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JAHK-tect «TP»
Ha HocutenbcTBO TPOMBOIIATHM y xpynHoro poratoro ckota (Thrombopathia)

Ilopooa: CUMMEHTAJIbCKASL

OMIA: 001003-9913

Onucanue 3abonesanus:

Tpombonatuss 00yciioBlI€Ha OAHOHYKJIEOTHAHON 3aMeHoi B reHe RASGRP2 xpomocomsr 29.
OTO MOHOI€HHOE HeJleTaJbHOe AayTOCOMHO-PELECCUBHOE 3a00JIeBaHUE CBEPThHIBAIOLIEH
cHUCTeMBbl KpoBH. TpomOomaTusi OOBIYHO IMATHOCTHPYETCS B TMEpBBIE TPU Troja >KU3HH.
KnuHudeckue NpOSBICHUS Pa3IMYHOM CTENEHM TSDKECTU: CIIOHTAHHBIE HOCOBBIE U
KPOBOTEYECHMsI, TeMaTypusi, T€MaTOMbl, IPOIOLKUTEIBHOE JCTPAIbHOE KpoBoTedeHue. Jlaxke
HEOOJIbIINE TPaBMbl, CBA3aHHbBIE C PYTUHHBIMU HpoueAypaMH (IPUBHUBKH, KJIEHMEHHUE,
YCTAHOBKA YIIHOM OHMpKM) MOTYT IMPHUBECTH K YIPOXKAIOUIMM KHM3HM KpPOBOIOTEPSIM H3-3a
HapylmeHus oO0pa3oBaHUsl TPOMOOB. YCHJIEHHE KPOBOTEUCHHMH BO3MOXKHO TaKKe IOCIe
XUPYPrUYECKUX BMEIIATENbCTB, POoAOB, TpaBM. KosmdecTBo, pasmep, ¢opma TpomMOOLMTOB,
KOAryJSIMHOHHBIA Tipoduib, KommdecTBO AJI® W cepoTOHMHA OCTAOTCS HOPMAaIbHBIMU.
OpnHako, orBer TpoMOouuTOB Ha AJI® CUIBHO CHMXKAETCS BCIEICTBUE HapyLIECHHs INepeadu
CUTHAJIa U YMEHbIIECHUS KOJIMYECTBA KaJbl1s B TPOMOOIUTAX.

Pacnpocmpanennocms: = A4
[To nuTeparypHbIM JaHHBIM YaCcTOTa BCTPEUAEMOCTH HOcUTeNeH cocTaBiseT oT 7% 10 10 %.
Humepnpemayus pe3yrsmamos:

'enoTHI Onucanne

N/N (TPF) HOPMAJIbHBIH TEHOTHIT (TPUCYTCTBYIOT JBE HOPMajbHBbIE KONHMH TEHa,
romo3urota). JKuBoTHOE 310POBO, HE HECET JIETAIBHON MyTaIllK

N/M (TPC) [IpucyrcTByIOT OAHa MyTaHTHas M OJHA HOPMaJlbHAas KOIHUU TEHOB

(rerepo3urora). JKUBOTHOE SIBISIETCS HOCHTeJdeM 3a00JeBaHUs, HE CTpaaaeT
oT 3a00JIeBaHus, HO MOXKET MepeaaBaTh MyTaHTHYIO KOIHIO T€Ha MOTOMCTBY.
M/M (TPA) [TpucyTCTBYIOT 1BE KOMHHM MYTaHTHOTO T'€Ha (TOMO3HWIOTa MO MYTaHTHOMY

AIIENIO).
HopmanbHblit reHOTHT OBIKA MIIM KOpOBBI 0003Hayaercss TPF
Hocurens MmyranTHOTrO amiens TPC
bonpHOE )XKUBOTHOE TPA

Buisignaemas mymayus:

Muccenc — mytanus B reHe RASGRP2 (Ras Guanyl Releasing Protein 2), pacnonoxXeHHOro B
29-i1 XpoMOCOMe 3K30HE 7, KOJUPYIOIIETO CHHTE3 peryyaTopHoro Oenka Raplb, ygacTeyromiero
B Ilepelaye CHrHaja NMpH aKTUBAIllMM TPOMOOIMTOB B Tpolecce TpomOooOpazoBanus. Raplb
noBbIaeT ahGUHUTET TIMKOPOTeHHOBBIX perenitopos I1b/111a k pubpunoreny.
29:0.43599204A>G, c.701A>G («+»-yensv), p.Leu234Pro, rs385444696. B pesysnbrare
MyTaluu afeHrH B 701 mo0KeHU 3aMeHseTCs Ha TyaHHWH, YTO MPUBOJIUT K 3aMEHE JICHIINHA B
nojoxeHuu 234 Ha mponuH. MyTaius B KOHCEPBATUBHOM PErMOHE KaTaJMTHYECKOro JOMEHa
MPUBOJUT K CHIPKEHUIO €T0 aKTUBHOCTH, HapyIaercs BbicBoOokieHue AJ[® u3 TpoMOOLIMTOB U
KaK CIIE/JICTBUE aKTUBAIMg TPOMOOLUTOB. TpPOMOOLMTHI TEPSIOT CHOCOOHOCTH CBS3BIBATHCS C
¢ubprHOreHoM, T.0. HapyIIaeTCs arperauus TPOMOOLUTOB.

