBHE OOJBIIOTO
KonmgectBa romo3urotr mo DD ykaspiBaeT Ha 3HAYMTENBHYIO SMOPHUOHAIBHYIO CMEPTHOCTh
9TOr0 FeHOTHUIA.

| <IN A
Pacnpocmpanennocmo:
[Io nuTepaTypHbIM [JaHHBIM YacTOTa BCTPEYAEMOCTH ailjieNii Cpedd aMEepUKaHCKHX
npousBouTeneil 3%, yacrora Hocutenei 6%, B ABcTpanuu yactora Hocutenei — 15%
Hnmepnpemayus pe3yiomamos:

I'enoTHn Onucanne

N/N (DDF) HOPMAJIbHBIH TEHOTHIT (MPUCYTCTBYIOT JIBE€ HOPMajbHBIE KONHH TeHa,
romo3urota). JKuBoTHOE 310POBO, HE HECET JIETAIbHOM MyTaIlH

N/M (DDC) [IpucyrcTByIOT OAHAa MyTaHTHas M OJHAa HOpPMaJlbHAas KONHUHM TEHOB

(rerepo3urora). JKUBOTHOE SIBISIETCS HOCHTeJ eM 3a00JIeBaHus, HE CTpaaaeT
OT 3200JI€BaHNUs1, HO MOXKET Iepe/laBaTh MYTaHTHYIO KOIUIO T'€Ha ITOTOMCTBY.
M/M (DDA) | [IpucyTcTBYIOT JBE KOIMHHM MYTAaHTHOTO TeHa (TOMO3UTOTa MO MYTaHTHOMY
aisento). bonbHble TensATa TMOHYT B TIEpBbIE HEEIH KU3HH.
CornacHO peKOMEHAAIMSIM aMEPUKAaHCKHX accolMaIMii abepIuH-aHryccKoi mopos! (American
Angus Association, Red Angus Association of America):

HopmanbHsiii reHoTHn ObIKa UM KOPOBBI 0003HAYaeTCs DDF
Hocurens myTranTHOrO amiens DDC
Buisenaemas mymayus:

OJHOHYKJICOTHIHAS 3aMeHa TUMUHA Ha nuTo3uH B TeHe NHLRC2 B xpomocome 26.
26:09.34618072T>C, ¢.932T>C, p.Val3llAla. 3amena BamuHa Ha amaHuH B 311 mOJOKEHUU
MPUBOANUT K 00pa30BaHUI0 (DYHKIIMOHAIIEHO HEAKTUBHOTO OeJka, KOTOPHIH, 1O BCEH BUIUMOCTH,
perynupyer TPaHCKPHUIIIUIO TEHOB BO BPEeMS HEHPYIISIIHH.

Xapaxmep nacnedosanusn 3a001e6anus; ayToCOMHO-pPEIIECCUBHBIN. HocuTeneM MOXeT SBISIThCS
Kak OBbIK, TaK ¥ KOpoBa. JKHBOTHBIE-HOCUTENIN BHEIIHE HUYEM HE OTJIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIe CUHApOMA.



JAHK-Tect «<AM»

Ha HocuTesnbcTBO MHOXKECTBEHHOI'O APTPOI'PUIIO3A y KpymHOro poraroro ckKora
(Arthrogryposis multiplex)

Ilopooa: ABEPIUH-AHI'YCCKASA

OMIA: 001465-9913

Onucanue 3a00ne6anusi:

MHOKECTBEHHBIN apTpOrpuIio3 oOYCIOBIICH NPOTsHKeHHOW nenernuedt B reHax HES4, 1SG15,
AGRN xpomocombr 16. DT0 MOHOTEHHOE JeTajJbHO€ AyTOCOMHO-PEIECCHBHOE 3a00JieBaHUE
OIOPHO-JIBUTATEIILHOTO ammapara. ['OMO3UIOTHBIC TI0 MYTAaHTHOMY QJUICIIO TEJsATa POKIAOTCS
MEPTBBIMU WJIM YMHPAIOT BCKOPE IMOCIE poxkaeHus. KimnHnYeckne mpru3HaKku BKIIOYAOT B ceOs
MHOXECTBEHHBIC JedopMaIiu: MMO3BOHOYHUK (IICHHBINA, TPYIAHOW W TOSCHUYHBIA OTIEIIbI)
COrTHYT ¥ CcKpydeH (kudockonmos), TsoKenble (QUKCUPOBAHHBIE KOHTPAKTYpPHI CYCTaBOB,
BO3MOXHBI TaKke HeopMainus TPyIHOW KIETKH, pacllelMHa HOca WM Heba, CyXOXKWIbHBIC
KOHTPAKTYpHI U JedopMaiuu cepana. B pe3ynbrate MyTaluu yMEHbIIACTCS KOJTUIECTBO albda-
MOTOHEUPOHOB B cerMeHTax C6-C2 CIIMHHOTO MO3Ta, YTO MPUBOJIUT K HAPYIICHUIO WHHEPBAIIHU
CKEJICTHBIX MBIIII. YMEHBIIACTCS IOABMKHOCTh ILIOJAa B MAaTKe, CKEJICTHBIC MBINIIBI HE
Pa3BUBAIOTCS JOJDKHBIM 00pa3oM (CHUXKAETCSI UX Macca) U TEICHOK POYKIAETCS C MajbIM BECOM
U CO CKPYYCHHBIMH KOHEYHOCTSMHU. [lepesHME HOTH COTHYTHI, 3aJHHE Yalle Pa3oTHYTHl U
3a(hMKCUPOBaHBI, YTO CO3/IaCT TPYAHOCTH B OTEIIE.

