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JHK-Tect «<BY»

Ha HocutelnbcTBO BPAXHUCIIMHAJIBHOI'O CHUHAPOMA y KpymHOro poraTtoro cKoTta
(Brachyspina)

Ilopooa: TOJIITUHCKAS

OMIA: 000151-9913

Onucanue 3a001e8aHUsA"

bpaxucnuHanpHBI CHHAPOM 00ycioBIeH mpoTsokeHHoU nenenueit B reHe FANCI xpomocombl
21. DT0 MOHOTEHHOE JIeTaJIbHOe ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHNE OTMIOPHO-ABUTATEIHHOTO
anmapara. ['OMO3UTOTHBIE O MYTAaHTHOMY aJJIeNI0 AMOPHOHBI B OOJBIIMHCTBE CIy4acB
norubaroT B nepsbie 40 qHEl OepeMEHHOCTH, YTO NMPUBOAUT K YBEJIUYEHHUIO CEPBHUC-TIEPHOIA Y
KopoB. O4YeHb PENKO BO3MOXKHO POXKJIECHHE MEPTBBIX TENAT C PANIUYHBIMUA (DU3HMUCCKUMU
OTKJIOHEHUSIMH  (YKOpOYEHHE IO3BOHOYHOrO cToyida, TpyOdaTrble KOCTH KOHEYHOCTEH
YAJIMHEHHBIE M HWCTOHYEHHbIC, AaHOMAJIMM 4Ye€pena, Majlas Macca Tejna, HENpPaBUIbHO
c(hOpMUPOBaHHbBIE BHYTPEHHHE OPraHbl U Jp.).

Pacnpocmpanennocmy:
[To muTepaTypHBIM JaHHBIM YaCTOTA BCTPEYAEMOCTH JTAHHOTO 3a00JICBAHUS COCTABIISICT
ot 7,4 1o 12%

Humepnpemayus pezynomamos.
I'enoTHn Onucanue
N/N (BYF) HOpPMaJIbHBI T€HOTUN (IIPUCYTCTBYIOT JBE HOpMaJlbHbIE KOMHHU T€Ha,
romMo3urota). JKUBOTHOE 310POBO, HE HECET JIETAJIbHOW MyTallUU
N/M (BYC) [TpucyTcTBYIOT OfHAa MyTaHTHAas W OJHA HOPMajbHas KOIMU TEHOB
(rerepo3urora). JKMBOTHOE sBIseTCS HOCHTesJeM 3a0o0jieBaHMs, He
CTpajiaeT OT 3a00JIEBaHHUs, HO MOXET MepeaaBaTh MYTAaHTHYIO KOIIHIO
reHa IIOTOMCTBY.
M/M [IpucyTrcTByIOT JAB€ KOMMM MYTAaHTHOTO TeHa (TOMO3HWroTa IO
MYTaHTHOMY ajulenio). bojpmas yacTe SMOPHOHOB € JIaHHBIM
TEeHOTHIIOM THOHET Ha PaHHUX CTAIUSAX CTEILHOCTH M KpaiHe pelnKo
POXIAIOTCS MEPTBBIMH.
CornacHo pekomeHganusM BceemupHo#t denepanuu rommruHO-(ppusckoir mopoxasr (World
Holtein-Friesian Federation):
HopmanbHelii reHoTHn Oblka UM KOpoBbI 0003Hauaercs BYF
Hocurenb myTanTHOTO amiens BYC

Buvissnsemas mymayusi:

Henenus 3,3 kb B rene FANCI (Fanconi anemia complementation group I) B xpomocome 21,
3aTparuBaer 25-27 3K30H.

21:9.21184870_21188198del, c.526-64495 526-67824del, p.Val876Leufs26X.