Xapaxmep nacnredosanus 3ab60ne6anusi: ayToCOMHO-periecCuBHBIA. HocuTtenem MoXeT SBIAThCS
Kak OBIK, TaK ¥ KOpoBa. JKHBOTHBIC-HOCUTEIH BHEITHE HUYEM HE OTIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIEW CUHIpOMA.



JAHK-tect «ZDL»

Ha HocuTenbcTBO JEOUIUT-HUHK-nogo6moro CUHAPOMA y KpymHOTO poraroro cKota
(Zinc deficiency-like syndrome)

Ilopooa: CAMMEHTAJIbCKAS

OMIA: 001935-9913

Onucanue 3abo01e6anus:

JeduuT-unHKa-moA00HBIH CHHAPOM Y CHMMEHTAJIOB OOYCIIOBJIEH OJHOHYKJICOTHIHON
3ameHol B rene PLD4 xpoMocomsr 21. DT0 MOHOTEHHOE ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHNe
UMMYHHON cucTeMbl. [loBbIlIaeTcs BOCOIPUUMYUBOCTD TEIAT K MH(MEKIUSIM U YBEIHMYHMBAETCS
YHUCIIO CIy4yaeB 3a00JIeBaHUS DHTEPUTOM M MHEBMOHUEH. BonbHBIE KUBOTHBIE POXKAAIOTCS Oe3
BUJUMBIX KIIMHUYECKUX CHMIITOMOB, IIEPBbIE IOPAXKEHUS KOKU MOSABIISAIOTCS B BO3pacTe oT 4 10
8 Henenb. llosgBnstoTCsA runepkepaToTUYECKUe y4acTKH Ha MOpJE BOKPYT I1a3 pTa, OCHOBAaHHUS
yIlIeH, Ha HM)KHEW 4acTH IPYJHOM KJIETKH, HA KOHEYHOCTSX; BO3HUKAIOT ITOPAXKEHUS CIU3UCTON
000JI0YKH TIOJIOCTH PTa, SPO3UBHBIC YUACTKH B MEXIAJIbIEBBIX CKIaakax. Kpome toro, 601bHbIE
TesATa UMEIOT nepuiuT Beca. GeHoTunuueckre nposBiIeHus AeQUInTa HUHKA Y CHMMEHTAIOB
BO MHOTOM CXOXH C HPOSIBJICHUSIMH BPOXKICHHOTO Ae(UIMTA IIMHKA y TOJIITHHCKON MOPOIbI
(Myranusi B TeHe TpaHcmoprepa IuHKa). JloOaBieHue mepopaibHO OONBIIMX 103 LWHKA
yIy4llIaeT KIMHUYECKUE CHMIOTOMBI Yy MOPAKEHHBIX TOJIITUHOB, T.K. KOMIIEHCUPYETCS
HapylIeHWE BCachlBAHME IIMHKA B KHIIEYHHMKE. Torga Kak CHMMEHTalbl HE pearupoBald Ha
no0aBieHHe LMHKA B MUIMy. YTO yKa3blBaeT HAa OTCYTCTBHM CBsi3U Mexay reHom PLD4 u
METa0OJIM3MOM IIMHKA U noz{TBepmaaeT 4TO ﬂeqmum LIMHKAa HE SBISIETCd NPUYUHOU
3a60eBaHuS. ][

Pacnpocmpanennocms: :
[To nuTepaTypHbIM TaHHBIM YacTOTa BCTpeqaeMOCTH MYTaHTHOTO ajuiens okoio 1,1%0.
Hnmepnpemayus pe3yiomamos:

I'enotun Onucanue

N/N (ZDF) HOPMaJIbHBIH TEHOTWN (MIPHCYTCTBYIOT JIBE HOPMajbHBIE KOIWU TE€Ha,
romMo3urota). JXMBOTHOE 310POBO, HE HECET JICTATBHOW MyTalluH

