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Bcepoccuvickuii rocyBapCTBEHHbIV UEHTP Ka4ecTBa v cTaH[apTU3aLUmnm J1eKapCTBEHHbIX CPEACTB A/15 XNBOTHbIX

u kopmos (Mocksa)

Kirouesvie c/108a: zeHemudecKue mecmbl, HAC/IegCIN BeH-
Hble 60/e3HU

Cokpawienus: /IHK — ge30RCcupubOHYK/JIeUHOBAS KUC-
s1oma, ITBC — gucniasusg mas3obegpeHH0z0 cycmasd,
n.H. — nap Hyr71eomugos, I[P — no/muMepa3Has uenHas
pearuwg, LIM/I — [Jermp MOJIeRYJIAPHOU guazHOCMU-
ru, AD —autosomal dominant inheritance (aymocoMHO-
goMuHaHMHIT mun Hacaegosarus), AHT — Animal
Health Trust Center (Lleamp 0XpaHvl 3gOpoB8bA JKUB0M-
mbix), AR — autosomal recessive inheritance (aymocoMHo-
peueccusHbil mun Haclegosanus), HCM — hypertrophic
cardiomyopathy (zunepmpoguueckad Kapguomuond-
mus), PLL — primary lens luxation (nepsudnbii 8b18Ux
xpycmasaura), PRA — progressive retinal atrophy (npoe-
peccupyowag ampodusa cemuyamru), SMA — spinal
muscular atrophy (cnuHagvHAS MblieYHAS ampo@us),
SNP — single nucleotide polymorphism (ogaOHYR/ICOMUg-
HbIl noJuMoppusm)

BeepeHue

TTopoancThie SKUBOTHBIE B OOIBIIIEN CTEMEHN, YEM [INA-
KM€, TIOJBEP>KEHBI HAC/IEACTBEHHBIM 3a00/IEBAHNSM, YTO
BBI3BAHO OTPAHUYEHMEM TEHETUYECKOTO PA3HOOOpasns 3a
cueT mHOpuUAMHTA. [Ipy 3aKpEN/ICHUN SKETAEMBIX TTPU3HA-
KOB B TIOPOJI€ HEPEKO HAKATIIMBAIOTCS OMMACHBIE MyTa-
IV, HAC/IEMYEMBIE TI0 Ay TOCOMHO-PEIICCCUBHOMY ITYTIH.
BoeisgBaeHME TTOMOOHBIX MYTAIINH Y SKMBOTHBIX 3aTPY-
HEHO, TaK KaK 60/IE3Hb MOSKET HE MPOSB/IATHCS Y HECKO/Mb-
KUX TTIOKO/ICHU.

HeB0O3MO>KHO TIEPEOIeHNTh SHAYEHME MOICKY/ISIPHO-
TEHETUYECKON IMATHOCTUKM B O0phOE ¢ HAC/IENCTBEHHDI-
MU 00/E3HAMM. BBIABACHBI THICAYY FEHETUYECKUX MY-
Tammit, 00yC/IOBAMBAIOIINX YKA3aAHHbIE OOE3HN, B TOM
YIC/IE U Y SKUBOTHBIX. [eHETUYECKOE TECTUPOBAHNE B V-
ATHOCTUYECKUX IIE/IAX MIMPOKO IIPUMEHSIIOT 10 BCEMY MU-
py; Hambo/Iee KPYITHBIE 3aPYOESKHbIE BETEPUHAPHBIE IEHT-
PBI, 3aHMMATOIIMECS TEHETUUECKUM TECTUPOBAHMEM, —
ato Laboklin (Tepmanma), IDEXX (Kanazma), Animal DNA
Testing (ABctpamus), VetGen (CLIIA), Veterinary Genet-
ics Lab (CIIIA). Ouu mipeniararot pasHooOpasHbIE UCCIIe-
noBaums, JJHK-TecTbl o711 TOMAIITHIX, Ce/TbCKOXO3SICTBEH-
HBIX U Ja>Ke JUKUX SKMBOTHBIX C II€/TbIO BBISBICHWUSA T€HE-
TUYECKOM TIPEIPACIIONOSKEHHOCTI K HAC/IEICTBEHHBIM 00-
JIE3HAM, HOCUTEIBCTBA OTIPEAEACHHBIX (DEHOTUIMYIECKIUX
MIPU3HAKOB, 4 TAKSKE MOy YEHIS TEHETUUECKOTO TIACIIOP-
Ta, COMEPSKAIIET0 MH(MOPMAIINIO O TEHETUIECKON MHIN-
BUIYaTbHOCTY SKMBOTHOTO.

