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1P —- KASP™ (KOMPETITIVE ALLELE SPECIFIC PCR)



JHK-1ecT

JIHK-Tect ocHOBaH Ha NPUMEHEHUM HOBEHIINX MOJEKYJISIPHO-TEHETUUECKUX 3HAHUUH U
texnosioruii. OH mo3Bossier ¢ 99,999% n0CTOBEPHOCTHIO OTIWYHUTH 370POBOE JKUBOTHOE OT
KIIMHUYECKH HOPMAaJIbHBIX, HO SIBIISTFOIIUXCSI HOCUTEIISIMHU, M OT OOJIbHBIX )KUBOTHBIX, B TOM YHUCIIC
U T€X, Y KOTOPBIX CUMIITOMBI 3a00JIEBAaHUI WJIM CHHIPOMOB €I1I¢ HE TPOSBIIINCH. TeCTUpOBaHUE
MOYKHO IPOBOJUTH B JTFOOOM BO3pacTte.

CtouMocCTh

CroumocTts mroboro JIHK-Tecta — ot 45 6en.py6. [lpu HeoOXoauMocTH aHaim3a 0ojiee OJTHOTO
TEHETHYECKOTO 3a00JIeBaHUS WU CHHIPOMA JJIsi OJHOTO U TOTO K€ XUBOTHOTO — CTOMMOCTD
BTOporo u nocaenyromux JJHK-tecroB cocraBut Ha 20-25% menblie.

Onucanue texnosaorun JHK-recrupoBanus (KASP™)

[TarentoBannas texunonorusi KASP™ (LGC Biosearch Technologies, BenukoOpurtanus) s
reHotunupoBanus merogoM [I1[P npencrasisier co0oii GhryopeceHTHYI0 METOIUKY AJIE TOYHOTO
pacniozHaBaHus OnayutenbHbIX noauMopdusmoB tuma SNP (Single nucleotide polymorphism) u
BcTaBku/nmenenuu  (ins/del), 4YTo HaxOAWT IIUPOKOE NPUMEHEHHWE B MCAMIMHCKOH U
MONYJISILIUOHHON TEHETHKE, CETbCKOXO03IMCTBEHHBIX OMOTEXHOJOTUAX (TeHOoMHast cenekius, QTL,
MapKep-BCIoMOraTeNlbHask CEJICKIHS U CKPEIIMBaHKE U T.I1.), UIeHTU(UKALMY TATOTCHOB U JIp.

B otnuune ot npyrux [MLP-meTonuk renotunupoBanus, KASP skoHomudecku 0osiee BBIrOHAS,
TaK Kak B IIPOTOKOJIE HCIOJb3yeTcs cucTteMa jAerekiuuu Ha ocHoBe FRET-kaccers,
YHHUBEpPCATbHOU I KaXIOW peakIMH, a TakKe yMEHbIIEHa CTOMMOCTh 30HAa (iayopodop-
racurensb. Jpyrum mnpeumymectBoM KASP sBisiercs BbicOkas THOKOCTh TIpH JIM3aifHE
SKCHEPUMEHTa, YTO TapaHTUPYET MOBBIILICHHYIO pPE3YJIbTaTUBHOCTh M JA€T YHUKAJIbHYIO
BO3MOYKHOCTb JJISI UIEHTU(DHUKAIIMY KPYITHBIX BCTABOK WJIH JIETICIIUH.

Kommanust LGC Biosearch Technologies siBisieTcs MEPOBBIM JIMAEPOM B 00IaCTH €CTECTBEHHBIX
HayK W 37paBOOXPAHEHUS, YTO MOJATBEPKAACTCS CepTU(UKAIMEH U aKKpeAUTalue 0 MHOTHM
MexayHapoaasiM ctangaptam (ISO 9001, ISO 13485, ISO 17025, ISO 17043, ISO 17034).

IIpoGonoaroroBka

B kauectBe o6pasuos /s Beigenenus JJHK u nposenenus B ganpHeimem [IHK-tectupoBanus
UCIIOJNIb3YETCSl OYKKaIbHBIA 3MUTEINN U KpOBb. 3a00p KPOBHU OCYIIECTBIISIETCS BETEPUHAPHBIM
BpayuoM, B3ATHE 00pa3loB OYKKAJbHOIO SMHUTENMS MPOBOJUTCS JHMOO BETEPUHAPHBIM BpauoM,
a0 BiajenblieM KUBOTHOrO. IIpu oTOope M moAroroBke mMpod Ui aHalIW3a PEKOMEHIyeTcs
coOJII0JIaTh MEPBI, MPEeIYNPEKAAIONINE 3arpsiI3HEHNE 00pa31oB.

B3zamue npoowvl kposu

OcymecTBisiercs 3a00p BEHO3HOW WM nepudeprudeckoil KpoBU KUBOTHOTO 00BEMOM HE
menee 0,5 mi. IIpoGa kpoBU moMeriaeTcss B MPOOUPKY C AHTHUKOATYJISHTOM (LUTPAaTOM
HaTpus UK renapuHoM jautus). Cpok xpaHenus npo0 npu temnepatype +4° C — 1-2 yaca,
npu -20° C — no uetsipex mecaueB. K npobe npukia piBaeTcs 3a1I0JHEHHOE HAIIPaBICHHUE
Ha TeHETHYeCcKoe uccienoBanue (crp.26, 27).

Bzamue npoowt Kposu 011 omnpasku no noume

OcymecTBisiercs 3a00p BEHO3HOW MU Nepudeprudeckoil KpoBU KUBOTHOTO 00BEMOM HE
menee 0,5 mit. [Tocne B3sTHs TPoOBI HEOOXOIUMO B35Th YUCTYIO OYMaXKHYIO UM MapJIeBYIO
can(eTKy, CII0)KEHHYIO B HECKOJIBKO CJIOEB, ITOJIOKUTh €€ HAa HEIPOMOKAaEeMBbIi MaTepHa U,
HalpaBUB KOHEIl UTJIbl B LIEHTP CalheTKU, MEUIEHHO BBIIYCTHTh KPOBb /10 00pa3oBaHUA
nATHAa auMeTpoMm 1-2 cantumerpa. [locie mOJHOTrO BBICBIXaHMS KPOBH IPU KOMHATHOW



teMriepatype A0 dhopmupoBanus Kopku (1,5-2 gaca) canderky moMecTuTh B OyMaKHBIN
KOHBCPT BMCCTC C 3alIOJITHCHHBIM HAIIPABJICHUCM HA TCHECTUYCCKOC UCCIICIOBAHUC.

B3zamue oopazua 0ykKkanbHo2o snumenus (6 mom wucie 01 OMNPAeKU RO nNoume)

J’KuBoTHOE HE cieayeT KOpPMHTH 3a JBa Yaca 0 IMPOBEACHHUsS IPOLELYPbl B3STHS
OuomMarepuana, )ejlaTelbHa U30JIALUS OT APYrUX XUBOTHBIX. {51 KOTAT M IIEHKOB Kak
MHUHHMMYM 3a [[Ba Yaca JI0 B3sTHs OMoMaTepuala clieyeT UCKIIOUNTh KOPMIIEHHE IPYIHBIM
MoJiokoM. Ilepen B3siTueM poObI PEKOMEHIYeTCs! IPOMBITh POTOBYIO MOJIOCTh KUBOTHOTO
BOJIOM.

CrepuibHYIO BaTHYIO ITAJIOYKY B35Th 332 KOHEL], HA KOTOPOM OTCYTCTBYET BaTHOE ITOKPBITHE.
OnHoli pykoii 3adMKCUPOBATH TOJIOBY )KHUBOTHOTO, PYTOi pyKOi BBECTH CBOOOTHBIN KOHEI]
BATHOM NAJIOYKA B IPOCTPAHCTBO MEXKJY BHYTPEHHEH NMOBEPXHOCTHIO IIEKW U JIECHOM
KUBOTHOTrO. B TeueHue 10 cekyH] BO3BPATHO-NOCTYNATEIbHBIMU ABM)KEHUSMM, Bpallas
BaTHYIO NAJIOUKY, COOpATh KJIETKU SIUTENHS BHYTPEHHEH CTOPOHBI IIEKH, IIPU TOM CTapsCh
u30eraTh MOMAJAaHUs HA MAJOYKy OOJIBIIOrO KOJMYECTBAa CIIOHBL. J{aHHYIO Tpouexypy
MOBTOPUTH €LIE C ABYMsl BaTHbIMU NaJIOYKaMH. BaTHble MalOYKU OCTaBUTH JO MOJIHOTO
BbICBIXaHMsI NpU KOMHaTHOM Temmneparype (1,5-2 wyaca), mocie d4ero mHOMECTUTh B
CTEpUJIbHBIA MAaKeT C 3aMKOM (3MII-TIaKeT). 3WI-MaKeT C HCIOJIb30BAaHHBIMU BATHBIMHU
IIaJJOYKaMU W 3aII0JJHEHHOE 3asBJICHME HAa TEHETHYECKHE HCCIEAOBAHMUS IIOMECTUTH B
OyMaxHbIA KOHBEPT.

3akjaoueHue

Ha ocHOBaHWHM MOJICKYJISIPHO-TEHETHYECKOTO HCCICIOBAHUS BBIJACTCS 3aKITFOUYCHUC
YCTaHOBJIEHHOTO 00Opasma (ctp. 28).



HacaeacTrBeHHEBIE 3200J1eBaHuE CO0AK Crpanuua

HaCJIel[CTBeHHaSI KaTapakTa 6
(Hereditary cataract — HC)

[Iporpeccupytomas atpodus ceTyaTKu

(Progressive rod-cone degeneration - PRCD) !
[uknuueckas HEUTPOIICHUS 8
(Canine cyclic neutropenia, “gray collie syndrome” GCS)

UyBCTBUTEIBHOCTb K JIEKAPCTBEHHBIM IIperapaTram 9
(Multi-drug resistance — MDR)

[IepBHYHBI BBIBUX XpyCTalINKa 10
(Primary Lens Luxation — PLL)

Huctunypus 11
(Cystinuria - Cyst)

I'unepypukosypus 12
(Hyperuricosuria — HU)

bonesnp BueOpanaa 1-ro tuma 13
(Von Willebrand Disease type I, VWD type I)

3J10Ka4eCTBEHHAs TUIEPTEPMHUS 14
(Malignant Hyperthermia — MH)

Komnnarc, BeI3pIBaeMblil PU3NUECKHUMH Harpy3KaMH 15
(Exercise induced collapse — EIC)

HenocraTounocts ¢akropa VI 16
(Factor VII Deficiency — FVIId)

Henocrarounocts GochodpykToKknHa3bl 17

(Phosphofructokinase Deficiency — PFKD)




HacaeacrBennble 3a00/1eBaHne KOLIEK Crpannna

Tlonukucros nmouexk

(Polycystic Kidney Disease — PKD 18
T'aurnno3nnos kourek 1-ro tuna 19
(Gangliosidosis, type | - GM1)

l'uneprpoduueckas KapIuOMUONATUS MEHH-KYHOB 20
(Hypertrophic Cardiomyopathy — HCMMC)

I'uneprpoduueckas KapAMOMHUOIIATHS PATIOJLIOB 21
(Hypertrophic Cardiomyopathy — HCMRD)

[Iporpeccupytomias aTpoQusi CeTIATKH O3 THSISA 22
(Progressive Retinal Atrophy — PRA - rdAc)

IIporpeccupytomias aTpodus ceT4aTKu paHHISA 23
(Progressive Retinal Atrophy — PRA-Rdy)

Jeduuut s3puTporuTapHON MUPYBaTKUHAZEI 24
(Pyruvate kinase deficiency — PK def)

Myxkononucaxapunos VI o5

(Mucopolysaccharidosis Type VI — MPSVI)




HaCJIe[lCTBeHHaﬂ KaTapakrTa
(Hereditary cataract — HC)

Onucanue

KatapakTa (MOMyTHEHHE XpYCTalNKa Ta3a) — OJHa U3 HAHOOJiee YacTO BCTPEUAOIIMXCS MPUYUH HAPYIICHUS WUITH
NOTepH 3peHus y cobak. JJaHHOe MOJIEKYJISIPHO-TEHETHUECKOE MCCIIEA0BAHNE TI03BOJISIET BBISIBUTH HACIIEICTBEHHYIO
(dhopMy KaTtapakThl. Y ABCTPaIHICKUX OBYAPOK 3a00JICBAHUE SABISICTCS JOMHUHAHTHBIM, T.C. MPH HAJHMYUHM TCHOTUIIA
NM (rHopMa/MyTaHT) pUCK pa3BHUTHs 3a00JIeBaHUs MOBHIMIACTCS B Gosiee yeM 15 pa3 mo CpaBHEHHIO CO 370POBBIM
KUBOTHBIM — ¢ TeHoTHITOM NN (HOpMa/HOpMa).