N/M (ZDC) [TpucyTcTBYIOT OJHAa MyTaHTHas W OJHA HOpPMajbHAas KOMHH TEHOB

(rerepo3urora). JKuBOTHOE SABJISIETCS HOCHTeJeM 3a00JI€BaHuUs, HE CTPaJaeT
0T 3a00JIeBaHMUsI, HO MOXKET TIepe/1aBaTh MYTAHTHYIO KOITHIO T€HA TIOTOMCTBY.
M/M (ZDA) [TpucyTCTBYIOT JBE KONHMH MYTAaHTHOTO IeHa (TOMO3HMIOTa 10 MYTaHTHOMY
ayento) (00IbHOE KUBOTHOE).
Buissnseman mymayus:
Honcenc — myramust B 6 3kx30He reHa PLD4 (dochomunaza D4), pacmonokeHHOTO B 21-if
Xpomocome. PLD4 perynupyeT pa3nuyHble MPOLECCH B UMMYHHOM CHCTEME, MTO-BHINMOMY, y4aCTBYET
B (baFOI_II/ITOBC. KpOMC TOro, AOKa3aHa pOJib (I)OC(I)OJ'H/IHZB B IpoHeccax KEpaTHMHHU3allMUu WU pPa3BUTHUU
MUIEPMAIILHOTO Oaphepa.
21:9.71001232G>A, ¢.702G>A, p.Trp215X, rs378824791. B pe3ynbraTe MyTaiuu ryanud B 702
MOJIOKEHUU 3aMEHSIETCs Ha aJIeHUH, YTO MPUBOJIUT K 3aMeHe TpunTodaHa B 1oyiokeHuH 215 Ha
CTOIN-KOAOH. MyTaHTHBII O€NOK CTaHOBHUTCS KOpoue Ha 273 aMHUHOKHCIOTHI U TEPSET CBOIO
(epMEHTaTUBHYIO aKTUBHOCTH 32 CUET OTCYTCTBUS KIFOUEBBIX JTOMEHOB.
Xapaxkmep nacnedosanus 3a601e6anusl: ayTOCOMHO-periecCUBHBIA. HocuTeneM MoOXeT sSBASATHCS
Kak OBIK, TaKk M KOpoBa. JKMBOTHBIE-HOCUTEM BHEIIHE HUUYEM HE OTINYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIeH CUHApOMA.



JHK-Ttect «BMS»

Ha HocutenbcTBO CYB®EPTUJIBHOCTM y kpynHoro poraroro ckota (Male subfertility)
Ilopooa: CAMMEHTAJIbCKAS

OMIA: 001902-9913

Onucanue 3a001e8anus:

Cy0¢hepTuiabHOCTh OBIKOB CHMMEHTAIBCKOM MOPOABI 00yCIOBICHA OTHOHYKICOTHIHONW 3aMEHON
B reHe TMEMO95 xpomocombl 19. DTO MOHOT€HHOE HEIETAIbHOE ayTOCOMHO-PEIECCHBHOE
3a00JieBaHUE PEIPOIYKTUBHOM CHCTEMBbl. AHalIM3 crHepMbl 0€3 MaToJOruu (MAnomaTHYecKas
cyodeprunbHocTh). bemok TMEM95 pacnonokeH Ha akpoCOMalTbHOH MeMOpaHe TOJOBKHU
CIEPMAaTO30M10B (PePTUIIbHBIX )KMUBOTHBIX U MOYTH MOJHOCTHIO OTCYTCTBYET Y CyO(hepTHIIbHBIX.
Henb3st uckit0uuTh BO3MOXKHOCTD BiUsiHUS MyTanuu B rene TMEM9S na napamerpsl kauecTBa
crepMbl ((KU3HECIIOCOOHOCTh M MOJBHMKHOCTD in Vivo). PaccmarpuBaeTcsi moTeHUManbHas poJib
TMEM9S5 nocne oniaoJoTBOPEHHs] BO BpPEMsI IIEPBOIO JIENEHMs KJIETOK M Ha PAaHHUX ATarax
pa3BuTHs dMOproHa. Mytarust B rene TMEMO95 He BiusieT Ha penpoayKTHBHYIO CITOCOOHOCTh U
MOJIOYHBIE XapaKTEPUCTUKU y KOPOB.

Pacnpocmpanennocmo:
[To nmuTepaTypHBIM JaHHBIM YacTOTa BCTPEYACMOCTH TaluIOTHNA cocTaBisier 7,2%0, yactoTa
nocurenen 13,4%.