TeHeTHMYECKME MYTAITUY MOTYT MMETh PA3HBIN XapaK-
TEp — ONHOHYK/ICOTUIHBIE 3aMEHBI, IECTCINN, MHCED-
IV B KOOUPYIOIIEN 00/1aCTV T€HOB, MyTaluu B ob1ac-

22

TY CIUTAVICUHT-CANITOB, IPOTSSKECHHBIC NIV, TIPUBOIS-
Iye K HapyIIeHMIO 9KCIIPECCUN CPa3y HeCKOMbKUX I'eHOB
[4,6...9,11...15,17...22, 24].

JTro601t ITHK-TecT OCHOBAH HA HE3ABMCUMOM BhIAB/IE-
HUY MYTaHTHOM ¥ HOPMAa/AbHOV KOMIUM reHOMa. 3I0po-
BBIE KMBOTHDIE MMEIOT TOIBKO HOPMAa/AbHbIE KOIIUN Te-
Ha (FOMO3UTOTHBI IT0 HOpMaabHOV Kormu). Hocurenn 3a-
OoneBanms ¢ AR Hac/lemOBaHMEM MMEIOT OFHY KOO
HOPMAa/IbHOTO U OJHY KOTMIO Ne(pEeKTHOTO reHa (FeTepo-
BUTOTHBI 110 MyTanuu). JKUBOTHBIE C KAMHUYECKH TIPO-
apasgomumcsa AR HacienyeMbIM 3a60I€BaHMEM UMeE-
IOT BE KOy Ae(PEKTHOTO IFeHa (TOMO3UTOTHBI IO MY-
Taruu). 3aboneBanme ¢ AD Hac/eIOBaHMEM, HATIPUMED
TIOIMKYCTO3 TIOYEK y KOMIEK NEPCUACKON ITOPOIBI, TIPO-
SBJIAETCSA JAasKe TIPY HAMMYUY B TEHOME OHOM HeheKT-
HOW KOIUY T'eHa. B HeRoTophIX cry4dasax, Hampumep HCM
IIOPOJBI MEMH-KYH, OTMEUYEHO HEIIOTHOE JOMUHMPOBa-
HME, TO €CTh IIPY HaINYUNIM MYTaIlUN B T€TEPO3UTOTHOM
COCTOSIHUM BEPOSATHOCTD PA3BUTHUA OO/IE3HNM HEBBICOKAS,
IIPY TOMO3UTOTHOM MYTALIUYU PUCK 3HAYUTC/TBHO YBE/IN-
YYBACTCA.

OrcyTrcTBre MHGOPMUPOBAHHOCTH O TIPOOIEME TEHE-
TUYECKUX OOME3HEN B TIPOIIEIINE NECATUIETUA TIPUBE-
JI0 K MacCOBOMY 3aBO3y B PoCCMIO SKMBOTHBIX-ITPOM3-
BOAWUTE/IEN C TEHETUYICCKUMMN MyTarusamu. [1o HeKoTo-
PBIM TaHHBIM, HOCUTE/ISIMU MYTAITN, BHI3bIBAIOIINX PRA,
sesroTes 6omee 70 % cobak mopoasr sHTACOYXEp 3CH-
HeuxyHz, 50 % Takc, okomo 20 % oTevecTBEHHBIX /1a0-
pamopos [1]; HoCUTEIAMM MyTALUM, OTBETCTBEHHOM 32
pasButue PLL, — 66 % MUHMATIOPHBIX Oy/IbTEPHEPOB,
IIPY 9TOM T'OMO3UTOTHBI IO MyTaluu 15 % >KMBOTHBIX
[25]. Cpenu KOLIEK TOPOJ MEPCULCKAA U IK3OTUIEC-
Kas KopoTrouiepcTHas B AHImu, [epmannu, OpaHuyum
v ABctpamuu 37...50 % mOBEep>KEHBI IOMUKMUCTO3Y TIO-
YeR — OO/IE3HM, XapPAKTEPUIYIOIIEIICA PASBUTUEM MHO-
SKECTBEHHBIX KVCT B IIOYKAX U ITOUYCYHON HEJIOCTATOYU-
HOCTBIO [2, 3, 5].

JTabopaTopuu, TIPUMEHSIOIINE TEHETUIECKIE TECTHI
B IMATHOCTUKE HAC/TEIACTBCHHBIX OOTE3HEN, TIOSBUINCE 1
B Poccun. B maHHOM cTaThe ONMCAHO IPUMMEHEHME PsAa
OHK-TecToB, paspaboranusix B LIMII ®TBY «BTHKI»,
[/ BIAB/ICHVSI HAC/IEACTBEHHDIX 3a00/IEBAHIIT TTIOPOIVAC-
TBIX KOIIIEK ¥ COOAK.