[TepBble mpu3HaKW 3a00JeBaHMsI TPOSBIAIOTCS B Bo3pacte oT 9 MecsiueB 1o nomyropa jer. [IporpeccupoBanue
3a00JIeBaHMs IPUBOAUT K TIOJTHOMY IIOMYTHEHHIO XPYCTaJINKa M HACTYNAeT K BO3pacTy 3-4 JeT.

MenKaMeHTO3HBIX CIIOCOOOB JICUCHHS HACJIEACTBCHHONW KaTapaKThl B HACTOAIIEE BPEMs HE CYLIECTBYeT.
EnnHCTBEHHBIH cITOCOO BOCCTAHOBIICHHUS 3pEHUS COOAKH — MMIUTAHTAINS HCKYCCTBEHHOTO XPYCTAJIHKA.

Hacneocmeennocmo

AyTOCOMHO-IOMIHAHTHEIN XapakTep HACICACTBEHHOCTH C HEMOJHOW TICHETPAHTHOCTBIO — TCHETHYECKas
00ycJI0BICHHAs O0JIE3HBb MPOSBISICTCS B CIyYae, €CIIU €CTh XOTs Obl OJTUH COOTBETCTBYIONIMI €H «Ie(EKTHBII T'eH
(MyTanus).

1Tecmupyejmm mymanus: g.85286582delC B rene HSF4

Ilopoovt, 0na Komopvix mecmupoeanue NOKA3AHO 6 hepeyly ouepedb. ABCTpamiuiickas oBYapka (ayccu),
Awmepukanckuii Oy, bocTtoH-Tepbep, Bemnep, MuHmuatiopHas aBcTpayiuiickas oOB4apka, MuUHHMATIOpHAs
amepukaHcKas oBuapka, Crapdopamupckuii Oynsreprep, @paniry3ckuii Oynbaor, [lloptu Oymr

Croumocts ananuza — 45 6emn.pyo0.
CpoK BBITIOTHEHHS — 10 7 pabo4mnX THEW BKIFOYUTEIBHO.

! 1dentification of mutations in HSF4 in dogs of three different breeds with hereditary cataracts / C.S. Mellersh [et al.] // Vet
Ophthalmol. — 2006. — Vol. 9, Ne 5. — P. 369-378



IIporpeccupywmasi atpodgus ceT4aTKH
(Progressive rod-cone degeneration - PRCD)

Onucanue

[Mporpeccupyromias arpodus ceruarku (Progressive Retinal Atrophy, PRA) — obuiee HazBaHue rpynmbsl 3a001eBaHNi
CETUYATKH IJ1a3a, BRI3BIBAIOIINX MOPaKEeHUE (HOTOPEICITOPHBIX KICTOK (TIAJI0OYCK M KOJIOOYCK).

JaHHbIi THII Iporpeccupyomeld aTpouy CeT4aTKH XapaKTepu3yeTcs KOJIOOUKO-TaIoYKoBOW auctpodue (cone-
rod dystrophies, oTcroa mpoUCXoUT Ha3BaHue 3aboseBanus - Cordl).

IepBrie mpu3HaKH 3a00I€BaHUS, KOTOPBIE MOKHO 3a()UKCHPOBATh O(TaTBMOJIOTHIECKH, MPOSBISIFOTCS B BO3pacTe
okoio mecty Mecaues. JIHK-Tect no3Bossiet BoIsiBUTE PRA ¢ nepBbIX THEH KU3HH.

Hacneocmeennocmp

Cord1-PRA cuuTaercs ayTOCOMHO-PELIECCUBHBIM FeHETHYECKHM 3a00eBanueM. OcoOu, y KOTOPBIX aHAIH3 MOKa3a
rerorunt N/N (Hopma/Hopma) nanHHyro MyTaiuo He umetor. Ocodbu ¢ pesyibratom N/M (HopMa/MyTaHT) SIBISIOTCS
HOCHTEJISIMM MYTallMM U MOTYT Iepenarb ee noToMcTBy. OfHaKo U y oco0ell ¢ AByMsi MyTHPOBaHHBIMH aJUICIISIMH
(M/M, mytant/mMyTaHT) 3a00jieBaHMEe MPOSBIIETCS He Bceria. TOUYHBIM MEXaHW3M BO3HHUKHOBEHHUS 3a00JI€BaHUs
Cordl 10 cux mop HE U3BECTCH.

2Tecmupyemaﬂ mymayuza: g.4188663G>A B rere PRCD

Ilopoowt, 0na Komopwix mecmuposanue nOKA3ano 6 nepeyio ouepeos . ABCTpaaniicKas KOPOTKOXBOCTAsl MACTYIIbS
cobaka, ABcTpanuiickas oBYapka, ABCTPaJMICKas MACTYIIbsi cO0aKa, BCTpaIMHCKUN KOOOepIor, ABCTpaIMHCKUIA
IIETIKOBUCTBIA Tepbep, AMEpHUKAHCKHN TOJNbIi Tephep, AMEpPUKAHCKHII KOKep CcIHaHuedb, AMEpHKaHCKHN
ACKMMOCCKHH IIMHL, AHITIUICKas oBUapka, AHINIMICKUII KOKep cnaHuenb, bapoOer, bepuenynns, busep, bumon
¢dpuze, boiikun cnanuens, bononbes, Benrepckas Bebpkia, [omnenaymib, [omtanackuit Tyiapnxona (Mapkusse),
3omotucTeii perpuBep, Mcmanckas BonsHas cobaka, Mopkumpckumii Tepbep, Kapenbckas MenBexbs cobaka,
Kuraiickas xoxmatast cobaka, Kokamy, Kysac, Jlabpamop perpuBep, Jlabpomymne opwmkunamn, JlarmraHiackas
oJieHeroHHas cobaka, Manas npBHHas cobaka, Manbrese, ManbTuiy, MekcukaHckas rojas codaka, MuHHaTIOpHAs
aBCTpanuiickas oB4Yapka, MUHHATIOpHAas aMepHUKaHCKas oBuapka, Hemenkwil mmur Ooinbinoit, Hemenxwii i
MUHHATIOPHBIA (Manbiit), Hemernkuii mmmn cpennuit, Hemenkuit mmui toit (Ilomepanckuit), HoBomoTmanackuit
perpuBep, HopBexckmii snxxyan, [lammmson, I[lopryramsckas BomHas coOaka, [lopTyrambCkuii MOICHTY
(ITopryrambckass kponmubs cobaka), I[lymens Oombimo#, Ilynems xkapnukoBwid, [lymems wanenid, I[lymens
MUHHATIOpHBIH, [lynens To#i, PusenmHaymep, Pycckas nBetHas OosoHka, Pycckmif To#i, Pat-Tepbep, PuHCKUIA
nannxyHa, Yecanuk 6eit perpusep, Unxyaxya, [llunmnepke, SuTnedyxep 3eHHeHXyH, SMTxyH (IlIBeackas naiika),
[IBenckuii nanxyHnu

CroumMocTb aHanM3a MyTauu — 45 6e1n.pyo.
Cpox BBINOIHEHUS — 10 7 pabouyux JTHEH BKIIOYUTEIBHO.

2 Dostal, J. Progressive rod-cone degeneration (PRCD) in selected dog breeds and variability in its phenotypic expression / J.
Dostal, A. Hrdlicova, P. Horak // Veterinarni Medicina. — 2011. — Vol. 56, Ne No. 5. — P. 243-247



ukiauvyeckass HelTPONEHU I
(Canine cyclic neutropenia,
“gray collie syndrome” GCS)

Onucanue

CuHzapoM «cepoit Koty (IUKIIMYecKas MIIH IepruoamdecKas HeWTPOIICHNs) — HaclleICTBEHHOE 3a00JIeBaHIe cO0aK
nopo 16l Koyutd. COMPOBOXKAAETCS 0COOBIM OCBETIICHHBIM OKPAacOM, HHOT/IA CO CBETIO-PhDKCBATHIM OTTCHKOM.
3aboseBaHue BRI3BAHO HAPYIICHUSIMUA B (JOPMHUPOBAHUH KJICTOK KPOBU: CHIXKCHO YUCIIO HEHTPO(DUIIOB, MPUBOASIICE
K HapyIICHUIO IMMYHHTETa Y co0ak U ux panHei rudenu. [Ipu 3toM HabmomaeTcst aDCOMOTHOS YBEIMUYCHHUE YHCTIA
SPUTPOIMTOB, IUPKYIHUPYIOUINX B KPOBH.

OtH 3a005IeBaHUs COCTABIIOT 8-9% OT BCeX 31I0KaYECTBEHHBIX OMyXOJIeH Y cO0aK U KOUIEK.

BosbHbIC KUBOTHBIC YaCTO MOABEPIKCHBI MHPCKIIMOHHBIM 3a00JICBaHUSIM, TMPH 3TOM MOSBJICHHEC MH(EKIIUU UMEET
YETKO BBIPAKECHHYIO TIEPUOTUYHOCTb.

3aboneBaHne HACTOIBKO CEPHE3HO, UTO OOJBHEIC JKUBOTHBIC PEIKO JOKHUBAIOT JI0 Bo3pacTa 2-3 JeT.

Hacneocmeennocmo

AyTOCOMHO-PETIECCHBHBIN XapakTep HacleJOBaHMS — I'CHETHYEcKas OOyCIIOBIEHHas OOJE3Hb IpOSBISAETCS IpPU
HaJIMYKMHK JIByX MYTAQHTHBIX aljiesiel, yHaclleIOBaHHBIX OT 000X POAUTENICH.

3Tecmupyezmm mymanyusa: §.28663129-28663130insA B rere AP3B1

Ilopoowst, Ona Komopwvix mecmuposanue NOKA3AHO 8 NePeyro ouepeds . ABCTpalIHiiCKas MacTyIbs cobaka, Ko
rnaakomepcTHsld, Koy nimmHHOImepeTHbd, Komnu kopoTkoiepcTHbII

CroumocTs aHam3a MmyTaruu — 45 6emn.pyo0.
CpoOK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIBHO.