Humepnpemayus pe3yrbmamos:
I'enoTun Ornucanue
N/N (BMSF) HOPMaJbHBIA TEHOTHN (IPUCYTCTBYIOT JBE HOPMAJIbHBIE KOMHH TI'eHa,
romo3urora). JKXuBoTHOE 310POBO, HE HECET JICTAIBHOW MyTaIllH
N/M (BMSC) [TpucyTCTBYIOT OJHAa MyTaHTHAs W OJIHA HOPMajbHAs KOIMWU TCHOB
(rereposurora). JKMBOTHOE SIBISICTCS HOCHTeJeM 3a0o0JieBaHMs, HE
CTpajiaeT OT 3a00JIEBaHHUs, HO MOXET MepeaaBaTh MYTAaHTHYIO KOIIHIO
reHa IIOTOMCTBY.
M/M (BMSA) [TpucyTcTBYIOT JABE KONMM MYTAaHTHOTO TeHa (TOMO3WTOTa IO
MYTaHTHOMY QJIJIEINIO).
HopmanbHblit reHoTHI OBIKa MIIM KOPOBBI 0003HavaeTcss BMSF
Hocwurtens MyTaHTHOTO ajutesst BMSC
BonpHOE )XMBOTHOE BMSA

Buiasnaemas mymayus:

Honcenc — myranus B 6 sx30He rera TMEMO95, pacnionoxennoro B 19-it xpomocome. TMEM95
KOJMPYET BBICOKOKOHCEPBATHUBHBIN OENOK, coCTOSAIIMI M3 183 aMUHOKHCIOT ¢ BHEKJIETOYHBIM
CUTHAJIBHBIM JIOMEHOM, TPAHCMEMOPaHHBIM M BHYTPUKJIETOYHBIM IOMEHAMHU.
19:2.27689622C>A4, c.483C>A4, p.Cys161X, rs378652941

B pesynprate myTtanuu HUTO3WH B 483 MOJIOKEHUU 3aMEHSAETCS Ha aJ€HHH, YTO MPUBOJIUT K
3aMEeHe IMCTeMHa B TMOJOkKeHHnH 161 Ha mnpexkaeBpeMeHHBI CTOM-KOJOH B 00JacTu
TpaHCMEeMOpaHHOTO JoMeHa. MyTaHTHBIN O€IOK CTAHOBUTCS KOpOYe HA 22 aMHHOKHUCIIOTHI, YTO
MPUBOJIUT K HAPYIICHHUIO 3aKPEIJICHUS YCEUEHHOTO Oelka B MeMOpaHe criepMaTto3ouaoB. s
YCHENIHOTO OTJIOIOTBOPEHHS TpeOyeTcs menoctHocTh TMEMY9S5, KoTopsiii MOXKET y4acTBOBATh
B aKpOCOMAJIbHOM pEaKII1Hu.

Xapakmep nacnredosanus 3ab0one6anus: ayToCOMHO-periecCuBHbIA. Hocutenem MoXeT SBIATbCS
Kak OBIK, TaK ¥ KOpoBa. JKUBOTHBIC-HOCUTENN BHEIITHE HUYEM HE OTJIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIEH CUHIpOMA.



JAHK-Tect «A»

Ha HocuTenbctBo CUHAPOMA APAXHOMMEJINU y KpylHOTo poraroro cKota
(Arachnomelia syndrome)

Ilopooa: CAMMEHTAJIbBCKAS

OMIA: 001541-9913

Onucanue 3a00ne6anusi:

ApaxHOMUeNIUsl y CHMMEHTAIBCKOW MOPOAbI 00YCIIOBJIEHA Jelleluel ABYX HYKJICOTUAOB B IEHE
MOCSI1 xpomocomsbl 23. DTO MOHOTEHHOE JIeTaJIbHOE ayTOCOMHO-PEIECCUBHOE 3a00JICBaHME
ONOPHO-JIBUTATENILHOIO amnapara ¢ IOJHOM IEeHETPaHTHOCThIO. bosbHbIE TensATa OOBIYHO
MEpPTBOPOXKACHHBIE WM NMOTHOAIOT B MEPBBIE Yachl Mocie poxaeHus. KiimHudeckne nmpu3HaKku:
[aTOJIOTUs Pa3BUTHUS CKejlera (IO3BOHOYHMK M KOHEYHOCTH) W yepemna, ruapouedanus,
BO3MOXHBI MBIIIEUHAs aTpodusi U MOpoku cepana. Koctn koHeuHOCTel aHOMalIbHO JUIMHHBIC U
TOHKHME («HOTM IayKay), JETKO JIOMAlTCS BO BpeMs OTejla, YTO MOXKET MOBPEAUTh MAaTKy U
pOZOBBIE MYyTH, CycTaBbl AegopMHupoBaHbl. JledhopMmaliysi MO3BOHKOB HPUBOIUT K KH(O3y U
ckosmo3y. Jluuesble geopMaluy BKIIOYAIOT OpaxUrHATUIO (HEJOpa3BUTHE HYDKHEH YelltoCTH),
KOPOTKUH Yepen C XapakTepHOW BMSATHHOW B BEpPXHEH UENIOCTH («yKa3aTelb-rOJIOBa»).
ApaxHoMueNus BCTpedaeTcs Takxke B opoje Oypas msuikas. [laTorenes 3aboneBaHus CBsA3aH C
HapYyIICHUSMHU B TOM K€ OMOCHHTE3a MOJIUO10TeMONIPOTEMHCYIB(UT-OKCHAA3HI.