Lienb uccneposanus

ITpocreuTs AMHAMUKY PACIIPOCTPAHEHHOCTY HAC/IE -

CTBEHHBIX 3200/ICBAHUI ITOPOJUCTLIX KOIIEK U COOAK B

Poccum, ompeemmts apdheRTUBHOCTD TpuMeHerns JTHK-

TECTUPOBaHM B O0phOE 3a CHUSKEHME UMCACHHOCTI SKI-
BOTHBIX — HOCUTE/IEN OIIACHBIX MYyTAaIINIL.



[TpumMeHeHne reHeTUHecKuUX TeCTOB [1/151 BbISBNIEHUS HACTIEACTBEHHbIX 00/163HEN
Y MOPOANCTbIX KOLLIEK U COOaK

Martepuansl u meTopbl

L /11 oy IeHUS TEHETUYEeCKOT0 MATePMA/Ia UCTIOTb30-
Ba/IM COCKOOBI SMMTEMMANBHBIX K/IETOK C BHYTPEHHET TI0-
BEPXHOCTH IIeK U geceH >KMBOTHBIX. JJHK Boimensnm ¢ mc-
nonb3oBarmeM Habopa «JHK co6pC» mpomssonctea OI'YH
ITHVW SnmmeMmoaornm.

/151 BbIAB/IEHVIST OO/TBINMHCTBA OJHOHYK/IEOTUIHBIX I10-
mumopdusmon, SNP, B Tom uncie PKD1 C10063A [17],
MYBPC G93C [20], MYBPC C2460T [21], CMAH C-371T,
A-217G, T265A G1600A [4], FGF5 ¢.356insT, C406T,
c.474delT, A475C [13], PKLR ¢.693+304G>A [8], TYRP1
C8G, 1262+5 G>A, C298T [22], TYR G940A, G715T [18],
MLPH T83del [12] B rermome womrek m ADAMTS17
c.1473+1G>A [6], PRCD c.5G>A [24], vVWF7639G>A
[11], vWF88delG [14] B reHOMe c00aK, UCIIOAL30BAINA
METO/] MMPOCEKBEHUPOBAHNS, TIO3BO/LIIOIINIL OIIPEAE/IATh
HYK/ICOTUIHYIO IIOC/IeN0BAaTeIbHOCTh KopoTKux, 10...30
IL.H., pparMeHTOB reHoMa. B paboTe MCIoNIb30BaIM Cuc-
TEeMY T€HETUYECKOro aHanmm3atopa « PyroMark Q96 MD»
¢ peareaTamu npoussoncTsa «QIAGEN».

I s BouaBnenms mytarym CEP290 IVS50 + 9T>G [19]
B FOMOITO/IMMEPHOJT 06/1aCTV FeHOMa KOITieK, (T)9 mosTop,
JICIIOZTb30BAa/IM METOZ, CEKBeHMPOBaHMA 110 CaHrepy Ha aB-
TOMATUYECKOM cekBeHaTope «ABI Prism 3130», «Applied
Biosystems». Peak1io CeKBEHMPOBAHMS IIPOBOAUIN TI0
meTony cycle sequence Ha amrmummduraTope «GeneAmp
PCR System 2720» («Applied Biosystem», CIITA), Habop
«Big Dye® Terminator v1.1.Cycle Sequencing Kit».

I Berasnennus LIX1-LNPEP (140000 m.H. genenymn)
[7] uctionbzoBamu [MLIP-uaeHTMGUKALNIO ¢ IpaiMepamu,
braukupyromymMy 06/1aCTh DeTELNN, U C IPAIMEPAMU
B 06mactu Hopmaabubix LIX1 u LNPEP reHoB.

ITpu BbIOOpE OMUTOHYK/IEOTUAHBIX IPAIMEPOB, (DIaH-
RUPYIOIUX 00/1aCTU MYTAIUI, YIUTHIBAIU 0COOEHHOC-
TU UCTIOMB3YeMbIX MeTOAMK — [1LIP, mupocekBeHUPOBA-
Hue, cekBeHMpoBaHMe 1o Cenrepy. Vcmombp3oBaam mpor-
pammHOe obecreuenme «PSQ Assay Design 1.06», «Bio-
tage», «Primer Premier 5.0», «Primer Select DNAstar».

Pe3ynbTaTbl M 06CYyXAEHME

IHK-TecThI ObI/M paspaboTaHbI ¢ YUETOM HAKOI/IEHHBIX
B HAYYHON IUTEPATYPEC HAHHBIX O TCHETUYCCKUX TTOIN-
MopdM3Max, OTBETCTBEHHBIX 34 POABICHNUE (DEHOTHUIIA 1
MIPEAPACIONOKEHHOCTH K HAC/IEACTBEHHBIM 3a00/I€BAHN-
AM TOMAIITHUX >KUBOTHBIX. Ha ocHOBaHMM paspaboTaH-
HBIX TECTOB BBIAB/IAIOT MYTALUY, O0YC/TOBIMBAIOIINE HO-
CUTE/TBCTBO OIPEAE/ICHHBIX OKPACa, I/TMHBI IIePCTH, TPYII-
IIBI KPOBY, 4 TAK>KE HAC/TEIACTBECHHBIE OOIE3HN TTOPOIVIC-
TBIX KOIIEK U co0aKk (Tabm. 1, 2).