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


http://omia.angis.org.au/omia000151/

JHK-Tect «CDH»

Ha HOCUTENbCTBO JE@UIUTA XOJIECTEPUHA y KpylmHOT0o poraroro cKkorta
(Cholesterol deficiency)

Ilopooa: TOJIITUHCKAS

OMIA: 001965-9913

Onucanue 3a00ne6anusi:

Hedunut xonecrepuna o0ycnosieH nHcepiueid B rene APOB xpomocomsl 11. 9To MOHOTeHHOE
JIeTaJIbHOE ayTOCOMHO-PEIECCHBHOE 3a00JieBaHNE OOMEHA BEIIECTB, CBSA3aHHOE C HAPYIICHUEM
MeTabonu3ma xoynecteprHa. Y OOJbHBIX TENAT (TOMO3UIOTHI IO MYTAHTHOMY aJUIENI0) CHHXKEH
anmeTHT, YTO TPUBOJUT K IMOTEpe Beca, (PU3MYEecKoil cinabocTH, Auapee, HE MOATAIONTUMCS
MEAMKAMEHTO3HOMY JiedeHHIo. [ MOHYT TessiTa B IMEpBbIE HEJENIN WU MECSIbl KU3HU. bbuio
YCTaHOBJICHO, YTO T'€T€PO3UTOTHBIC KUBOTHBIE UMEIOT MOHMUKEHHOE COJIepKaHUE XOJIECTEPUHA B
KpPOBH, B TO BpeMs KaK Y TOMO3UTOTHBIX )KUBOTHBIX XOJIECTEPUH B KPOBU BOOOIIE OTCYTCTBYET.

Pacnpocmpanennocmo:
[To nuTepaTypHBIM ITaHHBIM YACTOTA BCTPEYACMOCTH CKPBITBIX HOCHTEJICH COCTABIISET
ot 6% 10 17%.

Humepnpemayus pe3ynbmamog:

I'enotun Onucanue

N/N (CDF) HOPMaJbHBIA TEHOTHN (IPUCYTCTBYIOT JBE HOPMAJIbHBIE KOMHH TI'eHa,
roMo3urora). JKupoTHoe 310pOB0O, HE HECET JIETAIbHON MyTalluu

N/M (CDC) [IpucyrcTByIOT OflHA MyTaHTHasi WU OJHA HOpPMallbHasi KOIHMH T'€HOB

(rerepo3urora). JKUBOTHOE SBISICTCSI HOCUTeJEeM 3a00JIeBaHMs, HE
cTpazaer oT 3a00JieBaHMS, HO MOXKET IepenaBaTh MYTAaHTHYIO KOITHIO
reHa TIOTOMCTBY.
M/M (CDS) [TpucyTcTBYIOT JABE KONMM MYTAaHTHOTO TeHa (TOMO3WTOTa IO

MYTaHTHOMY aJliesto). bosbHbIe TensTa THOHYT B IIepBbIe HEEIH WIH
MECSIIIBI )KU3HU.

CornacHo pekomeHmanusM BcemupHoit ¢enepamun rommtuHo-(ppusckoir mopoasr (World

Holstein-Friesian Federation):

HopmanbHblit reHoTHI OBIKA MIIM KOpOBBI 0003Hayaercsi CDF

Hocurens myTaHTHOTO ajuiens CDC
BonpHOE )KUBOTHOE CDS
Buvisignsemas mymayusi:

Nuceprusa modunsaoro LTR anementa (ERV2-1) pazmepom 1299 bp nocne nosutmu 77958994
Ha BTAI1l, pacnonoxxenHas Mexay Hykiaeotunamu 24 u 25 sk3oHa 5 reHa APOB. Mucepuus
00yciaBiIMBaeT CABUT paMKH CUYUTBHIBaAHUS, HauWHas OT aMmuHOKucioThl 135 APOB, urto
COTMPOBOXKAAETCA YKOpOUYeHHEeM Ha 97% COOTBETCTBYIOIIEro Oenka IMHON 4567 aMHHOKHUCIIOT
(Gly135ValfsX10) u cHmkeHHeM ero akTHBHOCTH.