3 Trapped Neutrophil Syndrome in a Border Collie Dog: Clinical, Clinico-Pathologic, and Molecular Findings / K. Mizukami [et
al.] // J. Vet. Med. Sci. — 2012. — Vol. 74, Ne 6. — P. 797-800

8



I‘IyBCTBI/ITe.]IbHOCT]) K JIEKAPCTBCHHBIM
npenaparam
(Multi-drug resistance — MDR)

HexoTtopble mopo sl cobak 6oJiee YyBCTBUTEIBHBI K METHKAMEHTO3HOMY BO3/IECHCTBHUIO, YeM Apyrue. Takue mopoIsl
co0ak, KaK: KOJUIH, YHMIIEThI, aBCTPATHICKHE OBYAPKH, Oesible IBEHIIapCKUe OBYAPKH M HEKOTOPBIE JApyrue, —Oomee
YYBCTBUTEJbHBI K AHTUIAPA3UTHBIM M IPOTHBOOMYXOJIEBBIM MPEMapaTaM.

[puurHa 3TOTO SBJICHUS — MyTAIlUs B TCHE TyBCTBUTEILHOCTH K Meaukamentam (MDR1, multidrug resistence gene).
P-rimukonpotens (mpoaykt rena MDR1) siBiiseTesi KOMITOHEHTOM reMaTosHIehalnueckoro 6apbepa, pu HapyIIIEHHH
(YHKIMOHMPOBAaHHUSA KOTOPOTO B MO3T JKHBOTHOTO MOTYT TIPOHHKATh W HAKAIUTHBATHCA TaM pPasjIndHbBIE
HeXenaTenbHble MeTaboMuThl (BEmecTBa). B CHIIy CIOKHBIX XHMHYECKHX TIPEBPAIICHHI B OpraHM3Me psia
MeIMKaMEHTOB, TaHHbIH TIPOIIECC HAKOTUICHUS MOKET TPEICTABIATE 0COOYIO ONACHOCTS.

Takke P-rmukonpoTerH QYHKIMOHUPYET B TAKHX OpPTaHax, Kak: >KeIyJI0YHO-KHIIETHBIN TPAKT, EYSHDb M TTOYKH, —
KOTOpBIE€ YUaCTBYIOT B pacmajie (MpeBpalleHN ) U BIBEICHUE MEANKAMEHTOB.

Hmenno B 3T0i cBsizu y cobak ¢ MDRI1-HeA0CTaTOUHOCTRIO U3MEHSIOTCS (PapMaKOKHMHETHYSCKHE CBOMCTBA psijia
JICKApCTBECHHBIX ITPENapaToB, YTO MPUBOJUT K MOBBIIICHUIO UX 6I/IOI[OCTyHHOCTI/I, T.C. Ip€riapaT yCBauUBACTCA JICTUC,
4eM mpeaycMoTpeHo. [103ToMy OpraHu3My At ZOCTHXKEHHS JKelaTeibHOro 3 ekra HeoOXoaruMa MEeHbINAs 103a
METUKaMEHTA.

Hacneocmeennocmo
AyTOCOMHO-pPEIIECCUBHBIA XapaKTep HACICIOBaHUS — TeHETHYECKas OOYCIOBIICHHAs peakius Ha MEIUKaMEHTHI
TIPOSIBIISICTCS TP HAIMYIHUH ABYX MYTAaHTHBIX aJUIeJIel, YHACIEAOBAHHBIX OT 00OHUX POTUTEICH.

AT ecmupyeman mymayus’ ¢.295 298delAGAT B rene MDR1

Ilopoowt, onsa Komopvix mecmuposanue NOKA3ano 8 nepeylo ouepeods. ABCTpanuiickas oBuapka, ABCTpanuiicKas
macTymesi cobaka, AHrimickas oBuapka, AdraHckas Oopsas, Addenmunuep, Bacenmxu, benmas mBeinapckas
oBuapka, bopaep komnu, bopaockuii nor, Boctounoesponeiickas opuapka, Kane-kopco, Koy rimankomepcTHbi,
Kommm nmnmaHOMmMEpCTHBIH, Jlabpamop perpuBep, MUHHATIOpHAs aBCTpalHiicKas oOBUYapka, MUHHATIOpHAS
aMepuKaHCKas oBuapka, Heamommranckumii mactud, Hemenkas opuapka, Crapoanrimiickas oB4apka (boOreiin),
Crapoanrmmiickuii 6ynbaor, Takca Kpoaudbs riiafKkomepcTHas, Takca Kponndbs IMHHOMIEPCTHAS Takca KpoJInabs
JKecTKomepcTHasi [akca  MHMHHATIOpHas — TJajgkomepcTHasakca MUHHATIOpHAs  JUIMHHOIIEpCTHas, Takca
MUHMATIOpHAs JKecTKomepcTHas, Takca cranmapTHas, Takca cTaHapTHas UIMHHOIIEPCTHAas, Takca cTaHIapTHAas
KecTKouepeTHas, Ywumner, ®panuysckuii Oynbpor, Yecamuk Oeit perpusep, LllenkoBUCTBHIM BHHAXYH],
lentuBannep

Crucok mpemnapaToB ¢ J0Ka3aHHBIM HETaTUBHBIM BO3/IEHCTBHEM Ha HEPBHYIO CUCTEMY COOaK, MMEIOIINX MYTAIHIO B
reaie MDR1, mpuMeHeHHe KOTOPBIX BO3MOXKHO TOJBKO ITOJ HAONIOACHHEM Bpada M B MEHBIIUX JO3MPOBKAX —
npuBeicH Ha cTp. 29. CicoK KOMMEPYECKHX MPETapaToB MOKeT ObITh Ooubine! HeoOxomumo oOpamiats BHUIMaHHE
Ha JIeCTBYIOIIEE BELECTBO!

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoOK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIHHO.

4 Allele-specific polymerase chain reaction diagnostic test for the functional MDR1 polymorphism in dogs / C. Baars [et al.] //
The Veterinary Journal. — 2008. — Vol. 177, Ne 3. — P. 394-397



IlepBUYHBIN BHIBUX XPYCTAJTHKA
(Primary Lens Luxation — PLL)

Onucanue

[epBuunbiit BeiBUX xpycranuka (Primary Lens Luxation, PLL) — macnmencteenHoe 3aGoiieBaHWe, TPH HAIMIHA
KOTOPOT0 IPOUCXOIHUT CMEILEHUE XPYCTalllKa IJ1a3a U3 ero Jioxka. B HopMe XpycTanuk yaepKuBaeTcs Ha CBOEM MECTe
3a CYeT PECHUYHOrO IIOSCKA — CHCTEMBI BOJOKOH, HMAYLIMX OT PECHUYHBIX OTPOCTKOB K KalCyjle XpPYCTAIUKa H
NPHUKPEIUIAIONIUXCS B 00JaCTH ero sKkBaropa. [Ipu 3a001eBaHNH BOSHUKAIOT aHOMAJIH B Pa3BUTUH BOJIOKOH IIOSICKA,
B pe3yJbTaTe 4ero XpycTaluK Ooiblle He (GUKCHUPYETCs M CBOOOIHO NepeMelaeTcss MexIy NepenHeil u 3aqHei
KaMepaMH IJia3a 4epe3 OTBEPCTHE 3payka.

CMeIlIeHI/Ie XpyCTajluKa K pPOTOBUIC MOXKET IMPUBOAWTH K HAPYIICHUIO HUPKYJIANWU XKUIAKOCTH, IMMOBBIIICHUIO
IJIA3HOTO JaBJICHUS, TJIayKOME, NOBPEXKICHUSIM INIa3HOTO HEpBa U CETYATKH.

JaHHas narosorus OujatepajibHa — CMEIIEHHE BTOPOTO XPYCTajMKa BOZHHKAET uepe3 HEJCI0 MM MECSI Mocie
CMELIEeHHS NIEPBOr0 XPyCTaUKa.

Hacneocmeennocmu
AyTOCOMHO-pe]_IeCCI/IBHHﬁ XapaKTCp HACJICAOBAHUA — TCHCTHUYCCKaA O6YCJ'IOBJ'ICHHa$I 00JIE3Hb NIPOABJIACTCA HPU
HaJIMYUHW ABYX MYTAHTHBIX anneneﬁ, YHACJICAOBAHHBIX OT oboux pOZ[I/ITCJ'I@ﬁ.

5T ecmupyeman mymayus. 2.40782142G>A B rene ADAMTS17

Iopoowt, 012 Komopvlx mecmupoeanue NOKA3AHO 6 NEPEYIo o4epeds. ABCTPATHICKas KOPOTKOXBOCTAs MACTYIIbs
cobaka, ABCTpanuiicKas MacTyIIbs cobaka, ABCTPATHUCKUHN Kelmn, AMEpUKaHCKHUHA TOIBINH Tepbep, AMEPUKaHCKUI
sckuMocckuid mnul, bemnmunrron-tepbep, busepbopnep komnm, bperoHckuit snanbosb, Benbmr tepbep, Bect
xaineHn Baiit tepbep, Becrdanbckuit Teprep, BompnmHO nranesHo, [arcko-mBeackas dpepmepckas cobdaka,l[xex
paccen Tepbep, Mopkmmpekuii repbep, Kuraiickas cobaka @y, Kuraiickas xoxiaras cobaka, JJaHKamupeKuii Xuiep,
Jleiiknenn-teprep, Jlykac Tepoep, Manuectep Tepsep, Momnc, Hemerkuit Baxrensxyna, Hopsuu tepsep, Hopdomk
tepbep, Ilapcon paccen tepbep, Ilarrepneiin tepeep, Ilynu, Ilymu, Pycckuit To#t, Par-teprep, Cunnxem tepnep,
Tenmu Py3Benst Tepbep, Tentepdunn teprep, Tuberckuit tepsrep, Toit-pokcteprep, Dokcrepbep, Pokcrepbep
riagkouepcTHoiil, @okcTepbep KeCTKOUEPCTHBIN, Arareprep, BynbTepbep MUHUATIOPHBIN

CroumocTh aHanuza MmyTauu— 45 6en.pyo.
CpoK BBITIOTHEHHS — 10 7 pabo4mnX THEH BKIFOYUTEIBHO.

5 An ADAMTS17 Splice Donor Site Mutation in Dogs with Primary Lens Luxation / F.H.G. Farias [et al.] / Invest. Ophthalmol.
Vis. Sci. — 2010. — Vol. 51, Ne 9. — P. 4716
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MucTunypus
(Cystinuria - Cyst)

Onucanue

LucTrHYpUsT — HacleOCTBEHHOE 3a0oyieBaHME COOAK, BBI3BAHHOE HAPYIICHHEM B TPAHCIOPTE aMHUHOKHCIIOTHI
mucTrHa. B HOpMe nmaHHas aMHHOKHCIIOTa peabcopOmpyercs B MOYKax W He momanaeT B Mody. OmHako y cobak ¢
JIaHHBIM 3200JIeBaHHEM TPAHCIIOPTHBIN OEIIOK, OTBEYAIOIINI 32 BCAChIBAaHME IIMCTHHA B MOYKaX, (YHKIMOHAIBHO
HapyleH. B pe3ynbrare HUCTHH HauMHAET 0OPa30BBIBATh KPUCTAIUIBL, @ 3aT€M U IIUCTHHOBBIE KAMHH B ITOYKaX WU
MOYEBOM ITy3bIpE.

OO0pa3oBaHne «KaMHEH» CO3[aeT MPEANOCHUIKH JUIsi (POPMHUPOBAHUS CIIOKHOTO KOMIUIEKCA HAPYIICHUM, BKIHOUAs
3aKyIOPKY MOYEBBIBOISIIMX KAHAJIOB M Pa3BHTHE Cephe3HOM OakTepuanbHOW MH(eKimu. MoXeT HMpOUCXOIUTh
PacTsHKEHHE WK Pa3pblB MOYEBOTO ITy3bIpsl, OTKa3 B paboTe moYeK. He HCKIIToYeH cMepTeNIbHBIN HCXOA.