PesynsraTsl nee/resoBaHus Korek. I1o pe3ysraTtam mpose-
neHHbIX B 2007—2011 . mccaenoBarmi ¢ momMortisio JTHK-Tec-
Ta «PK» ycraHoBieHo, 9To mipumepHO 30 % OTevuecTBEHHBIX
KOITIEK ITOPOZ, TIEPCUICKAS Y IK30TUHECKAS KOPOTKOIIIEPCTHAS
ymeroT B reHome myTtario PKD1 C10063A B reTepo3uroTHOM
COCTOSIHVM, BBISHIBAIOIIYIO PA3BUTHE TTOMKIUCTO3a TIOUEK.
B 2012 1. uncaeHHOCTD KOITIER, HECYIIX JaHHYIO TeHETIYIeC-
KYI0 aHOMA/INIO, COKPATMIACK 110 16 % (puc.). B MeHbIme
CTEIICHY TIOBEP>KEHBI HAC/ICICTBEHHOMY TTO/MKVICTO3Y TIOUEK
KOIIIKY TIOPOZ, GPUTAHCKAS KOPOTKOITIEPCTHAS M ITIOT/IAHICKAST
BUC/IOYXasl, MUMEIOIIME POJICTBEHHBIC CBSI3Y C IEPCUICKOM

Kormkoy. Cpe MpoBEepEeHHBIX 152 SKMBOTHBIX YKA3aHHBIX
TopofI, 7 OPUTAHCKMX KOPOTKOMIEPCTHBIX U 2 TIIOT/IAHACKIE
BUC/TOYXVE KOIIKY (OKO/IO 6 % OT OOIIIETO YIMC/Ia) MIME/ MY -
Tarmo PKD1 C10063A B reTepo3uroTHOM COCTOSTHUM.

Heo6xomimo otmeTuTs, uTo MmyTamysa PKD1 C10063A
BCTPEYACTCSA B TCHOME KMBOTHOTO TOTHKO B TETEPO3UTOT-
HOM COCTOSIHUM, 3TO OOBACHAETCA HEBO3MOSKHOCTBIO TIO/T-
HOIICHHOT'O Pa3BUTUS OPTAHM3MA TIPU HATUIUU JBYX MY-
TAHTHBIX KOMIUIT T'CHA.

VI3BecTHO, 4TO Yy MHOTMX ITOPOZ, KOIIIEK — MEIH-KYH,
parmoni, cpuHKe, OPUTAHCKIE, AMEPUKAHCKIE KOPOTKO-
IIePCTHBIE, IIOT/IAHACKIE BUCIOYXIE Y HOPBESKCKIIE /ICCHBIC
pasBuTyiE cepbesHoi matoaorvv cepara, HCM, o0ycmoBieHO
HacmencTBeHHbIMY TpyrHamMy. HCM ve/roBeRa MMeeT My/Tb-
TraKTOPHOE HAC/ICIOBAHIME — 34 PA3BUTIE TAHHO TTATO/TO-
v oTBedaroT 6omee 1000 MyTarit, TOKAIU3YIOIINXCA B
10 rerax. VemrhbiBas aTOT (PAKT, MOSKHO ITPEATIO/IOSKIATD, UTO
pasutiie HCM y KOITIeK TaK>KE CBS3aHO C PSAIOM FeHETIHIEC-
Kyx maTonoryii. OTHAKO TTOKA M3BECTHBI TOTBKO IBE MYTa-
IV B TEHE MMUO3UH-CB3BIBAOIIEro 6e1ka mybC, BhI3hIBa-
TOITVE TAHHOE 3a00/eBanme y topo MantH-KyH (G93C) m per-
nmor (C2460T). Mytarms C2460T moskeT BBI3bBaTh HCM
'y demoBeKa [21]. Y KoIlleKk TaKMX mOpoJ, KaK OeHranbe-
Kue, cCUbMpCKMe, M9BOH pekc, chuukre, myTarmu G93C n
C2460T m160 He BCTpeYaroTes, b0 BCTPEUAKOTCA OUEHD PEJI-
Ko. [eHeTMHeCcKMe ITpUHaMHEI, Bhi3biBatorie HCM y maHHBIX
TIOpOJT, HEM3BECTHBI. B HacTosAIIIee BpeMs AMATHOCTIIECKAs
nerrocTb myTarmm G93C, XxapaKTepHO /11 TIOPOIbI MEVTH-
KYH, OCIIAPMBAETCSI, TAK KAK He HAOTIOIAETCs TTOTHOM KOppe-
s MesKay pesyasratamu JJHK-rectrpoBanms n ysTpas-
BYKOBOM IyarHOCTVKiA. COIVIACHO OITyO/IMKOBAHHBIM JIAHHBIM,
75 % KOIIIER TAHHOM Hopozp! ¢ muaraozoMm HCM mmeroT Hop-
Ma/IbHYIO KOIMIO T'eHa B oOmacty myTarmn [23]. BepositHas
npyamHa pazsuTisi HCM B 9THX ¢/y4asx — CYIIIECTBOBAHNE
OPYTUX, TIOKA HE BBIAB/ICHHBIX MyTalmii. B npyrux cry4asx
RAMHUYECKAS KAPTUHA 3a00/I€BAHNA Y SKUBOTHBIX, HECY-
mx myTtaryro G93C, pasBuBaeTcs MeJICHHO; IO /IMTepaTyp-
HBIM TaHHBIM, 17 % 13 HMX OCTAIOTCS 300POBBIMM B BO3PAC-
Te 4...6 ner [23]. B mobom cayuae [IHK-Trectuposarve «HCM»
Y MCK/TIOYEHME SKUBOTHBIX ¢ MyTarment G93C 13 rieMeHHO
PaboThI CIIOCOOCTBYET CHMIKEHWIO PUCKA PA3BUTISA 3a00/I€BA-
HMS Cpeit METH-KYHOB.