Xapaxmep nacnedosanusn 3a001e6anusn; ayToOCOMHO-PEIIECCUBHBIN. HocuTeaeM MOXeT SBISITHCS
Kak OBbIK, TaK ¥ KOpoBa. JKHBOTHBIE-HOCUTENIN BHEIIHE HUYEM HE OTJIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIE CHHApOMA.


http://omia.angis.org.au/omia001965/

JAHK-tect «CVM»

Ha HocuTenbcTBO KOMIIJNIEKCHOTI'O TIOPOKA IMO3BOHOYHMUKA y KpylmHOTO poraroro
ckora (Complex vertebral malformation)

Ilopooa: TOJIITUHCKAS

OMIA: 001340-9913

Onucanue 3ab0ne6anusi:

KoMruiekcHbIi TIOPOK TO3BOHOYHHMKA OOYCJIOBJICH OIHOHYKJICOTHUIHOM 3aMEHOW B TeHE
SLC35A3 xpomocombl 3. DTO MOHOTEHHOE Je€TaJbHO€ ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE
OMOPHO-ABUTaTeNbHOrO amnmapata. llposBisercs abopTamu, pOXKIEHHUEM HEJOHOIICHHBIX,
MEPTBOPOKACHHBIX TEJAT C Pa3IUYHBIMHM TATOJOTHUSMH. aHOMAJIMUA PAa3BUTHS MO3BOHOUYHOIO
croyiba (yKOpoYeHHE MIEHHOTO U TPYIHOTO OT/AENA), KOHTPAKTYPhl KOHEUHOCTEH, nedopmaruu
KOCTEM M CYCTaBOB, BPOXIEHHBIC IMATOJIOIMU CEPIACYHO-COCYIMCTON CUCTEMBI U Ap. Jnaraos
CVM wyacTo 3aTpyIHEH H3-3a 3HAYUTEIBLHOMW KIMHMUYECKOHW HEOJHOPOJHOCTH Yy MOPAKEHHBIX
TEJISAT.

Pacnpocmpanennocmo:
[Io nuTepaTypHbIM JAaHHBIM YacTOTa BCTPEYAEMOCTH ITAaHHOTO 3a00JIeBaHUS COCTABISIET B
cpenHeM He 6oJiee 1%, 10 23% B HEKOTOPBIX MOIYJISIUAX.

Hnmepnpemayus pezynomamos:

I'enoTHn Onucanne

N/N (CVF) HOPMAJIbHBIH TEHOTHIT (TPUCYTCTBYIOT JBE HOPMajbHBbIE KONHMH TEHa,
roMo3urota). JKuBoTHoe 310poB0, HE HECET JIETAIbHON MyTalluu

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

(rerepo3urora). JKUBOTHOE SIBISIETCS HOCHTeJdeM 3a00JeBaHUs, HE CTpaaaeT
OT 3200J1€BaHNUs1, HO MOXKET Iepe/1aBaTh MyTAaHTHYIO KOIUIO T'€Ha ITOTOMCTBY.
M/M [TpucyTCTBYIOT /1B€ KONMHMHM MYTAaHTHOIO reHa (rOMO3UIOTa MO MYTaHTHOMY

ainsento). bonbmias yacTh SMOPHMOHOB C J@HHBIM TE€HOTHUIIOM TMOHET Ha
PaHHUX CTAAMSIX CTEIbHOCTU WUJIH POKJAIOTCS MEPTBBIMH.

CornacHo pekomeHmanusm BeemupHoit denepanuu rommruHo-Gpusckoir nopoxasr (World

Holstein-Friesian Federation):

HopmaneHsiii reHoTHm Obika 1 KOpoBbl o00o3Havaercss CVF

Hocurens MmyranTHOrO amiens CvC

Buviasnaeman mymayus:

Muccenc-mytanus B rene SLC35A3 B 3-ii xpomocome (solute carrier family 35 member 3),
Kogupyomuii  cuHTe3 TpaHcmopTepa UDP-N-anerunrimtoko3amMuHa, JIOKaJTW30BaHHOTO B
MeMOpaHe arnmapata [ obIK.