Kak mpaBuno, naHHoe 3aboieBaHHe pa3BUBacTCs B Bo3pacte 4-5 yeT, omgHako sl HerodayHmuieHOoOB pa3BuTHE
LUCTHHYPHH BO3MOXKHO B BO3pACTe JI0 OJHOTO roja (MpoTeKaeT B Ooiee TKeNoi Gpopme).

Hacneocmeennocmo

AyTOCOMHO-PETIECCHBHBIN XapaKTep HacleJOBaHMS — I'CHETHYEcKas OOYCIOBIEHHas OOJE3Hb IMpOSBISETCS IpPU
HaJIMYKMHK JIByX MYTAQHTHBIX aJUIeJIeH, YHAClIeIOBaHHBIX OT 000HX POIUTENICH.

6Tecmupyemaﬂ mymanyusa: g.46706001C>T B rene SLC3A1
Ilopoowt, ona Komopsix mecmuposanue ROKA3aHo é nepayto ouepeds:. Jlannzup, HeropayHmneny

CroumocTs aHam3a MmyTamnuu — 45 6emn.pyo0.
CpOK BBITIOTHEHUS — JI0 7 pab0o4MX JTHEH BKIIIOYUTEIBHO.

6 Canine cystinuria: polymorphism in the canine SLC3A1 gene and identification of a nonsense mutation in cystinuric
Newfoundland dogs / J. Liu [et al.] // Human Genetics. — 2000. — Vol. 107, Ne 4. — P. 295-303
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Index: 1

I'mnepypuxo3ypust
(Hyperuricosuria — HU)

Onucanue

T'unepypukosypust (Hyperuricosuria, HU) — HacmenctBeHHoe 3abosieBaHHe, XapaKTEPU3YIOIICeCs HAKOIICHHEM
CoJIe MOYEBOW KUCIIOTHI H 00pa30BaHIEM «KaMHE.

B HOopMe y MIIEKONMTArOMIMX B KAa4eCTBE OCHOBHOTO KOHEYHOI'O INPOIYKTa MeTa0oJIM3Ma ITypHHOB B HEYEHH
BBICTYIAeT aJUIaHTOWH. VICKIIIOYEeHHE COCTaBISIOT YENOBEK, MPUMAThl U COOAKW MOPOJBI JAIMaTHH, Y KOTOPBIX
BMCCTO aJlJITaHTOMHA BBIBOAUTCA MOYCBas KHCJIOTA. 910 MMPUBOAUT K BBICOKOMY YPOBHIO COJACPKaHUA MOYEBOM
KHUCJIOTBHI B KPOBU 1 MOY€ U T'PO3UT O6paSOBaHHeM «KaMHEMH» CO BCEeMU BBITCKAOIIUMU ITOCIICACTBUAMU.

[ToppoGHOE U3yueHUE THIIEPYPUKO3YPUH NI0Ka3aJ0, YTO 3a00IeBaHIE MOXKET BCTpeyaThes y co0aK pasHbIX OO/, a
HE TOJIbKO y JIaJIMaTHHOB, Y KOTOPBIX 3aKperieHue Mytaiuu g.69456869G>T B rene SLC2A9 cBsizaHo ¢ cenekiueit
0 OKpacy.

Hacneocmeennocmo

AyTOCOMHO-pe]_IeCCI/IBHHﬁ XapaKTep HACJICAOBAHUA — TCHCTHUYCCKaA O6YCJ'IOBJ'ICHHaH 00J1e3Hb MPOABJIACTCA NPU
HaJIMYUHW ABYX MYTAHTHBIX anneneii, YHACJICAOBAHHBIX OT oboux pOZ[I/ITCJ'I@ﬁ.

T ecmupyeman mymayus’ .69456869G>T B rene SLC2A9
IIopoodsl, 0151 KOMOPBIX MeCMUPOSANILEe ROKA3AHO 6 NePEYIo 0uepedb . BCe TIOPOJIbI

CroumocTs aHanm3a myTaruu — 45 6emn.pyo0.
CpOK BBITIOTHEHUS — JI0 7 pab0o4MX JTHEH BKIIFOYUTEIHHO.

" Mutations in the SLC2A9 Gene Cause Hyperuricosuria and Hyperuricemia in the Dog / D. Bannasch [et al.] // PLoS Genet. —
2008. — Vol. 4, Ne 11. — P. £1000246
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Boue3nb Buasiedpanaga 1-ro tuna
(Von Willebrand Disease type I,
VWD type I)

Onucanue

Bonesns Bumrebpanna 1-ro Trma — OQHO M3 CaMBIX PAacIpOCTPaHEHHBIX HACICICTBCHHBIX 3a00JICBaHUI, CBI3aHHBIX
¢ mpobieMaMu CBEpTHIBaHHS KpOBH. CHUMITOMBI 3a00JICBaHUS CXOXH C TeMO(HIIHEH, B CBSI3M C 4eM OOJIe3Hb
BrureOpanna wHOTIa HA3BIBAIOT TICEBIOTEMODIITHCH.

Haubosnee xapakTepHbIM M CHEHU(UUYCSCKAM CHUMITOMOM IPH JaHHOM 3a00JICBAaHHH SIBJISIFOTCS KPOBOTCUCHHUS W3
CJIM3KCTHIX TOJIOCTH PTa, HOCA, BHYTPEHHUX OpPraHoB. CHMITOMBI KPOBOTOYHMBOCTH BapbHUPYIOT OT YMEPEHHO
BBIPOKEHHBIX JI0 KPallHE TSIKEIBIX, TPOTEKAIOT MPEUMYIIICCTBEHHO 110 MUKPOIIMPKYJSITOPHOMY THITY.

[Mpuyrna 3abo0jeBaHUs — KOJMYECCTBCHHBIN MeDUIIUT W/WIM KadueCTBCHHbIC HapyiieHus (akropa BuneOpanna,
KOTOPBIi B HOpME HEOOXOIUM JIJIsI afre3UH TPOMOOITUTOB Ha KOJUTATCHE B MECTaX MOBPEIKICHUS CTCHOK COCYIOB.
MornekynspHast npuunHa bosnesns Bumieopanaa 1-ro tuma — g.38951839G>A B rene VWF, koTopasi IpHUBOJIUT K
CHIDKEHHIO KOJHYIecTBa HOpMainbHOTO Oenka 1o 10-20%.

OpmHaKo UMEIOTCS CBEICHUS, YTO JJISI HEKOTOPHIX COOAaK B CBS3HM C MHIMBHIYaJIbHBIMH OCOOCHHOCTSMH, JaHHOTO
konuyectBa (10-20% oT HOPMBI) OBIBAET AOCTATOUHO JUIS PAKTHICCKH OECCUMIITOMHOTO POTEKAHUS 3a00JIeBaHNUSI.

Hacneocmeennocmp
AyTOCOMHO-IOMUHAHTHBIH XapaKkTep HACIIEOBAHMUS C HETIOJIHOHM NEHETPAaHTHOCTBIO — TeHEeTHYecKast 00yCIIOBIICHHAs
00J1e3Hb MIPOSIBIISIETCSI B CITy4ae, €CJIM €CTh XOTs Obl OJJH COOTBETCTBYIOIIUH eif «1edeKTHBII» reH (MyTaius).

8Tecmupyemaﬂ mymanyus: 2.38951839G>A B rene VWF

Ilopoowt, 01 KOMopsIX Mecmuposanue NOKA3AHO 6 Nepeyio ouepeds . ABCTpamuiickmii KoOOepor, ABCTpalTniCKuiA
tepbep, bapoer, baccer-xaynn, bepuenyms, bepackuii 3eaHeHXyHN, bpasunsckuii Teprep, Bensr Kopru Kapauraw,
Bensm Kopru Ilem6poxk, Bect xaiinenn Baiit tepoep, 'onnenayans, lobepman, JlpeHTckas KyponarodHas cobaka,
Keecxonn, 3onotuctsiii perpusep, Mpnanackuit kpacHo-6enslii cettep, Mpmanackuit kpacHslii certep, Kasamy,
Keppu 6110 Tepbep, Kokany, Koton ne Tyanep, Kpomdopnenaep, Jlabpoxyuis opumxunan, Manstuny, Mandecrep
tepbep, Hemenkas osuapka, Hemenkas oBuapka anunHOwepctHas, Hemeukuilt nunuep, Ilanunson, Ilynens
6omnpmoit, ITynens xapnukossiii, [lynens mansiif, Ilynens Munmatiopssiid, Ilynens toif, Porseitnep, CrabuxyH,
®aueH, Lseprounuep, Liseprmnaynep, Hlunnepke, Ilynens crangapTHblil

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoOK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIBHO.

8 Crespi, J.A. von Willebrand disease type 1 in Doberman Pinscher dogs: genotyping and prevalence of the mutation in the
Buenos Aires region, Argentina / J.A. Crespi, L.S. Barrientos, G. Giovambattista // J VET Diagn Invest. — 2018. — Vol. 30, Ne 2. —
P.310-314
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3/10KayecTBEHHAsI THIIEPTEPMHUS
(Malignant Hyperthermia — MH)

Onucanue

370KaYecTBEHHAsT THIEPTEPMUS — 3TO CHHAPOM, NPOSBIAIOIIUICSA NPH NPUMEHEHHH psga HpernapaTtoB IIPH
aHecre3nu. [Ipy MCTIONB30BaHUH JIETYYHUX MHTAIATOPOB (TANOTaH, M30(IypaH, ceBoQIrypaHa) M ACTIOISIPH3 YIOIINX
MHOPETAKCAHTOB (CYKIIMHUIIXOIMH) PA3BHBACTCS TUIICPKATHIUS, TAXUKAPIUS U THIEPTECPMHSL.

[Tpu3Haku MOTYT TPOrPECCUPOBATH JIO HAPYLICHUS] CEPAEYHOIO PUTMA, OCTPOrO HEKPO3a CKENETHBIX MBbIIIII,
MOYEYHON HEeIO0CTaTOYHOCTH U JIETAIBHOTO McXona. B ciyuae BhIABIEHHS y cOOaKkd NMEPBBIX NMPHU3HAKOB PAa3BUTHUSA
CHHIpOMa HEOOXOJMMO CpOYHO IIPEKPATUTh HKCIOJB30BAaHUE NPUMEHSEMBIX aHECTETUKOB, IIPUMEHHUTH
MOJIEP KU BAIOLIYIO TEPAIHIO U OXJIaXKCHHUE.

AnpTepHaTHBOH TperaparaM, BBI3BABIIMM THIEPTEPMHUIO, ABISCTCA NPUMEHEHHE NPYTUX IPOTOKOJIOB aHECTE3UH
(3akucp azora, OeH30[MA3eNUHBI, (EHOTHA3HHBI, OAPOMTYpATHl M MPOY.) WIM COYCTAHHUEC BHYTPHBEHHOTO H
MECTHOTO/pETHOHATBHOTO 00€300TMBaHHS.

Hacneocmeennocmp
AyTOCOMHO-IOMUHaHTHBIN XapaKTep HACJeICTBEHHOCTH — CHHAPOM MPOSIBISIETCS B CIIy4ae, €CIIU €CTh XOTsI Obl OIUH
COOTBETCTBYIOIINH eil «1e)eKTHBII» reH (MyTaius).

gTecmupyejmm mymayusa: g.114562211A>C B rene RYR1
Ilopoowl, 0151 KOMOpPBIX MecMuposanue ROKA3AHO 6 NEPEYIo 04epeds . BCE TIOPOMBI

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoOK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIBHO.