I'To HammM gaHHBIM, Oortee 40 % 0TeUeCTBEHHDIX KOIIEK
TIOPOIBI MEIH-KYH SB/ISIOTCSI HOCUTE/SIMU MYTAIUU B Te-
TEPOSUTOTHOM COCTOsTEN (Tab/1. 3). Kak ysKe yIoMmMHAIOCH,

. Puc.
;, Pe3ynbTarthl TeCTUPOBaHMA
2 Ha HaNMYmMe NpeapacnoNoXeHHOCTU
15 K MOJINKUCTO3Y NOYeK KoleK
nopop nepcuackas
1 3K30TMUECKan

%, HOCMTEbCTBO MyTaLnK

00T 1008 ro0e 1010 11 2012 KOpOTKOLuepCTH as
KonuyecrBo nBOTHbIX
n r.
i Bcero be3 mytauuu leTepo3urorta fomo3urota
2007 215 146 69 0
2008 192 139 53 0
2009 227 165 62 0
2010 166 116 50 0
2011 292 205 87 0
2012 288 241 47 0
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1. Mepeyenb IHK-TecTOB ANA onpeaeneHns reHETUYECKOro HOCMTENbCTBA (PEHOTUNMYECKUX NPU3HAKOB

u npeapa JIOXKEHHOCTU K HacneaCTBeHHbIM 60ne3HAM AOMALUHUX KOLWEeK
[HK-tect | 3a6onesanue, heHotun | Hacneposanue TeH Myrauma XapakTep usmeHeHui Mopopa
B kogupytoweit o6nactu AMepuKaHcKue n GputaHckue
«PK» no’;g’;"éfg“ AD PKD1 C10063A [17] NPeXKAEBPEMEHHbIIA KOPOTKOWEPCTHBI, rUManak, nepcel, PIFAONS,
CTON-KOAO0H 3K30Tbl, KpOCCOPeppl, ckoTTUWhONS
AD B kogupytoueit o6nactu o
«HCM» HCM (HenonHoe) MYBPC G93C [20] AMUHOKACTOTHAS 3aMeHa MeiiH-KyH
«SMA» SMA AR LIX1-LNPEP C2460T [21] To we Perponn
«PRA» Mosaras PRA AR CEP290 | 140000 n.u. geneuus [7] | Hapywerme skcnpeccuy MeitH-kyH
Abuccuckas, ngVIKeT, comanu,
u amMepuKaHCKWit keps, 6eHranbckas, KopHuL-
«PK-def» Aeuunr AR PKLR 1VS50 + 9T>G [19 Hapywenue caiita eKC, OpUeHTaNbHas KOPOTKOWEPCTHas,
NMpyBaTKNHA3L! [l chnancutra pcmamcpkaﬂ, ceranypa,gme AGc o
KOPOTKOLEPCTHAs, NeTepoosg v Aap.
AbucCUHCKasn, GeHranbckas, 1a nepm,
«Bl» lpynna kposu AR CMAH €.693+304G>A [8] To e MeNH-KyH, HOPBEXCKas NecHas, CaBaHHa,
cubupckas, CMHranypckas, CoOManu v fp.
: C-371T, A-217G, 18indel-53,| Pag MyTauuii B perynatopHoi
«Hair» [nvHa wepcTu Kowek AR FGF5 T265A G1600A [4] W KOBMpyloLeli 0bAaCTsX Bce nopopbl
Pan myTaunii B koaupytowen
PaBHOMepHOCTb OKpaca, c.356insT, C406T, o6nactu, nobas U3 HUX
«Jlokyc A» AR ASIP c.474delT, A475C [13] | npuUBOAUT K M3MEHEHMIO To e
eHoTHNa
. B koaupyloueit obnacty
WWokonagHblit LBeT AR CAdel122-123 Aeneumlynsyx hykneoTAROB »
«Jlokyc B» TYRP1 B kopupylolLeli obnacTu [
LiBeT uMHHamMOH AR (8G 1262+5 G>A [22] aMUHOKMUCNOTHAsA 3aMeHa KDoMe OP VIIlKE,T
1 HapylleHue caiiTa cnaaicuHra P 4
" B kopupyloLeit o6nactm
Jlokyc O Cuamckuit okpac AR VR €298T [22] NPEXAEBPEMEHHbIil CTON-KOAOH To xe
BypmaHckuit okpac AR cb=G715T [18] To xe »
«Jlokyc i» Ocna6netue okpaca AR MLPH T83del [12] Eeﬁ%ﬂnzyomnuagﬁoosﬁﬁggTMAa »