3:0.43412427, ¢.538G>T, p.Vall80Phe, rs438228855. B pesynbraTe MyTaluu ryaHuH B 559
MOJIOKEHUU 3aMEHSIETCS Ha THUMHH, YTO MPUBOJUT K 3aMEHE KOJOHA M B COCTaBe NENTUIA
no3unmu 180 mporcxoauT 3aMeHa BajinHa Ha (heHUIIaJaHUH.

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


http://omia.angis.org.au/omia001340/

JHK-tect «FXID»

Ha HOocUTENbCTBO JE®UIIUTA XI ®AKTOPA CBEPTBIBAHUSI KPOBHU y kpymHOro
poratoro ckota (Factor XI deficiency)

OMIA: 000363-9913

Ilopooa: TOJIIITUHCKASA

Onucanue 3a001e8anus:

MoHoreHHOe HeNeTaJbHOE ayTOCOMHO-PEIIECCUBHOE 3a00JIE€BAHUE CBEPTHIBAIOLICH CHUCTEMBI
KpoBH, cMepTHOCTh 80% B mepBbIi roj >ku3HU. 3aboyieBaHME, B OJHUX CIIy4asX, MOXKET
MpOTEKaTh 0ECCUMNTOMHO. B apyrux ciydasx, y OOJbHBIX (TOMO3UTOTHBIX) JKUBOTHBIX MOTYT
NPOSBISATBCS  CIENYIOIIME  CHMIITOMBI:  YBEJIMYEHHOE BpeMs  CBEpPTHIBAHUA  KpPOBH,
POIYIIMPOBAHUE MOJIOKA ¢ KPOBBIO, aHEMHUS U HApYIIEHUE PErpoayKTUBHOW pyHKIMU. Kpome
TOT0, TIOHMKEHHAsI 4YaCTOTa TOMO- U TeTEPO3UTOTHBIX KUBOTHBIX MOXET CBUAETEILCTBOBATH O
rubeny YacTu JTUX TEHOTHIIOB B TMEPHOJ SMOPHOHAIBHOTO W PAaHHETO IOCTHATAIHHOTO
pa3BUTHSA, a TAKXKe O MOBBIIIEHHON X BOCHPUUMYHBOCTU K MH(EKIIMOHHBIM 3a00€BaHUIM. Y
HOocuTesell 3aboineBaHMs TakK€ OTMEYAIOTCSl HE3HAUMTEIbHbIE HApPYILIEHUS IPOLECCOB
CBEPBITHIBAHMS KPOBHU.

Pacnpocmpanennocmo:
[To nuTepaTypHbIM JaHHBIM YaCTOTA BCTPEYAEMOCTH CKPBITBIX HOCUTENCH COCTABIISIET
ot 0,85 10 2,33%

Humepnpemayus pe3yrsmamos:

I'enotun Onwucanue

N/N (XIF) HOPMAaJIbHBIA T€HOTUN (IPUCYTCTBYIOT JIB€ HOpMaJbHbIE KOIWU TEHa,
romMo3urota). JKXuBoTHOE 310POBO, HE HECET JICTAIILHOW MyTaIHH

N/M (XIC) [IpucyrcTByIOT OlHA MyTaHTHass W OJHA HOPMaJlbHAas KONHMH T'€HOB
(rerepo3urora). JKUBOTHOE SBIISICTCSI HOCUTeJEeM 3a00JieBaHMs, HE
CTpajiaeT OT 3a00JIEeBaHUsA, HO MOXET MepeaaBaTh MYTAHTHYIO KOIHIO
reHa IOTOMCTBY.

M/M [IpucyTCTBYIOT JBEe KONWUU MYTAaHTHOIO TeHa (TOMO3UTOTa IO
MyTaHTHOMY ajuielnito). BonpHbIE KMBOTHBIE THOHYT B TIEPBBIM TOJ
JKU3HU

CornacHo pekomeHmanusM BcemupHoit ¢enepamun rommtuHo-(ppusckoir mopoasr (World
Holstein-Friesian Federation):

HopmanbHblit reHoTHI OBIKA MIIM KOPOBBI 0003Hayaercss  XIF

Hocurens myTranTHOrO amiens XIC

Buisgnaemas mymayus:

Wncepuus pazmepoM 76 1.0. B 3x30H 12 rena FXI B xpomocome 27.