9 Autosomal Dominant Canine Malignant Hyperthermia Is Caused by a Mutation in the Gene Encoding the Skeletal Muscle
Calcium Release Channel (RYR1): / M.C. Roberts [et al.] // Anesthesiology. — 2001. — Vol. 95, Ne 3. — P. 716-725
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KoJuananc, BoI3bIBaeMbIi
(puznyeckuMH HArpy3Kamu
(Exercise induced collapse — EIC)

Onucanue

Komnnanc, Bei3biBaemblil puznueckumu Harpyskamu (Exercise induced collapse, EIC) — HacneacTBeHHOe 3a00eBanue,
BO BpPEMSI KOTOPOTO OOBIYHO MPOSBIIAETCS cIab0CTh 3aJHUX KOHEYHOCTEH, )KUBOTHOE HE MOXKET MOAIEP)KUBATh CBOM
Bec. [Toxomka cobaKky CTaHOBUTCS HEKOOPIMHUPOBAHHOH, BIUIOTH 10 OTEPH CIIOCOOHOCTH MEPEIBUTaTHCS.

Honroe Bpems BeTepuHapHbIe Bpaud He paccMartpuBann EIC kak KoOHKpeTHOe 3abosieBaHWE, NpEArojaras, 94To
CHUMIITOMBI KOJUIAIICa MOTYT OBITH BBI3BaHBI PA3NMUYHBIMU NpUYMHAMH (HU3KHUM YPOBHEM caxapa B KpOBH,
HENePEHOCHUMOCTBIO BEICOKUX TEMIIEPaTyp, CepACUHOM apuTMHIT MITH MeTaboInYeckoi MUonaTHei).

B mnacrosmee Bpems EIC mpusnan cunapoMoM. llopakeHHOe >KMBOTHOE HOPMAalbHO IMEPEHOCUT yMEpEHHBIE
Harpy3KH, HO yxe 5-15 MuUHYT ynpakHeHHH, TpeOylomuX OONbIINX YHEPreTUYECKUX 3aTpaT, MOTYT MPUBECTH K
nposineHuto cumntomos EIC.

Hacneocmeennocmeo
AyTOCOMHO-PEIIECCUBHBIA XapaKTep HacleIOBaHHS — CHHAPOM HPOSBIAETCS NPU HAIMYHM JABYX MYTaHTHBIX
ayIeseH, yHacleI0BaHHBIX OT 000MX pOIUTEINeH.

10Tecmupyema;l mymayusn:. g.55282762G>T B rene DNM1

IIopoowst, 011 KOMOPBIX MeCMUPOAHUE ROKA3AHO 8 NEPEYIO 0Uepeds . ABCTpauiicKuii Ko00epI0T, AMEPUKAHCKHIA
KOKep CIlaHuelb, AHIVIMICKUI KOoKep craHuens, boiikuH cnanuens, Bensm Kopru [TemOpok, Benrepckas Bbbkia,
Knam6ep-cnianuens, Kokany, KypuaBomiepcrHbiii perpuBep, Jlabpamop perpusep, Jlabpoaymib OpHIKHHA,
Hewmernxwit npatxaap, Crapoanrnuiickas opuapka (boOteiin), ®mannpckuii 0yBse, Yecanmk Oeit perpusep

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoOK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIHHO.

10 A canine DNM1 mutation is highly associated with the syndrome of exercise-induced collapse / E.E. Patterson [et al.] // Nat
Genet. — 2008. — Vol. 40, Ne 10. — P. 1235-1239
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Henocrarounocts pakropa VII
(Factor VII Deficiency — FVIId)

Onucanue

®axTop cBepThiBaHUS KpoBH VII (IpOKOHBEPTHH) WMEET BaXKHYIO POJHh B CBEPTHIBAHUH KPOBU — SIBIISCTCS
HEOOXOIMMBIM YJaCTHHKOM aKTHBALUH (haKTopa CBEPTHIBAHHUSA KPOBH X, KOTOPBIH, B CBOIO O4YEpEIb, yIACTBYET B
Ipoleccax aKTHBAIMY IPOTPOMONHA U IIEPEX0/I€ €ro B TPOMOHNH.

Hexsatka ¢aktopa VII npuBoIUT K yBEIMIEHUIO BpEMEHH TPOMOOOOPa30BaHHs U, COOTBETCTBEHHO, K YBEIHMUCHUIO
BpPEMEHHU KpoBoTedeHHA. [y OHriieil 4acToTa MyTaHTHOH aJUIeNi MO pa3HbIM JIMTEPATyPHBIM JaHHBIM COCTABIIIET
30-55%.

Hacneocmeennocmuw

AyYTOCOMHO-PEIIECCHBHBIN XapakTep HacjeJOBaHMs — I'eHETHYecKas 0OyCIOBJIEHHas OOJEe3Hb MpOSIBISIETCS NPU
HaJIMYMHK JIByX MYTAQHTHBIX aljiesel, yHaclleIOBaHHBIX OT 000X POIUTENICH.

11Tecmupyejmm mymanyusa: g.60578895G>A B rene F7

Ilopoowt, 0na Komopvix mecmuposanue nOKaA3aHo 6 nepeyr ouepedn. Ansckunckuii Knu-Kait, burns, Benbin
cnpuHrep cnanuens, upxaynn, Puzenmnaynep, @uHckas roHyasi, OpaeiabTepbep

CroumocTs aHaM3a MyTanuu — 45 6e1.pyo.
CpoK BBITIOTHEHHS — 10 7 pabo4uX THEW BKIFOYUTEIBHO.

11 A novel missense mutation responsible for factor VII deficiency in research Beagle colonies / M.B. Callan [et al.] // Journal of
Thrombosis and Haemostasis. — 2006. — Vol. 4, Ne 12. — P. 2616-2622
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Henocrarounocts pochoPpyKTOKUHASHI
(Phosphofructokinase Deficiency — PFKD)

Onucanue

Henocrarounocts ¢ochodhpyKTOKHMHA3EI — HACIEACTBEHHOE 3a0ojieBaHUe, NPUBOAAIIEE K 0OIEeMYy OCIabJICHUIO
OpraHu3Ma KHBOTHOTO.

DochodpykTroknHaza — HEepMEHT, UMCIOIINH KIIOUYEBYIO POJb B MONYyYCHHH JHEPTHH H3 CaxapoB (B OCHOBHOM
[IFOKO3BI) B Pa3IMYHbIX THUMAX KIECTOK Opranmn3ma (B KpacHbBIX KIIeTKax KpOBH M MuouuTax). Hegocratok depmenrta
NPUBOAMT K HENOIMOJYYCHHIO KJIETKMH SHEpruH. 3a0oJieBaHHE NPOSBISCTCS B NMPEXKICBPEMEHHOM pa3pylICHUH
KPACHBIX KJIETOK KPOBH U CHI)KCHHOH TOJIEPAHTHOCTH K (PM3UUECKUM HATPY3KaM U COMPOBOKIACTCS aHeMHuel ciaboit
(OpMBI, MBIIEYHOU €TA00CTHIO, CyIOPOraMH M CIIa3MaMH.

3a0oneBaHne MIMPOKO PACIPOCTPAHEHO Cpeld AHIJIMICKUX CIPUHIEp CHaHHENed M AMEpPHKaHCKHX KOKep-
CIIAaHMENel — YacTOTa BCTPEYaeMOCTH A¢(EKTHOrO IeHa y 3TUX Mopoa coctasisieT 10%.

Hacneocmeennocmo
AyTOCOMHO-pPEIIECCHBHBIA XapaKTep HAcJCIOBaHUSA — TEeHETHYeCKas OOYCIIOBIICHHAs OOJIE3Hb NPOSBISACTCS HpPH
HAJIMYUH IBYX MYTaHTHBIX aJUICJICH, YHACICIOBAHHBIX OT 00OUX POAUTEIICH.

12Tecmupyejmm mymanyusa: 2.6620819G>A B rene PFKM

Ilopoowt, Oonsa kKomopvix mecmuposanue NOKA3AHO 6 nepeyrw ouepedb. AMEPUKAHCKUHA KOKEp CIIaHUENb,
AHIIMIACKUI KOKep ciaHuens, Benbin cipunrep cnanuens, Mpnanackuii BoasiHol cnanuens, KaBanep Kunr Yapis3
cnanuenb, Knambep-cnanuens, Kokany, Hemenkuit Baxtenbxynn, Cyccekc-craHuesb, YunmneT®uin craHUeb,
AHTIUHCKUN CTIpUHTEP CIIaHUENb

CroumocTh aHanuza MmyTaui— 45 6en.pyo.
CpoK BBITIOTHEHHS — 10 7 pabo4mnX THEH BKIFOYUTEIBHO.

2 Molecular Basis of Canine Muscle Type Phosphofructokinase Deficiency / B.F. Smith [et al.] // J. Biol. Chem. — 1996. — Vol.
271, Ne 33. — P. 20070-20074
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IToaukHuCTO3 MOYEK
(Polycystic Kidney Disease — PKD)

Onucanue

[TonMKKCTO3 MOYEeK — MaTOJNIOTHs, XapaKTEepU3yIoLascss pa3BUTHEM B IOYKAX TOHKOCTEHHBIX KHUCT, 3aIOJHEHHBIX
HKHJIKOCTBIO.

Komrku ¢ naHHpIM 3a00J€BaHIEM HMEIOT OOJIbIINE, HENPABUIBHOW (OPMBI IIOYKH, COIEPIKAIEe MHOKECTBEHHBIE,
pa3NMyYHOrO pa3Mepa KHUCTBI, PACIOJIOKEHHBIE IO MOBEPXHOCTH KOPKOBOIO M MO3TOBOIO BEIECTBA IIOYEK.
[TonmmkocTo30M MOYEK cTpafaeT okojo 6% KoIIeKk BO BCeM MHupe. 3aboijeBaHHE 3HAYUTEIHHO PACHPOCTPAHEHO Y
MEPCHACKHUX KOLIEK — 0K0JI0 38% sSBismch O0MbHBIMA. Bo3pacT pa3sutust 3a001eBaHuUsI MOXKET CHIIBHO BApHHPOBATh
OT HECKOJIBKHX MECSILEB 10 7-8 JIeT B 3aBUCMOCTH OT I10J1a, IIOPOABI H 00pa3a KM3HHU KUBOTHOTO.

3a0oneBaHue XapakTepu3yeTcs [O3JHAM HAayajloM M IPOTPECCHBHBIM IBYCTOPOHHHM Pa3BUTHEM KHCT,
COIPOBOXKIAIOIIEMCS] YBEITHICHHEM pa3MepoB Modek. [10IMKoCTo3 oueK pa3BUBaeTCs C IOUCYHOH HEJOCTATOYHOCTH
B Pa3IIYHOM BO3pacTe (Kak IMPaBmiIo, K CEMH rojjaM 3a00JIeBaHNE Pa3BUBACTCS BCETAA), HEKOTOPHIE OONBHBIC KOIIKH
MOT'YT UMETh I'eraToONInapHble KUCTHI, a TAK)KE THUIEPIUIa3Hio U (GUOPO3 JKETUHBIX IPOTOKOB.

PaHHss TuarHocTUKE BO3MOXKHA TOJBKO METOAAMH MOJICKYJISIPHOW T€HETHKH, Mo3/Hee Hanbosiee 3(EeKTUBHBIM
BBISIBJICHHEM 3a00s1eBaHus siBisieTcs: Y 3M-anarHocTrka moyex.