/IS 9TUX SKMBOTHBIX PUCK pasButyist 6onesan Hyskimi, HCM
HAaC/IeIyeTCs C HEIOMHBIM JJOMMHMPOBaHeM. OIHAKO OKO-
710 5 % VCCIeIOBaHHbBIX SKMBOTHBIX MMEIOT TOMO3UTOTHBIN
o myTtary G93C reHoTHII, YTO CBUAETETHCTBYET O BBICO-
KOM PUCKE Pa3BUTHSA KapauoMuonaTui. I IpoBeIeHHbIA OII-
POC B/IAMIE/TBIIEB TAKUX SKUBOTHBIX TTOKA34/T, UTO Y OOMBIIIN-
HcTBa Koirek npusHaku HCM pasBuBamich B BO3pacTe Jo
IBYX /ET. B OTAe/bHBIX C/Tydasx KOTATa YMUPAIU B BO3pac-
TE JI0 TPEX MECAIICB C CUMIITOMAMU OCTPOV CEPACIHON He-
IOCTATOYHOCTH, COITPOBOSKIAIOITICIICS OTEKOM JICTKMX.
Ilpyroe Hac/meACTBEHHOE 3a00/IeBAHME KOITIEK, XAPAKTED-
HOE /I TTOpOAbl MeVH-KYH, — SMA. D10 AR-Hacienye-
Moe 3a00/1eBaHmE 00YCIOBIEHO NEHETMYECKON AHOMA/IVEN
B xpomocome Al-menmermert 140 000 1.H., mpUBOAAIIIEN K Ha-
pymenmto arcrpeccy reHoB LIX1 n LNPEP. B ciry4gae mipu-
CYTCTBUS B TEHOME TOMO3UTOTHOM SMA-MyTaIim y >KUBOT-
HOTO C BBICOKOW BEPOATHOCTHIO PA3BUBACTCS MBIIICYHAS
aTpouis B pE3YIBTATE IeTEHEPALVN 1 TUOE/IU TBATATE/THHBIX
HEVIPOHOB CIIMHHOTO M0o3ra. B Teuerne 2012 . Ha HOCUTE/ID-
CTBO JAHHONM MYTaIy ObII0 MCCAEIOBAHO 53 KOIITKM, TOMb-
KO 2 13 HUX (0KO7IO 4 %) ORA3a/MCh HOCUTEISAMY MY TALIY,
HIU OOHOTO >XKMBOTHOTO ¢ SMA-MyTatmei B TOMO3UTOTHOM
COCTOSIHMI HE BBIABAEHO (cM. Tab. 3). HesaBucumo ot He-
GO/IBIIIOrO YIIC/TA MCC/IEIOBAHHBIX SKMBOTHBIX, OUEBUIHO, UTO
MYTaIysi He MMeeT IIPOKOT'0 PACTIPOCTPAHCHIA.
PesynsraTe! nccregoBaams codak. CoOaKM Pa3HbIX TIOPOL
TaK>Ke TTOABEP>KEHBI PASHOOOPA3HBIM HAC/ICACTBEHHBIM TIa-
TOIOTYSIM, B TOM YMC/IC AHOMA/TVSIM OITOPHO-IBUTATE/THHOTO
amrapara, HEBPO/IOTMYECKUM 00/IE3HAM, 3a00/IEBAHVISIM Cep-
JIEYHO-COCYIMCTON ¥ MIMMYHHOM CUCTEM, OOMEHA BEIIIECTB
u 1ip. Takas 9acTo BCTPEUAIOMIASACS CPEAM HEMCIIKMX OBYa-
POK, ceHOEpHAPOB, HBIO(haYHIICHIOB, OOKCEPOB U POTBET/IE-
poB maronorusi, Kak ITBC, cay>KUT K/1acCUIeCKUM IIpu-
MEPOM C/IOSKHOTO Trtia Hacnenosaumst. I THC obycmosieHa
HE TOTBKO OOJIBIIIMM KOIMYECTBOM T'€HOB, HO U (haKTOpa-
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MM OKPY>KAFOIIET CPEIbl, BAMSIONIMMY Ha (hOPMUPOBAHIE
GO/IE3HN U CTETIEHD €€ TPOSB/ICHS, BCACICTBUC UErO TeHe-
TuaecKas muaraoctuka JTHC saTtpymHaena. B mociemame ro-
IIbI OITyO/TIMKOBAHDI TAHHDIE [IO/THOT€HOMHBIX VICC/IEIOBAHATA,
BBIABUBIIIE HEKOTOPBIE TEHETUUECKYE (DAKTOPBI IPEAPACIIO-
noskersoct K JITBC [10], paspaboTans! gaske mepsbie [THK-
TecThI [26], HO, K COSKA/IEHNIO, [IOKA OHM MMEIOT HUSKYIO
IVIATHOCTUYECKYIO IIEHHOCTh. Ha ceromHsiimHmi feHb Ipu3-
HAHHBIM METOZOM JVATHOCTUKY 3TOT'O CEPhE3HENIIIETO HAC-
JIEACTBEHHOTO 3a00/IEBAHIA COOAK KPYITHBIX TIOPOL, C/TYSKAT
peHTreHorpadist Ta300€PEHHOrO CYCTaBa, IPOBOIVIMAS B BO3-
pacTe IByX /IeT, JOCTOBEPHOCTD yccmenoBarma 95,4 %. Ioc-
TOBEPHOCTH PEHTTEHOrPaduM Y SKMBOTHBIX B BO3pacTe 1o 1
roma HusKe U cocTasasteT oromo 70 %. anrbHeriee coBep-
IIIEHCTBOBAHVIE T€HETMHUECKIX METOIOB IVATHOCTVKI C IIe/BIO
ompene/icHNs peapacionoskeHHocT K JJTHC B paHHeM BO3-
pacTe MMeeT GO/BITIOE TTPAKTIYECKOE SHAYECHIE.