27:9. 15362363C>ATATGTGCAGAATATA, c.870insC>ATATGTGCAGAATATA,
p.Phe290LeuTyrValGInAsnlle.

BceraBka npruBOAUT K MOSBJICHUIO CTON-KOJIOHA U (POPMUPOBAHUIO (PYHKIIMOHATIBHO HEAKTUBHOTO
6enka FXI, roe orcyTcTByeT TOMEH, KOIUpyeMblid sk30Hamu 13, 14 u 15.

Xapaxmep nacnedosanusn 3a001e6anus; ayToCOMHO-pPEIIECCUBHBIN. HocuTeneM MOXeT SBISIThCS
Kak OBbIK, TaK U KOpoBa. JKHBOTHBIE-HOCUTENIM BHEIIHE HUYEM HE OTJIMYAIOTCS OT )KUBOTHBIX - HE
HOCHUTEJIE CHHApOMA.


http://omia.angis.org.au/omia000363/

JHK-tect «BLAD»

Ha HocutenberBo JE@UIUTA AITE3UU JEMKOIIUTOB y KkpyIHOro poratoro ckota
(Bovine Leukocyte Adhesion Deficiency)

Ilopooa: TOJIITUHCKAS

OMIA: 000595-9913

Onucanue 3abonesanusi.

Hebunut anare3uu JICUKOIMTOB OOYCIOBJICH OJHOHYKJICOTHIHOW 3ameHor B reHe |ITGB2
XpPOMOCOMBI 1. DTO MOHOTEHHOE JIeTAJIbHOE ayTOCOMHO-PEIECCUBHOE 3a00IeBaHIEe UMMYHHOU
cucTeMbl. BoJbHBIC JKHBOTHBIE YMHPAIOT [0 MPUYMHE HMMYyHoJaedHIHTAa (HECIIOCOOHOCTH
JICHKOIMTOB MEPEHTH M3 KPOBOTOKA B MOPAXKEHHOW TKaHM). DTa HECIOCOOHOCTH 00yCIOBIIEHA
OTCYTCTBHEM MEMOPaHHOI'O IIMKONPOTEHHA — JICHKOIUTAPHOTO MHTerpuHa (P2-cyObeauHMIA).
BonbHBIE KUBOTHBIE XapaKTEPU3YIOTCS TSKEIBIMU W PEIUAUBUPYIONIMMH OaKTEpHATbHBIMU
UHQEKIHUSIMH CIM3UCTBIX 000JI0YEK, TAaKUX KaK ITHEBMOHHMS, S3BCHHBIH W TPaHYJIeMaTO3HBIN
CTOMATHUT, YHTEPUT, MICPUOJOHTHT, MOTEPsI 3yOOB, 3aJCpXKKa 3KUBIICHUS paH, HeUTpodmies,
nepmatropuTus, nanmuiomaro3. JXuBotHele ¢ BLAD-cuHIpOMOM, 4acTo HE yCTaHOBJICHHBIM,
YMHPAIOT JI0 TOJIa M3-32 WHPEKIIHH.

Pacnpocmpanennocmo:
[To muTepaTypHBIM JaHHBIM YaCTOTA BCTPEYAEMOCTH JTAHHOTO 3a00JICBaHUS COCTABIISICT
ot 0,22% 10 4 %.