Hacneocmeennocmsp
AyTOCOMHO-TOMUHAHTHBIN XapaKTep HACIEJACTBEHHOCTH — FeHEeTHYeCKash 00YCIOBICHHAsE OOJIe3Hb MPOSBISACTCS B
ciIydae, €CJIF €CTh XOTS OBl OJFH COOTBETCTBYIOMINM eil «1e(heKTHBIIN TeH (MyTalus).

3T, ecmupyeman mymayus’ 2.35462048C>A B rene PKD-1

Ilopoodsbl, Onsa KOmMopwvlx mecmuposanue NOKA3AHO 6 nepeyly ouepedb. AMepuKaHCKas KOPOTKOIIEPCTHAs,
bputanckas anuHHOWIEpcTHasA, bpurtanckas kopoTkowmepcTHas, bypmanckas komika, I'umainalickasg Komika,
Iepcuackast komka, Pycckas romybas xomika, Parmomn, CesimenHas Oupma, Cemkupk-pexc, CHOMpCKas KOIIKa,
Typenkas aHropa, 9k30THuecKas, DK30THUECKasl JUIMHHOILIEPCTHAsL, DK30THUECKask KOPOTKOLIEPCTHAs

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoOK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIBHO.

13 Lyons, L.A. Feline Polycystic Kidney Disease Mutation Identified in PKD1 / L.A. Lyons // Journal of the American Society of
Nephrology. — 2004. — Vol. 15, Ne 10. — P. 2548-2555
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Tanramno3nno3 xKomek 1-ro Tumna
(Gangliosidosis, type | - GM1)

.

[ i ST e T

Onucanue

I"anrnmos3umo3 — HacIeACTBEHHOE 3a00JIEBaHNE, CBSI3aHHOE ¢ HAPYIICHUEM JIMITHIHOTO OOMEHa.

laHrnno3nmo3 BBI3BIBACTCS HEXBATKOM [-rajakTo3masbl, OTBEYAIOIICH 3a pa3pyIleHHe TaHTJHO3WAOB (THUI
TJIMKOJIMIIN/IOB), B CBSI3U C YEM NPOHMCXOAUT MX HAKOIUIEHHE B PA3HBIX TKAHSAX — B YACTHOCTH, B HEPBHBIX KJIETKAaxX
LEHTPaJbHOW HEpPBHOM cHCTeMBl. B pe3ynbTare y KOLIEK pa3BUBAIOTCS IMPOrPECCUPYIOIIME HEUPOIOTHYECKUE
OTKJIOHEHHS — aTaKCHsl, TUCMETPHUs, TPEMOp, HUCTarM.

CumnToMsbl 3a00J€BaHKs MPOSIBISIIOTCS B BO3pacTe 3-5 MecsleB, U MPOTrPECCHPYIOT 0 TEPMUHAIBHOW CTaluu B
Bo3pacte 9-10 mecsues.

Hacneocmeennocmsp
AyYTOCOMHO-PEIIECCUBHBIN XapakTep HacjeJOBaHMs — I'eHETHYecKas 0OyCIOBJIEHHAas OOJIEe3Hb MpOSIBISIETCS NPU
HAJIMYXHW IBYX MYTaHTHBIX aJUIeNIel, YHACIICOBAaHHBIX OT 00OUX POAUTEIICH.

14Tecmupyema;l mymanyus. 2.158932167G>C B rene GLB1

Ilopoowt, 0na Komopwix mecmuposanue nOKA3AHO ¢ nepeyro ouepeds. banuiickas komka, bypmaHckas Korika,
OpueHTanbHas IIUHHOMEPCTHAs, OpueHTanbHas KopoTkomiepcTHas, CpsiieHHas Oupma, CuaMckas KOIIKa,
CuHranypckas KoIIKa

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoK BBITIOTHEHUS — 10 7 pabouuX THEH BKIIOYUTEIBHO.

14 Mutation analysis of GM1 gangliosidosis in a Siamese cat from Japan in the 1960s / M.M. Uddin [et al.] // Journal of Feline
Medicine and Surgery. — 2012. — Vol. 14, Ne 12. — P. 900-902
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I'mneprpoduyeckasi kKapauoMuonaTus
MEiH-KYHOB
(Hypertrophic Cardiomyopathy — HCMMC)

Onucanue

T'uneptpoduueckas kapauomuonatis MeitH-kyHoB (Hypertrophic Cardiomyopathy, HCMMC) - 3a6oneBanue
cepAla, XapaKTepu3ylolleecs: YToNIeHHeM (TurepTpodueil) ManmuUIIPHBIX MBI U CTEHOK MPEUMYIIECTBEHHO
JICBOTO JKEITyA0YKa.

CrnencTBueM THIEPTPOPHH CTEHOK CTAHOBUTCS YMEHBIIICHIE JUACTOINIECKOTO 00BEMA JKeTyA0UKa, YTO TIPUBOIUT K
HApYIICHUIO COKPATHTEIFHOW CIIOCOOHOCTH cepana. ['umeprpodudeckas KapAHOMHUONATHS — ONHO M3 CaMBIX
pacTpoCTpaHEHHBIX CePACYHBIX 3a00IeBaHUI, IPUBOIAIINX BHE3AMMHOW CMEPTH CPEIN KOIIEK MOJIOIOTO BO3pacTa.
WwmenHO ¢ 3THM 3a00JIeBaHAEM CBSI3aH BBICOKHH PHUCK BHE3AITHOW CMEPTH U MTOBBIIICHHBIH PUCK Pa3BUTHS CEPACIHOMN
HEIOCTaTOYHOCTH U apTepHaTbHON TPOMOOIMOOINH.

IIponykt rera MYBPC3 — MHO3HH-CBA3BIBAIOIINIT OETIOK, HEJJOCTATOUHOE PYHKITHOHUPOBAHUE KOTOPOTO BCIICICTBUEC
MyTaluil PUBOJMT K JIe30praHn3alii CapKOMEPOB.

OcCHOBHBIE IIPU3HAKaMH 3a00JIEBaHUS Ha PAHHUX CTaIMAX — 3aTPyIHEHHOE JbIXaHue, 0OMOPOKH, araTusi U BSUIOCTb
JKUBOTHOT'O, y4alleHHoe cepaueduenne. OCHOBHbIE IPU3HAKaMHU 3a00JI€BaHUS Ha MO3JHUX CTAJUSIX — CKOIJICHHE
JKHUJKOCTH B TPYAHOM ¥ OpIOIIHOW MOJIOCTAX, OTEK JETKHX, TAKKEC MOXKET HAOJIOJAThCs Mapaind 3aHUX
KOHEYHOCTEH.

Jleuenne rTHIEPTPOUIESCKON KApAMOMHONATHM Yy KOMIEK MEIUKAaMCHTO3HOE, HaNpsSMYK 3aBHCHT OT
CBOCBPEMCHHOCTH IHAarHOCTHKH. B ocHOBHOM wucmone3yioTcss AlIlD Omokatopsl W celeKTHBHBIE Oera
l-anpeno6nokatopsl. [Ipu pa3BUTHH TPOMOOIMOOIHH JOMOIHUTEIHFHO BKJIIOYAIOT AHTHATPETaHTHI, HAa TO3JHUX
cpokax 3aboNeBaHMS U CHATHS OTEKOB Ha3HAYAIOT MUYypeTHKU. BHe 3aBucmMoctn ot pesynbrata JJHK-tecta
pexoMeHayeTcs mpoBoauTs Y 3U cepana oquH pa3 B TOA.

Hacneocmeennocmo

AyTOCOMHO-IOMHHAHTHBII THI HACIEIOBaHHWS C HEIOJIHON IEHETPAHTHOCTBIO — TeHEeTHdecKas 00yCIOBICHHAs
00J1e3Hb MIPOSIBIISIETCSI B ClTy4ae, €CJIU €CTh XOTs Obl OJJMH COOTBETCTBYIOIIUH eif «1edeKTHBII» reH (MyTarus).

1E-’Tecmupyemaﬂ mymanyus: g.101340772G>C B rere MYBPC3
IIopoowl, 0nsa Komopeix mecmuposanue NOKA3aHO 6 NePayIo ouepeds: MeiH-KyH

CroumMocTb aHanu3a MyTauu — 45 6e1n.pyo.
CpoK BBITIOTHEHHS — 10 7 pabo4mnX THEH BKIFOYUTEIBHO.

15 A cardiac myosin binding protein C mutation in the Maine Coon cat with familial hypertrophic cardiomyopathy / K.M. Meurs
[et al.] // Human Molecular Genetics. — 2005. — Vol. 14, Ne 23. — P. 3587-3593
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I'mneprpoduyeckass kKapauoMuonaTus
P3ra0/J10B

(Hypertrophic Cardiomyopathy — HCMRD) {\ a
b

. ld—
TT" F E3
Onucanue

T'uneprpoduueckas kapaunomuomnarus paraoiuios (Hypertrophic Cardiomyopathy, HCMRD) — 3a6oneBanue cepaua,
XapaKkTepu3yolleecs: yTolmeHneM (TunepTpodueil) NamunIIPHBIX MBI W CTEHOK NPEUMYIIECTBEHHO JIEBOTO
JKEITyI0UKa.

CrencreueM runepTpoduu CTEHOK CTAHOBUTCS YMEHBIICHNE JUACTOIMYECKOTO 00bEMA JKEeITy109Ka, YTO MPUBOINT K
HapYIICHUIO COKPAaTHUTENbHOM crocoOHOCTH cepana. [ umeprpoduyeckass KapAHOMHONATHS — OIHO M3 CaMBIX
pacnpocTpaHEeHHbIX CepACYHbBIX 3a00IeBaHMNA, TPUBOIAIINX BHE3AITHOW CMEPTH CPEIU KOIIEK MOJIOZIOTO BO3pacTa.
IIponykt rera MYBPC3 — MHO3HH-CBA3BIBAIOIIUIT OETIOK, HEJJOCTATOUHOE PYHKITHOHUPOBAHKUE KOTOPOTO BCICICTBUEC
MyTaIii MPUBOAUT K JI€30pTaHU3aIIH CAapKOMEPOB.

HimeHHO ¢ 3THM 3a00J1€BaHHEM CBsI3aH BBICOKUI PUCK BHE3AITHOW CMEPTH M OBBILICHHBIH PUCK Pa3BUTHS CEPICUHOMN
HEJIOCTATOYHOCTH U apTepHUaNbHON TpoMO0IMOOIHH.

OcCHOBHBIE IIPU3HAKaMH 3a00JIEBaHUS HAa PAHHUX CTaIMAX — 3aTPyIHEHHOE JbIXaHUue, 0OMOPOKH, anaTusi ¥ BsUIOCTb
JKUBOTHOT'O, y4alleHHoe cepauebuenne. OCHOBHbIE IPU3HAKaMH 3a00JI€BaHUS Ha MO3IHUX CTAJUSIX — CKOIJICHHE
KUJKOCTH B TPYIOHOM W OpIOIIHOM MOJOCTAX, OTEK JErKWX, TaKKe MOXET HaOIIoAaThCs Napainud 3aJHUX
KOHEYHOCTEH.