IIpyrue pacmpocTpaHEHHbIE cpeay cOOaK HAC/IEICTBEH-
Hble 601e3un, B Tom uncie PLL, PRA, 6oresus ¢hon Bus-
nebpanza, HApROIETICHA, AeDUIUT MMPYBATKUHASHI, 00yC-
JIOB/ICHBI HA/IMYVEM TO/TBKO OJTHON VI/IV HECKO/TBKMX OITac-
HBIX MYTAIUI B TEHOME, YTO TO3BO/IAET PaspaboTaTh m/is
HUX METOAVKY T'€HETUYICCKON AMATHOCTUKI.

Takoe 3aboeBanme 17143, Kak PLL, XapaKTepu3yeTcs aHo-
Ma/eyt pa3BUTISI IIMHHAMOHOBBIX CBS30K, B PE3y/ILTATE Ue-
T'O XPYCTa/IMK BBIIAZAET M3 OTBepCTA 3pauka. OTBETCTBEH-
HAS 32 PasBUTYE DO/IE3HI HYK/IEOTUIHAS 3aMeHa €. 1473+1G>A
Ha 5’ koHue uaTpoHa 10 rera ADAMTS17 B obmactu caitra
criTaricuura OblTa BBIAB/IEHA B TEHOME MHOTYX TIOPO U J1a-
>Kke HecropomHbIx cobar. OBBIHMHO 60IE3HD MaeT 0 cebe 3HATh
B Bo3pacTe 4...8 /IeT, XOTs Y HEKOTOPBIX SKUBOTHBIX, TOMO-
SUTOTHBIX IO MyTary, GO/E3Hb HE TPOAB/IACTCA B TCUCHME
Beert >xvsHi. Hambonee momsepskennl PLL Me/Ikue u mexopa-
TUBHBIE TIOPOZBI, B TOM UMC/IE PASHOOOPA3HBIE TEPHEPHI 1 ITy-
nem. B Poccym [THK-TecT «PLL» mOAb3yeTCs HAMOO/BIIIEN