Pacnpocmpanennocmo:
[To nuTepaTypHBIM JaHHBIM YacTOTa BCTPEYAEMOCTH MYTaHTHOTO ajiens coctasiser 3,3%0.

Humepnpemayus pe3ynbmamos:

I'enoTun Ornucanue

N/N (*TA) HOpMaJbHBIA TEHOTUIl (IPUCYTCTBYIOT IBE HOpMAaJbHBIE KOMHH TEHA,
romMo3urora). JKuBoTHOE 310pPOBO, HE HECET JIETATbHON MyTallUH

N/M ((A) nau (A*)) [lpucyTrcTBYIOT OIHAa MyTaHTHas W OJHAa HOPMalbHas KOIHUU TEHOB
(rereposurora). JKuBOTHOE SBIETCS HOCHTeJeM 3a00lieBaHUs, HE
CTpazaeT OT 3a00JeBaHUs, HO MOXET IepeaaBaTh MYTAHTHYIO KOITHIO
reHa IIOTOMCTBY.

M/M (CA) [IpucyTcTBYIOT 1B KOIMU MYTAaHTHOTO TeHa (TOMO3WUTOTa IO
MyTaHTHOMY ajiento). bonbHble TendTta TMOHYT B MeEpBble HEIENU
KU3HH.

HopmanbHelii reHOTHI ObIKa WJIM KOPOBBI 0003HauaeTcss *TA

Hocurens myranTHOrO annens (A) naum (A¥*)

BonbHOE %KMBOTHOE (CA)

Buisgnaemas mymayus:

Henenmst nByx HykieotunoB B 3k30He 11 rera MOCS1 xpomocomsr 23. MOCSI1 xomupyer
(uepe3 mocienoBaTeNbHbIE OTKPBHITBIE PAMKM CUMTBHIBAHUS) JBa O€JiKa, KOTOpPbIE y4yacTBYIOT B
HaYaJIbHOM CTauu CUHTEe3a MonbeHoBoro kodakropa (Moco). Kodakrop Moco yuacTByeT B
CHHTE3e MosubaoreMonporenHeynbpuT-okcuaassl (rei SUOX), koHEeUHbIH (epMEeHT B MyTH
OKHCIICHHSI CEPOCOJIEPKAIIUX aMUHOKHCIIOT, UTPAEeT BAXXHYIO POJIb B Pa3BUTHH KocTeil. bemok
MOCSI1 wumeer 1Ba CTPYKTYpHBIX JoMeHa - osioHratopuelii Oemok 3 (Elps) m kodaxtop
mosmbontepura C (MoaC).

23: 0.13833868_13833869delCA, c.1224 1225delCA, rs3835008433. [lemenusi MpUBOAMUT K
CABHUTY PaMKH CUUTHIBAHUS U MPEXKIEBPEMEHHOMY 00pa30BaHUIO CTOMN-Ko0HA B fomene MoaC.
MyTaHTHBII O€OK CTaHOBUTCA Kopoue Ha 176 aMHHOKHUCIOT, YTO MPUBOJIUT K MOTEpE €ro
AKTUBHOCTH W HEBO3MOKHOCTH CHHTe3a Ko(akTopa MOJHOIEHA, KIIOYEBOTO KOMITOHEHTA
CYIb(PUTOKCUAA3HI.

Xapakmep Hacnedo8anus 3a001e6aHuUs: ayTOCOMHO'pCHCCCHBHBIﬁ. Hocurenem MOXeT SBIATHCS
KakKk 6I)IK, TaK U KOpOBa. JKUBOTHBIC-HOCHUTEIN BHENTHE HMYEM HE OTINYAIOTCS OT JKUBOTHBIX - HE
HOCHUTENeH CHUHApOMaA.