Jist parosioB nokasaHo Oosiee paHHee pa3BUTHE TUIEPTPOGHUIECKPH KapHOMUOIIATHH — B CPEAHEM ¢ 15 Mecsres.
Jledenne rTuNEpTPOGUUECKON KapAMOMHUOINIATHH Yy KOIIEK MEIMKaMEHTO3HOE, HalpsMyl0 3aBHCHUT OT
CBOEBPEMEHHOCTH IHMAarHOCTHKH. B ocHOBHOM wucnonb3ytorcss AIID OnokaTopel u  CeNeKTHBHBIE OeTa
1-anpenodnokaropsl. [Ipn pasButum TpoMOOSIMOOIMH JIOTIOIHUTEIBHO BKIIOYAIOT aHTHATPETAaHTHI, HA ITO3IHUX
cpokax 3a0oJieBaHMA Ul CHATHS OTEKOB HAa3HA4alOT JUypeTuku. BHe 3aBucuMoctu ot pesynbTtata JIHK-tecta
pexkomMeHayeTcst mpoBoauTh ¥ 3 cepana oauH pa3 B TOJ.

Hacneocmeennocmsp

AyTOCOMHO-IOMUHaHTHBII XapaKTep HACJIeA0BaHNUs — TeHETHYeCKas 00yCIIOBJIeHHas 0JIe3Hb POSBIISETCS B Cllyvae,
€CJIM €CTh XOTsI OBl OJIMH COOTBETCTBYIOIIMIA el «1e(eKTHBINY reH (MyTaIus).

16Tecmupyexmm mymayus: 2.101329619G>A B rene MYBPC3

ITopoowst, 015 Komopwvix mecmuposanue NOKA3ano é nepeyo ouepeds. Paraon

CroumocTh aHanuza MmyTaui— 45 6en.pyo.
CpoK BBITIOTHEHHS — 10 7 pabo4uX THEH BKIFOYUTEIBHO.

16 Tom Schipper. The Genetic Aspects of Hypertrophic Cardiomyopathy in Cats : Master of Veterinary Medicine / Tom Schipper.
— Ghent University, 2017. — 65 p.
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IIporpeccupyromas arpodus
CETUYATKHU MO3AHAA
(Progressive Retinal Atrophy — PRA - rdAc)

Onucanue

Iporpeccupytomast arpodus ceruarku (Progressive Retinal Atrophy — PRA - rdAc) — o0iiee Ha3BaHue IpPYIIIBI
3a00JIeBaHUi CETYATKHU, BBI3BIBAIONIUX MOPAXKEHUE (POTOPEIEITOPHBIX KIETOK.

B Hacrosiiiiee BpeMsi AJsi HEKOTOPBIX MOPOJ KOIIEK OIMKCaHa HACleICTBEHHas (opMa MO3JHEH JereHepaluu
peuentopos, HaszsiBaecMas rdAc. TIpu poKIeHUH MOPaKEHHbBIE KOTATa UMEIOT HOpPMAJIbHOE 3PEHHE, HO B BO3pACTe
MOJTyTOPa-IBYX JIET TPH OPTATEMOIOTHUECKOM OOCIEOBAHNHM CTAHOBHTCS 3aMETHBIM M3MEHEHHE TIa3HOTO JHA.
Onextpopernnorpadus (IPT) mo3BosseT 0GHAPYKUTH MEPBHIE MTPU3HAKK OOJIE3HH YKE C CEMUMECTIHOTO BO3pacTa
— 3HaynTensbHOe wW3MeHeHne Ol P-ammuuryn. Mopdomornyeckne aHOMalWd OTAEIBHBIX (DOTOPEIEITOPOB
HaOJIIOIAI0TCS ¢ TIATH-BOCBMH MECSYHOTO BO3pacTa. [IepBBIMH JIETEHEPHPYIOT MAIOYKH, 3aTeM KoaGoukh. [TomHas
JieTeHepaIys perenTopoB, MPUBOIAIIAS K CIIENOTE XKUBOTHOTO, IPOUCXOINT, KaK MPABUIIO, K TPEM-CeMH rojaMm (B
3aBUCHMOCTH OT HHIMBHIYABHBIX OCOOCHHOCTEMN KOIIKH).

Hacneocmeennocmo
AYTOCOMHO-PELIECCHBHBIM XapakTep HacleJOBaHUS — IeHeTHdeckas oOycClIOBIEHHas 0O0Je3Hb NpPOSBIACICS HpH
HaJIMYKMHK JIByX MYTAQHTHBIX aJljIeliel, yHaclleIOBaHHBIX OT 000X POAUTENICH.

17Tecmupyejmm mymanyuza: g.92618802T>G B rere CEP290

Ilopoowt, 011 KOmMOpPBIX Mecmuposanue NOKA3AHO 6 Nepeylo o4epedb. AOHMCCHHCKAs KOIIKa, AMepHKaHCKas
KOpOTKOIIepCTHasl, AMepuKaHCKuil kepi, bamwmiickas komika, benrambckas komika, KopHumi-pekc, MaHYKuH,
OpuenranbHas kopoTkomiepctHas, Onuker, Iletep6ona, Cuamckas komka, CuHramypckas komka, Comanuiickas
Komka, TOHKMHCKas KOIIKa

CroumocTh aHanu3a myTanuu — 45 6emn.pyo0.
CpoK BBITIOTHEHHS — 10 7 pabo4mnX THEH BKIFOYUTEIBHO.

17 Mutation in CEP290 Discovered for Cat Model of Human Retinal Degeneration / M. Menotti-Raymond [et al.] // Journal of
Heredity. — 2007. — Vol. 98, Ve 3. — P. 211-220
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IIporpeccupyromas arpodus
CeTYATKU PAHHAA
(Progressive Retinal Atrophy — PRA-Rdy)

Onucanue

IIporpeccupytromas arpodus ceraatku (Progressive Retinal Atrophy, PRA) — o0mmee Ha3Banme rpymibl 3a001eBaHI
CETYATKH I71a3a, BEI3BIBAIOIINX MOPAKEHUE (POTOPELEITOPHBIX KICTOK.

Jns xomek nopox AbuccuHckas, Onuker n Comann ommcana ¢popma PRA, HaseiBaemass PRA-Rdy. ¥V GonbHBIX
KOLIeK HaOiomaeTcs 3aiepXKa pa3BUTHS (OTOPELENTOPHBIX KIETOK € MOCICAyIOmeH HX JercHepamueil.
3aboneBaHue pa3BHBAaeTCS B BO3pacTe OKOJNO 7 HEAeNb W OBICTPO mporpeccupyer. IloiHas cienoTa HacTymaeT B
Bo3pacte 12-16 Mecsres.

PRA-Rdy BbI3BaHa OJHOHYKJIEOTHAHON nenenueii B sk30He 4 rena CRX (cone-rod homeobox), KOTOpsIi sIBISETCS
YJICHOM ceMeicTBa OesTKOB, HEOOXOIUMBIX [UIsl Pa3BUTHUS 13 MICKOIHUTAIONIHX.

Hacneocmeennocmu

AyTOCOMHO-IOMUHaHTHBIN XapaKkTep HacIeA0BaHUs — TeHETHYeCKas 00yCIIOBIEHHas O0JIe3Hb POSBIISETCS B Cllyvae,
€CIIH €CTh XOTs OBl OJIMH COOTBETCTBYIOLIHIA i «e)eKTHBI» reH (MyTarms).

187, ecmupyeman mymayus’. 2.6099457delC B rene CRX

IIopoowt, 011 KOMOPBIX MecmupPosane NOKA3AHO 8 NEPBYI0 ouepedb. AbuccuHCKas Koika, OIuKer,
Comanwuiickasi KoIka

CroumocTh aHanuza MmyTanui— 45 6en.pyo.
CpoK BBITIOTHEHHS — 10 7 pabo4uX THEH BKIFOYUTEINBHO.

18 Mutation Discovered in a Feline Model of Human Congenital Retinal Blinding Disease / M. Menotti-Raymond [et al.] //
Invest. Ophthalmol. Vis. Sci. — 2010. — Vol. 51, Ne 6. — P. 2852
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Jdedpuuut 3puTpOounTAPHOI
NMUPYBAaTKHUHAa3bI
(Pyruvate kinase deficiency — PK def)

Onucanue

Jedunur sputpouutapHOi NHPYBaTKUHA3bl — HACIEJICTBEHHas (QoOpMa TI'eMOJMTHYECKON aHEeMHUM, BBbI3BaHHAs
HapyLICHHEM aKTHBHOCTH ()epMeHTa MHUPYBATKHHA3HI.

3a0oneBaHne pa3BHUBACTCS BCICICTBHE HAPYIICHUS CTaOMIBHOCTH 3pEJbIX JPHTPOLMTOB. Bospact pasBuTHA
3a00NIeBaHMs JOCTATOYHO CHIIBHO BapbUPYeET — OT 6 MecsueB 10 5 jeT. YacTo HabonaeTcs JIeTaIbHBIA HCXO.
OCHOBHBIC KIIMHUYECKHE CUMIITOMBI — BSIIOCTb, JIHApest, OJICIHO CITU3HUCTHIE 000JI0UKHU, OTCYTCTBHE allleTHTA, TI0X0e
KauecTBO IIEPCTH, IIOTePs Beca, KENTyXa, HHOTAA CIUICHOMET NN BHOXMMUYECKUi aHaIn3 KPOBU MOXKET BBISIBHTD
AQHEMHUIO, YBEJIMYCHHE PETUKYJIOLHUTOB, THICPIIOOYIHHEMHIO, TUICPOMIMPYOUHEMHIO W TIOBBINICHHE YPOBHS
MEYEHOYHBIX (EPMEHTOB.

3abosieBaHuE CI0KHO TUArHOCTUPOBATH M3-32 CKAUKOOOPa3HOTO MPOSBICHUS] CAUMITOMOB. OpraHn3M B OOJIBIIUHCTBE
Clly4aeB yclieBaeT KOMICHCHPOBATh YacTh IPHU3HAKOB aHEMHH, TOITOMY TSDKEIBIE CIIy4an BBISBISIIOTCS Yallle BCEro
Y BO3PACTHBIX KOIIEK.

Hacneocmeennocmuw
AyTOCOMHO-peI_IeCCI/IBHHﬁ XapaKTep HACJICAOBAHUA — T'CHCTHUYCCKaA O6YCJ'IOBJ'ICHHa$I 00J1e3Hb MPOABJIACTCA MPU
HaJIMYUHA ABYX MYTAHTHBIX anneneﬁ, YHACJICAOBAHHBIX OT oboux pOZ[I/ITCJ'I@ﬁ.

1gTecmupyeJmm mymayusn: g.70310110G>A B rene PKLR

Ilopoosl, 0 KOMOPBIX MeCMuUpPosanue NOKA3AHO 8 nePeylo ouepeds. AGUCCUHCKAs KOIIKa, beHranbckas KOIKa,
Erunerckuii may, Mein-kyH, HopBexckas necHas kowka, OpueHTtanbHas KopotkouepcTtHas, [lepcuackas kouika,
CaBanHa, Cubupckas xomka, CuHramypckas Komka, CoManmiickas KOIIKa, OK30THUYECKas, OK30THUYECKas
JUTMHHOIIIEPCTHAS, DK30THYeCKast KOPOTKOIICPCTHAS

CroumocTh aHanu3a MyTanuu — 45 6en.pyo.
CpoK BBITIOTHEHUS — 10 7 pabouuX JTHEH BKIIOYUTEIBHO.