Humepnpemayus pezynomamos.
I'enorun Onucanue
N/N (AMF) HOpPMaJIbHBIH TeHOTHI (IIPUCYTCTBYIOT JIB€ HOpPMajbHbIE KONHMM Te€Ha,
romMo3urota). JKUBOTHOE 310POBO, HE HECET JIETAIbHONW MyTallun
N/M (AMC) | [IpucyrcTByroT oOIHa MyTaHTHas M OJHA HOPMalbHAas KONUH TEHOB
(rerepo3urora). JKUBOTHOE SIBISIETCS HOCHTeJeM 3a00JeBaHus, HE CTpaaaeT
oT 3a00J1€BaHNUs1, HO MOXKET Tepe1aBaTh MYTAaHTHYIO KOIUIO T'€Ha ITOTOMCTBY.
M/M (AMA) | TIpucyTcTBYIOT [IBE KOIHMH MYTAaHTHOTO r'eHa (FOMO3HMIOTa MO MYTaHTHOMY
aiento). bonbHbIe TensATa THOHYT B IEPBbIE HENETH JKU3HH.
CornacHo peKOMEeHIAlUsIM aMePUKaHCKUX accolMaluil abepauH-aHrycckoi mopoasl (American
Angus Association, Red Angus Association of America):

HopmanbHbiii reHOTUT ObIKa MIIM KOPOBHI 0003HAYAETCS AMF
Hocurens MyTaHTHOTO ajuiens AMC
BonsHOE XUBOTHOE AMA
Buiasnaemas mymayus:

Henenus 23363n.H. oxBatbiBaeT yacTh reHa HES4, Becw ren ISG15 u nepBrie n1Ba sx30Ha AGRN
xpomocomber  16. AGRN xkomupyer Oenok, WMEIONIUI KIIOYEBOE 3HAYEHHWE B Pa3BUTUU
MBIIIEYHOH TKaHW U MOTOHEWpoHOB. ISG15 koampyer yOMKBHTHH-TOJOOHBIN OEIOK, KOTOPBINA
aKTUBHpYeT Hecleuu(UYecKuii HMMMYHHUTET (XE€MOTAaKCHC HEUTpOQHIOB, MPOAYKIHUIO
uHTepdeponoB anbda u 6eta). Pynkius HES4 nenszpectna. OTcyrcTBUE 23THIC.I1.H. IPUBOJIUT K
TIOJTHOM TTOTepe PYHKITUH BCEX TPEX OEIKOB y TOMO3UTOTHBIX TEJIST.

Xapaxmep nacnedosanus 3aboneéanus: ayToCOMHO-periecCuBHbIA. HocuTteneM MoXeT sSBIAThCS
Kak OBIK, TaK M KOpoBa. JKHBOTHBIC-HOCUTEIHM BHEITHE HUYEM HE OTIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIEW CUHIpOMA.



AHK-tect «DM (M1)»

Ha HocuTenbcTBO TUITEPTPO®UU MYCKYJIATYPBI y kpyniHOro poraToro cKkoTta
(Muscular hypertrophy = Double muscling)

Ilopooa: ABEPIUH-AHI'YCCKASA

OMIA: 000683-9913

Onucanue 3abo01e6anus:

['uneprpodus myckynatypsl odycnosiena nenenuerd 11 mH. B reH MSTN xpomocomsr 2. D10
MOHOTE€HHOE ayTOCOMHO-perieccuBHoe 3aboneBanue. Penotun DM  xapakrepusyercs
3HAYUTEIbHBIM YBEIHMUCHUEM MbIIICYHONW Macchl npuMepHo Ha 20% (yBenuvyeHUe KOJIMYeCcTBa
MBIILIEYHBIX BOJIOKOH), YTO MPUBOIUT K YBEJIUYEHHUIO JOJIH «IOPOTHUX» KYCKOB Msca. Msco
CTaHOBUTbHCA 00Jiee HEXKHBIM (MEHBILIE COACPKUTCS COSAMHUTENILHON TKaHM), O0JIee TOCTHBIM 32
CYET YMEHBIIEHHUS MOAKOKHOTO M BHYTPUMBIIIEUHOTO JKHpa (TaK HAa3bIBAEMOTI'O Mpamopa), YTo
NPEACTABISIET  ONPENEICHHBIM  JKOHOMUYECKMM  uHTepec. Hapsany ¢ oueBHIHBIMU
[IPEUMYIIECTBAMU JIBOMHAs MYCKYJaTypa HMMEET W HEIOCTATKU: CHI)KEHHE POXKIAEMOCTH,
HU3Kas >KU3HECIOCOOHOCTh TENAT, 3aTPyAHEHUE OTeNla, OTMEYAeTCsl BhICOKas SMOpHOHANIbHAsS
CMEPTHOCTh TOMO3HUTOTHBIX 0co0eil. [mmepTpodus MycKymaTyphl, a TakKe YMCHbBIIEHHBIX
BHEIIHUX U BHYTPUMBIIIEYHBIX OTJIOKEHHH KUpPA XapaKTEPHO U Uil TE€TEPO3UTOTHBIX o DM
)KUBOTHBIX.

\

Humepnpemayus pe3yniomamos:
T'enoTun Onucanue

N/N (DMF) HOPMAJIbHBIAH TEHOTHIT (MPUCYTCTBYIOT JIBE€ HOPMajbHBIE KONHH TeHa,
romo3urota). JKuBoTHOE 310POBO, HE HECET JIETAIHOM MyTaIlH
N/M (DMC) | IIpucyTcTBYIOT OJHa MyTaHTHas ¥ OJHAa HOpMalbHas KONHH TEHOB
(rerepo3urora). JKUBOTHOE sIBIISETCS HOCHTeJeM 3a00JIeBaHUs, HE CTpagaeT
0T 3a00JIeBaHMUsI, HO MOXKET TIepe/IaBaTh MYTAHTHYIO KOITHIO T€Ha TIOTOMCTBY.
M/M (DMA) | [IpucyTcTBYIOT JBE KOIMHHM MYTAaHTHOTO TeHa (TOMO3UTOTa MO MYTaHTHOMY
ansento). bonbHble TensATa TMOHYT B IIEpBbIE HEEIH KU3HHU.
CoryacHO PeKOMEHIAIUSIM aMEPUKAHCKHX acCcolMalMi abepauH-aHrycckoi moposl (American
Angus Association, Red Angus Association of America):
HopmanbHbiii reHOTHI ObIKa MJIM KOPOBBI 0003HAYaETCst DMF (M1F)
Hocwurenb MyTaHTHOTO aiiens DMC (M1C)
Buviasnsaemas mymayusi:
Henemmst 11 mH. B reH MSTN xpomocomsl 2, BcTpedaeTcsi Takke B Mopojax Oenbruiickas
roiy0asi, akBUTaHCKasi CBETJIasl, IEBOHCKAs, CAaHTa-TePTPYa, MIOppEH, TMMYy3HUH.
2:09.6218379delATGAACACTCC, .821-831delTGAACACTCCA, p.Glu275ArgfsX14.
Muocratun wiu  ¢aktop pocta u auddepenmupokun 8 (GDF8) mpeacraBmser coboit
OTPHIIATENbHBIA PEryasiToOp Macchl CKeJIEeTHBIX MbIl. HaOromaercst BBICOKOE T'€HETHUYECKOe
pasHooOpa3ue B reHe MSTN, BBIsSBIICHO NIEBATh MyTalllii, MHAKTUBUPYIOIIHUX 3TOT reH. [lenemnms
11 m.H. IpUBOAMT K CABUTY PaMKU CUMUTBHIBaHUS, (POpPMHUpPYETCS YKOPOUEHHBINH (YHKIMOHATIHHO
HeakTHBHBIN Oenok. [Toteps dyakunum MSTN BBI3bIBAET 3HAUUTEIBHOE YBETUUECHUE MBITIICUHON
Macchl.
Xapaxmep nacredosanus 3a601e8aHus: ayTOCOMHO-pelieCCUBHBIN. HocuTenem MOXeT SBIATHCS
Kak ObIK, TaKk ¥ KOpoBa. JKMBOTHBIE-HOCUTEIM BHEIIHE HUUEM HE OTIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIe CUHApOMA.