Hnmepnpemayus pe3yiomamos:

I'enotun Onucanue

N/N (BLF) HOPMAaJIbHBIA T€HOTUN (IIPUCYTCTBYIOT JIBE HOpMAaJIbHBIE KOIHHU TEHA,
romMo3urota). JXuBOTHOE 310POBO, HE HECET JICTATbHOW MyTalluH

N/M (BLC) [TpucyTcTBYIOT OJHAa MYyTaHTHAas W OJHA HOPMajbHas KOIMU TEHOB

(rerepo3urora). JKMBOTHOE sBISeTCS HOCHTesJeM 3a0o0jieBaHMs, He
CTpajgaeT OoT 3a00JieBaHUs, HO MOXET INepelaBaTb MYTaHTHYIO KOIHIO
IeHa IOTOMCTBY.
M/M [TpucyTcTBYIOT JBE KONMM MYTaHTHOTO TIeHa (TOMO3UIOTa IO

MYTaHTHOMY ajjiento). boibHBIE TensiTa yMHpPalOT OT BBICOKOM
BOCIIPMMMYHUBOCTH K Pa3IMYHbIM HH(EKIHUSIM B paHHEM BO3pacTe.

CornacHo pekomeHmanusM BceemupHoit denepanuu rommrtuHo-¢Gpusckoir nopoxasr (World

Holstein-Friesian Federation):

HopmanbHsiii reHoTHN ObIKa MIIM KOPOBBI 0003HavaeTcst BLF

Hocurens MmyTanTHOTO amiens BLC

Buissnsemas mymayus:

Muccenc — myranus B reHe | TGB2, pacnionoskeHHOTO B 1-if XpoMOCOMe, KOJUPYIOIIETO CUHTE3
MEMOPaHHOTO TITHKOMPOTEUHA — IEHKOIUTAPHBINA B2-UHTETPUH.

1:145114963, ¢.383A>C, p.Vall28Ala, rs445709131. B pe3yabrare MyTaldu ajeHuH B 383
MOJIOKEHUU 3aMEHSIeTCS Ha T'yaHWH, YTO MPUBOJUT K 3aMEHE acnaparMHOBOW KHCIOTHI B
nonoxkeHuu 180 Ha rIUIKUH.

Xapaxmep nacnedosanusn 3a001e6anus; ayToOCOMHO-PEIIECCUBHBIN. HocuTeaeM MOXeT SBISIThCS
Kak OBbIK, TaK ¥ KOpoBa. JKHBOTHBIE-HOCUTENIM BHEIIHE HUYEM HE OTJIMYAIOTCS OT KUBOTHBIX - HE
HOCHUTEJIE CHHApOMA.



JHK-Ttect «<DUMPS»

Ha HocurtenscTBO JEPUIIUTA YPUIAUH-MOHO®POCPAT CUHTETA3BI y kpynHoro
poraroro ckora (Deficiency of uridine monophosphate synthase)

Ilopooa: TOJIIITUHCKASA

OMIA: 000262-9913

Onucanue 3ab01e6anus:

Hedunura ypuauH-monodocdar cuHTeTa3sl 00yCIOBIEH OJHOHYKJICOTHIHONW 3aMEHOUM B I'eHe
UMPS xpomocomsl 1. DTO MOHOTeHHOE JieTAJIbHOE ayTOCOMHO-PEIIECCHBHOE 3a00JIeBaHUE,
CBS3aHHOE C HApyIICHUEM CHHTE3a HYKJICHMHOBBIX KHCIOT U AePHUIMTOM mupuMuIuHA. ['nbenpb
TOMO3HUTOTHBIX AYMOPHUOHOB, KaK MPaBUIIO, Mociie nepBbix 40 qHe OepeMeHHOCTH. JKUBOTHBIC -
HOCUTENH (HDEHOTUITUYECKH HOpPMaJbHbIC, OJHAKO, aKTUBHOCTh YPUAMH MOHO(]OC(haT-CUHTA3bI
COCTaBJIIET TOJIOBUHY OT HOpMallbHOW. Kpome TOro, B mepuoa JIaKTauMU Y HOCHUTEIEH
PETUCTPUPYIOT MOBBILICHHBIH YPOBEHb OPOTOBOW KHCJIOTHI B MOJIOKE U MoOue; JJIsi HOCUTeNel
TaK)Ke XapaKTepHBI 00JIee JUIUTEIHHBIC MEKOTEIIBHBIE TIEPUOIBI.