19 Real-time PCR genotyping assay for feline erythrocyte pyruvate kinase deficiency and mutant allele frequency in purebred cats
in Japan / K. Kushida [et al.] // The Journal of Veterinary Medical Science. — 2015. — Vol. 77, Ne 6. — P. 743-746
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Mykonoaucaxapuao3 VI
(Mucopolysaccharidosis Type VI — MPSVI)

Onucanue

Myxkonomucaxapuaoz VI (Mucopolysaccharidosis Type VI — MPSVI) — HacnenctBeHHOE 3aboJeBaHue,
XapakTepu3yroleecss HAKOIIEHHEM TIMKO3aMHHTJIIMKAHOB (MYKOIOJIMCAXapHIOB) B KJIETKAX MHOTHX OPTaHOB
(meyenu, KOKH, MBIIIL, KOCTHOTO MO3ra) M JICHKOLIUTAX.

V GONBHBIX JKUBOTHBIX TMPOMCXOJUT 3aMeJICHHE pOCTa, aedopmarus ckeneTa (YIUIOMEHHAs MOpAA C LIMPOKO
PpacCTaBJICHHBIMU I'Jla3aM1 U MaJICHbKUMHU y]_HaMI/I), YBCJIMYCHUC TICUCHHU, 3aMYTHCHUE POTOBUIIBI. HepBI)Ie CHUMIITOMBI
NPOSBISAIOTCS OOBIYHO B BO3pacTe 6-8 Hemenb, Korga aepopMaius CKejleTa IPUBOLAT K PA3BUTHIO «KPaayLIeHcs»
MOXOJIKH, U IIPOTPECCUPYIOT 0 9 MECSLEB, MOCIIE YErO COCTOSHIE MOKET CTAOUIN3UPOBATLCS.

Hacneocmeennocmo
AyTOCOMHO-PEIECCUBHBIA XapaKTep HACIeNOBaHHWSA — TEeHETHYeCKas OOYCIIOBIICHHAs OOJIE3Hb NPOSBISACTCS HpPH
HAJIMYXHW IBYX MYTaHTHBIX aJUIeJIel, YHACIICOBAaHHBIX OT O0OUX POAUTEICH.

2OTecmupyeJmm mymayus: 2.145138869T>C B rene ARSB

Ilopoodvl, Ona Komopvlix mecmupoeaHue nOKA3aHO 6 nepeylo ouepeds. bammiickas komka, OpueHTaIbHAS
KopoTkomepctHas, [letepOonn, CesmenHas 6upma, Cetimenbsckast, Cnamckas Komika, Taiickas komka, ToHKHHCKas
KOIIIKa

CroumocTh aHam3a MmyTamnuu — 45 6emn.pyo0.
CpOK BBITIOTHEHUS — JI0 7 pab0o4MX JTHEH BKIIFOYUTEIHHO.

20 Mucopolysaccharidosis VI in cats — clarification regarding genetic testing / L.A. Lyons [et al.] // BMC Vet Res. — 2016. — Vol.
12, Ne 1. —P. 136.
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[Tpunoxenue 1
HAITPABJIEHUE HA TEHETHUYECKOE TECTUPOBAHUE COBAKH

Bnanenen (O.1.0.):
Tenedon amns csizu:
E-mail:
[Topona:
Knnuka:
ONEeKTPOHHBIA YMI: ITon:
Okpac: Hara poxaenus:
Nmeromuecst 3a001eBaHmMs:

Buo uccneoosanui:
(oT™MeTHTH HEOOXOIUMOE)

['enernyeckue 3a001€BaHUS:

Hacnencreennas karapakra (HC)

[Iporpeccupytomias atpodus ceruatku (PRCD)
Huknuyeckas neirponenus (GCS)

UyBCTBUTEIBHOCTD K JIEKapCTBEHHBIM npenaparaM (MDR)
[lepBuunsblii BeIBUX XpycTanuka (PLL)

Huctunypus (Cyst)

I'unepypukosypust (Hyperuricosuria — HU)

Bosnesnp Bunnebpanna 1-ro tuna (VWD type I)
3nokavectBeHHas runeprepmus (MH)

Komnanc, Bei3biBaeMblil pusnueckumu Harpyskamu (EIC)
Henocrarounocts ¢pakropa VII (FVIId)
Henocratounocts pochodpykrokunassl (PFKD)

OOooooooogoogood

JIOCTOBEPHOCTH MPEAIOCTABIEHHON HH(POPMALIUH MTOATBEPIKIAK0:
(noonuce enadenvya sxncueomnozo)

Xpanenne JIHK cobaxu pazpemraio JA / HET (Heo0xoaumoe Mo T4epKHYTh)

[Tornmato, uto B 3TOM citydae croumoctb JIHK-Tecta nmpu moBTopHOM 0OpaiieHnn B TeueHue 12 mMecsies
OyZnet HUKe.

(noonuce snadenvya sncueomnozo)

« » 202 T.

CO6op Onmomarepuana BEIIIOIHEH CaMOCTOSITENBHO (HeoOxoaumoe noauepkuyTh): JJA/HET
(noonuce enadenvya sncueomnoeo)

CO6op Oromarepuana BIITOTHEH BETEPHHAPHBIM BpayoM (HeoOxoqumoe moquepkuyTsb): JJA/HET

(noonucv, ®HUO sem.epaua, newamsv paua uiu KIUHUKLU)

« » 202 I.
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[Tpunoxxenue 2
HAINIPABJIEHUE HA TEHETUYECKOE TECTUPOBAHUE KOLIKHA

Bnanenen (O.1.0.):
Tenedon amns csizu:
E-mail:
[Topona:
Knnuka:
ONEeKTPOHHBIA YMI: ITon:
Okpac: Hara poxaenus:
Nmeromuecst 3a001eBaHmMs:

Buo uccneoosanui:
(OTMETHUTH HYKHOE)

I'enernueckue 3a001€BaHUS:

[Tonukucros novek (PKD)

INanrnuo3uno3 xomek 1-ro tuna (GM1)

l'uneptpoduyeckas kapauomuomnatus MmeitH-kyHoB (HCMMC)
l'uneprpoduueckas kapauomuonarus paraouioB (HCMRD)
[Tporpeccupyromas arpodus ceryatku mo3anss (PRA - rdAc)
[Mporpeccupyromas arpodust ceryarku panuss (PRA-Rdy)
Hedunut spurpounrapHoit nupyBaTkunassl (PK def)
Myxononucaxapuao3 VI (MPSVI)

OooOoOoooooOgoogd

JIOCTOBEPHOCTH MPEIOCTABICHHON HH(POPMAIIUH [TOATBEPIKIAK0:
(noonuce enadenvya sxncueomnozo)

Xpanenne JIHK cobaxu pazpemaio JA / HET (Heo0xoaumoe Mo T4epKHYTh)

[Tonumaro, 4to B 3TOM citydae croumocts JJHK-TecTa npu nmoBTopHOM 00palieHiy B TeueHne 12 Mecsien
Oyzner HUKe.

(noonuce snadenvya sncueomno2o)

« » 202 T.

CO6op Onmomarepuana BEIIIOIHEH CAaMOCTOSITENBHO (HeoOxoaumoe noauepkuyTh): JJA/HET
(noonuce enadenvya sxncueomnozo)

CO6op Ormomarepuana BEIITOTHEH BETEPUHAPHBIM BpadoM (HeoOxoqumoe moauepkuyTs): JA/HET

(noonucv, ®HUO sem.epaua, newamsv 8paua uiu KIUHUKU)

« » 202 I.
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[Tpunoxenue 3

JAKJTIOYEHHE Ne C-20203003-12-1-00001
['eHeTHYECKOTO HCCIIEI0BAHHS HKHBOTHOIO
RESULT # C-20203003-12-1-00001
of animal DNA tests

Jlata saxasza/Order date: 30.03 2021 Jarta seigaun/Issue date: 05.04.2021

3aka3 zapeructpupoBad B: THY «MucturyT resernkn u nutoitorun HAH Benxapyen»,
aabopaTopus reHeTHYecKoll W KieTouHoH HIKenepun / State scientific institution
The Institute of Genetics and Cytology of The National Academy of Sciences of
Belarus, Laboratory of Genetic and Cell Engineering

[Mopopa/Breed: AMepukanCcKHil KoKep cianHens / American cocker spaniel
Knmnuka/Name: OSKAR

[Mon/Gender: Kobear / Male Hara poxaenus/Birthdate: 02.01.2020
Ponocnoenas/Pedigree:

Kneiimo, snextponnstii uun / Tatoo, e-chip: SPK 1010/ 643093400075109
Oxpac/Colour:

Bnanenem/Owner:

JKusotHoe uaentuduuuporano / Animal 1s identified

Bun necaenosanus / DNA test I'enoTrnn / Genotype
Henocratounocts doctodpykroknnassl
Phosphofructokinase Deficiency — PFKD
He necer annent 3abonepanus. 3abonepaHue, acCOLMMPOBAHHOE C HCCIeNOBAHHOMH
MyTauueii, He dynet passuBarbes. JKupoTHOE He nepenact 3aboneBaHNA TOTOMTCBY.

Clear, not a carrier of the disease allele. The disease associated with the mmvestigated
mutation will not develop. The animal will not pass on disease allele to 1ts offspring.

NN

HUccnenoranue nposen:

W » 2021r.

Jupexrop s

HucTuTyTa reHETHKH W LIHTOJIOTHH [y e raaris % .— PM. llleiiko
HAH benapycu [te £/ ==} 2021
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[Tpunoxenue 4

['pymiisl penapaToB, IPUMEHEHHE KOTOPHIX
y cobak ¢ reaoturiom MM — KATET'OPUUYECKHU 3ATIPEIIIEHHO.
(yKkazaro Oeticmeyroujee eujecmaso)

AHTUITAPA3SUTAPHBIE ITPEITAPATHI
HBepmektun, JlopamekTnH, MOKCHIEKTHH, MeTpOHHIA30, OMoIercun, MHIOeMUITHH,
CenaMeKTUH

[MPOTHUBOOITY XOJIEBBIE ITPEITAPATHI (LIUTOCTATHUKN)
Bunkaankanonnsl, JlokcopyOuiia

NMMVYHO/IEITPECAHTBI
[ukiocnopux

CEPJAEYHBIE I''TMKO3U/bI
Juroxcun

OBE3BOJIMBAIOIIIVE
Byropdenon

TPAHKBWIN3ATOPHI U ITPE-AHECTETUKUA
Anennpomasux

[MIPOTHUBOJIUAPEIMHBIE
Jlonepamun

I'pynmel npenapatoB, IpuMeHEHHE KOTOphIX Y cobak ¢ reHoTunom MM — HE JKEJIATEJIBHO.
VY cobak ¢ rerotunom NM — JOJI2KHO MTPOBOAUTBHCS IO HABJIIOJAEHUEM Bpaua.
(yKkazaro Oeticmayroujee euyecmaso)

I[MPOTHUBOOITY XOJIEBBIE ITPEITAPATBI (LTUTOCTATHUKN)
[Taknurakcen, louerakcen, MeroTpekcaT, 9TOno3ul, MUTOKCAHTPOH

I'OPMOHAJIBHBIE TTPEITAPATHI
JlexcameTa3oH

NMMVYHO/IEITPECAHTBI
Takponumyc

CEPJIEYHBIE TI'JIMKO3U /1bI
Merunaurokcud

AHTUAPUTMUYHLIE TTPEITAPATHI
Bepanamun, untuazem, XuHUIUH

OBE3BOJIMBAIOLINE
Mopdun

[TPOTMBOPBOTHLIE
Meroxmnonpamuy, OunanceTpoH, JoMmepumaox

AHTHUBUOTUKHN
Cnapdnokcanus, ['penadnokcanun, Spurpomuint, Pudammnunmn

AHTUTUCTAMUHHBIE
D0acTuH
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