JAHK-tect «DW»

Ha HocuTenbcTBo KAPJIMKOBOCTM y kpynHOro poratoro ckoTa
(Dwarfism)

llopooa: ABEPJIUH-AHI'YCCKASA

OMIA: 000299-9913

Onucanue 3ab01e6anus:

KapnukoBocTs 00yciioBiieHa OJHOHYKIICOTUAHOW 3ameHol B reHe PRKG2 xpomocomsl 6. D10
MOHOT€HHOE ayTOCOMHO-PEIECCUBHOE 3a00yIeBaHme. Y aHTYCOB KapJIMKOBOCTh XapaKTEPH3yeTCs
Kak Gopma axoHIpoIUia3ud. ['OMO3UTOTHBIE TENsITa MPHU POXKIACHUM UMEIOT HOPMAJbHBIN Bec,
4yepe3 HECKOJIbKO MECSIIeB HAONIOAAeTCs CYIIECTBEHHBIC TUCTIPOTIOPIIUK: aHOMAIbHO KOPOTKHE
HOTM M KpymnHble Tena. KiuHWYeckue MpHU3HAKU: HENPONOPIHMOHATIBHO YKOPOUYCHHBIE
KOHEYHOCTH (YMEHBIIIACTCS IHAOXOPAMATHLHOEC OKOCTCHEHHE), U3MEHEHHUS B Pa3BUTUU dYeperna
(mmockasi ¥ MMPOKas TOJI0Ba), aHOMaJINH MO3BOHKOB MOSCHUYHOIO OTAeNa. PocT MArKuX TKaHei
TeJla HE MEHSETCS, B OTJIMYME OT KOCTEW U XPALIEH, ITOATOMY BO3MOKEH MX OTHOCHTEIbHBIN
I/136I>ITOK.. A

HUnmepnpemayus pezynomamos.
T'enoTun Onucaunue

N/N (DWF) HOPMAaJIbHBIA T€HOTUN (IPUCYTCTBYIOT JIB€ HOpMAaJbHBbIE KOIWU TEHa,
romo3urora). JKuBoTHOE 310POBO, HE HECET JICTATLHOW MyTaIlnu

N/M (DWC) [TpucyTcTBYIOT OfHAa MyTaHTHAas W OJHA HOPMajbHas KOIMU TEHOB
(rereposurora). JKMBOTHOE SBIsSETCS HOCHTETeM 3a00JEeBaHHSA, HE
cTpazaer OT 3a00JieBaHUs, HO MOXET NepelaBaTh MYTaHTHYIO KOIHIO
reHa MoTOMCTBY.

M/M (DWA) [TpucyTcTBYIOT JABE KONMM MYTAaHTHOTO TeHa (TOMO3WTOTa II0
MYTaHTHOMY ajuiento). bonbHbIE Tensita THOHYT B TEpBBIE HENENU
KHU3HH.

CoracHO PeKOMEHIAIUSIM aMEPUKAHCKHX acColMalMi abepauH-aHrycckor moposl (American
Angus Association, Red Angus Association of America):

HopmanbHslii reHOTHI ObIKa MJIM KOPOBBI 0003HAYaeTCst DWF
Hocurens MmyranTHOrO amiens DWC
bonpHOE )KMBOTHOE DWA

Buissnsiemas mymayus:

Honcenc-myranus B rene PRKG2 B xpomocome 6. 6: 9.97667351C>T, ¢.2032C>T; p.Arg678X.

B pesynbrare myrtamuu murosun (CGA/arginine) mensiercss Ha tumud (TGA/STOP codon) B
15 5k30HE, YTO MPUBOAMT K IMOSBICHHUIO CTOIM-KOJOHA B MOJOKEHUU 678 B KMHA3HOM JOMEHE.
[IpoucxomuT 3amenieHre apruHUHA M YKOpOdYeHHe Oellka Ha 85 aMUHOKHUCIOT. B pesymnbrare
CHW)XKAeTCS aKTUBHOCTh (pEpMEHTAa W HAPYIIASTCS PAa3BUTHE XOHJAPOIMTOB, YTO IMPHUBOJUT K
MATOJIOTUSIM B XPSAIIEBOM U KOCTHON TKaHHU.

Xapaxmep nacnredosanus 3aboneéanus: ayToCOMHO-periecCuBHbIA. HocuTtenem MoXeT SBIATbCS
Kak OBIK, TaK ¥ KOpOBa. JKUBOTHBIC-HOCUTENN BHEIITHE HUYEM HE OTJIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIEH CUHIpOMA.