Pacnpocmpanennocmo:
[To nuTepaTypHBIM JaHHBIM YacTOTa BCTPEUAEMOCTH JaHHOTOo 3aboneBanus cocrasiseT <0,01%.

Hnmepnpemayus pezynomamos:

I'enoTun Onucanue

N/N (DPF) HOPMAJIbHBIA T€HOTUN (IIPUCYTCTBYIOT JIBE€ HOpMAaJbHBIE KOIHHU TEHA,
romMo3urota). JXuBOTHOE 310POBO, HE HECET JICTATBHOW MyTalluH

N/M (DPC) [TpucyTcTBYIOT OfHAa MyTaHTHAas W OJHA HOPMajbHas KOIMU TEHOB

(rerepo3urora). JKMBOTHOE SBISeTCS HOCHTesJdeM 3a0o0jieBaHMs, He
CTpajaeT OoT 3a00JieBaHUs, HO MOXET INepelaBaTb MYTaHTHYIO KOIHIO
IeHa TIOTOMCTBY.
M/M [TpucyTcTBYIOT JBE KONMM MYTAaHTHOTO TIeHa (TOMO3WUIoTa IO

MyTaHTHOMY ajijiento). ['nbenb TOMO3UTOTHBIX 3MOPHOHOB, Kak
IIPaBUIIO, 1Tociie NepBbIX 40 THEN pa3BUTHS.

CornacHo pekomeHmanusm BeemupHoit denepanuu rommruHo-Gpusckoir nopoxasr (World

Holstein-Friesian Federation):

HopmanbHsiii reHoTHn ObIKa MM KOpOBBI 0003HauyaeTcst DPF

Hocurens MmyranTHOrO amiens DPC

Buiaenaemas mymayus:

Honrcenc — myranust B rene UMPS (ypuaua-MoHOdOChAT CHHTETa3a), pacioioXeHHoro B 1-i
XpOMOCOME.

1:9.69756880C>T, c.1213C>T, p.Arg405X. B pe3ynpTare MyTanuud OHUTO3MH B KomoHe 405
(CGA - aprunun) 3k30Ha 5 3amensiercs Ha TUMUH (TGA Stop-kozaoH). B pesynbrate cuHTE3
Oenka HapyIIaeTcs, U €ro MOJIEKYJia CTAHOBUTCS KOpode Ha 76 aMHHOKHCIIOTHBIX OCcTaTKoB. T.0.,
ypuaAuH-MOHO(OChAT CHHTETa3a TepsSeT CBOI AKTUBHOCTb, YTO MPHUBOAMT K HapyUICHHUIO
CHHTE3a MUPUMHUINHOB, a, CIIEIOBATEIBHO, U HYKJICHHOBBIX KHCIIOT.

Xapaxkmep nacnredosanus 3aboneeanus. ayToCOMHO-periecCuBHBIA. HocuTtenem MoXeT SBIAThCS
KakK 6BIK, TaK U KOpOBa. JKuBOTHBIE-HOCUTEIN BHENTHE HUUEM HE OTIMYAIOTCS OT JKUBOTHEIX - HE
HOCHUTEJIEH CUHApPOMA.



JHK-Tect «CIT»

Ha HocutesbcTBO HUTPYJIVIMHEMMM y KpylmHOTO poraroro ckoTta
(Citrullinaemia)

Ilopooa: TOJIITUHCKAS

OMIA: 000194-9913

Onucanue 3abonesanusi:

[utpynHemMust oOycllOBIIEHA OJHOHYKJICOTHIHOW 3ameHoil B reHe ASS xpomocomsl 11.
MoHoreHHoe JieTajJbHOEe ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHUE, CBSI3aHHOE C HapylIeHHE
oOmena BemiecTB. M3-3a nedummra ¢depMeHTa CHUHTE3a MOYEBHMHBI (QPTHHHUHCYKIIMHAT
CHHTETa3bl) BO3ZHUKAET HAKOIUICHHE aMMuaka B opranusme. Cpa3y mocie poxIeHHs OOJIbHbIE
(TOMO3UTOTHBIE TI0O MYTAHTHOMY JUIEIIIO) TEJSATa BBIMIAIAT (PEHOTUIHNYECKH HOpMabHBIMU. CO
BTOPOTO JHS >KU3HU HAUYMHAIOT IJIOXO €CTh, 00JI€3Hb OBICTPO MIPOrpecCUpyeT: TesTa OeclenbHo
ONy>K1al0T, pPa3BUBAETCS HEYCTOMYMBAs MOXOJIKA, CYJOPOTH, MOTMOAIOT B TEYEHUE TEPBBIX 7
nHe. ITpu BckppiTuM HaOM01aeTCA HApyIIEHUs B TKaHAX Mo3ra. KiMHu4yeckue Npu3HaKky Takue
e, KaKk OTpaBJIICHHE aMMHUAKOM.

Pacnpocmpanennocmo:
[To nuTepaTypHBIM ITaHHBIM YaCTOTA BCTPEYACMOCTH JAHHOTO 3a00JICBaHHSI COCTABIISICT
ot 0,16 10 0,5%.

Hnmepnpemayus pe3yiomamos:

I'enotun Onwucanue

N/N (CNF) HOPMAaJIbHBIA T€HOTUN (IIPUCYTCTBYIOT JIBE HOpMAaJlbHBIC KOIHH TEHA,
romMo3urora). JKXuBoTHOE 310POBO, HE HECET JICTAIBHON MYyTaI[H

N/M (CNC) [IpucyrcTByIOT OflHA MyTaHTHasi WU OJHA HOpPMallbHasi KOIHMH T'€HOB

(rerepo3urora). JKUBOTHOE SBISICTCSI HOCUTeJEeM 3a00JIeBaHMs, HE
CTpajiaeT OT 3a00JIEeBaHUSA, HO MOXET INepeaaBaTh MYTAHTHYIO KOIHIO
reHa MoTOMCTBY.
M/M [TpucyTcTBYIOT JBE KONMM MYTaHTHOTO TIeHa (TOMO3UIoTa II0

MyTaHTHOMY ajuiento). Temnsita moru0aroT B epBbie 7 THEN KUZHHU.

CornacHo pekomeHmanusm BceemupHoit denepanuu rommruHo-Gpusckoir nopoxasr (World

Holstein-Friesian Federation):

HopmaneHsiii reHoTHm Obika uin KopoBbl o0o3Havaercss  CNF

Hocurens MmyTanTHOTO amiens CNC

Buisagnaemas mymayus:

Honcenc-mytamuss B reHe ASS (aprMHMHCYKIMHAT CHHTETas3a), pacrnojiokeHHoM B 11
XpOMOCOME.

11:9.100802781C>T, ¢.256C>T, p.Arg86X. B pesynprare mytanuu muro3uH (CGA/arginine)
mensieTcs Ha TumuH (TGA/STOP codon) B mosoxeHnuu 86, 4TO MPUBOAUT K MOSIBJICHUIO CTOII-
KO/IOHa. B menTuaHOM HpoAyKTe MYTAaHTHOTO T'€HA MPOMCXOAUT 3aMEIIEHHUE aMHHOKHUCIIOTHI
(apruHUH) ¥ B pe3yJIbTaTe CHUKACTCS aKTUBHOCTH (hepMeHTa.

Xapaxmep nacnedosanusn 3a001e6anus; ayToCOMHO-PEIIECCUBHBIN. HocuTeaeM MOXeT SBISIThCS
Kak OBbIK, TaK ¥ KOpoBa. JKHBOTHBIE-HOCUTENIM BHEIIHE HUYEM HE OTJIMYAIOTCS OT KUBOTHBIX - HE
HOCHUTEJIE CHHApOMA.


http://omia.angis.org.au/omia000194/