[TpumMeHeHne reHeTUHecKuUX TeCTOB [1/151 BbISBNIEHUS HACTIEACTBEHHbIX 00/163HEN
Y MOPOANCTbIX KOLLIEK U COOaK

2. Nepeuenb JHK-TecToB ANA BbiABNEHWUA NPEAPACNONIOKEHHOCTU K HACNeACTBEHHbIM 601e3HAM C06aK

Tun o
AHK-Tect 3a6oneBauue HacnepoBaHus Ten MyTauus XapakTep u3smeHeHwUi Mopopa
Y . 6ABCTpaJ'IMl7|CKaﬁ nacTylibs, aMepUKaHCKas 3CKMMOCCKas,
apylueHue caita OpAep KoMK, BONbNNHO UTANbAHO, KUTACKas Xxoxnartas,
«PLL» PLL AR ADAMTS17| ¢.1473+1G>A [6]| cynancunra omacian by, Nabpanop-peTpuUBep, NaHKaunp xunep,
MWUHWATIOPHbIN GynbTepbep, Tepbepsl, Wap-nei u ap.
AMEPUKaHCKNIA 3CKMMOCCKUIA WNUL, BEHTEePCKUI KyBac,
rofieH peTpuBep, MOPKLWIUPCKNiA Tep6bep, KuTaitckas
o xoxfaTas, Kokany, Kokep-cnaHuens, nabpagop petpusep,
«pred-PRA» PRA AR PRCD ¢.56>A [24] EMKMOfgmlcﬁgﬁrag%?gSa NanuHNopPOKOiApa, nyaens, HosomomaHp.cmvllJpeTpMBep,
HOPBEXCKMIl 3NKXaYHA, NOPTyransckas BoaHas cobaka,
UHCKNI NnannxyHa, Yecanuk et petpusep, 3HTeOyxep
3eHHEHXYHA U 4.
Bonesus dow [llo6epmaH nuHyep, 6epHCKMit 3eHHenyHﬂénpeHTCKaﬂ
“ “ KyponatouHas, HemeLKuit nuHyep, keppu-baioTepbep,
«WF1» ?EA%nTeEr?:Hna AR VWF 7639 G>A [11] | HapyweHwue caiiTa cnnaiicuHra MaHueCTepCK/i Tepbep, NanwboH, NeMbpoK-BeNbIIKOPT,
nyAenb, UpRaHACKNil pbixe-6enbii ceTrep
BonesHb hoH B kopupytoweit obnactu M PR
«WF2» Bunnebpaiis 2-ro Tuna AR VvWF 88delG [14] LeNeuys 0AHOTO HyKneOTUAa HemeLknit KOPOTKOWEPCTHbIA NOHTEP
WHcepuusa SINE o
3NeMeHTa, 24]_\{”7:%:"?_:6nacm canta Jlo6epMaH nuHuep
«NR» Hapkonencus AR Hertr2 3 wutpoH [15]
+5G>A 6 3K30H/
6 MHTPOH [15] To xe Na6pagop petpusep
B kogupytouieit obnactm
c.799C-T [9] npe)K,D,é)g],.)eMeHHblﬁ CTOMN-KOAOH To e
«PK-defx» Aeduuur AR PKLR B koaupyioweit o6nactu,
NUpPYBaTKNHA3bI .848T>C [9] AMUHOKKCAOTHAS 3aMEHA Monc
€.994G>A [9] To xe Burab
3. Pe3ynbTaTbl TECTUPOBAHMA KOLIEK HEKOTOPbIX NOPOA HAa HaNWUyYue B reHOMe MyTaLuii, 06yCNOBNMBAIOLWUX PAa3BUTUE HACNeACTBEHHbIX 6onesHen
0611ee YMCNIO0 KNBOTHBIX (%!
DHK-Tect 3abonesaxune Nopopa e (%)
Bcero | be3 mytauumn | letepo3urorta | fomo3urota
«PK» Mon1KNCTO3 noyek lMepcuackasn, 3Kk30TUYecKas KOpOTKOWepPCTHas, GpUTaHcKas KopoTKowepcTHas | 1532 1155 (75) 377 (25) 0
«HCM> HCM MeitH-KyH 1330 | 722 (54) 544 (41) 64 (5)
«SMA» CMA » 53 51 (96) 2 (4) 0
«PRA» PRA AGuccHHCKan 24 17 (71) 6 (25) 1 (4)
«PK-def» [leduuut nupyBatkuHasbl » 17 6 (35) 9 (53) 2 (12)
Tpumeyanue. 3fech 1 B TabA. 4 TEMHbIM LBETOM MOKa3aHbl GO/bHbIE XUBOTHbIE, CBETIBIM — HOCUTEIU MyTaLUu

4. Pe3ynbrathl TECTUPOBAaHMA CO6aK HEKOTOPbIX NOPOJ HA HANIMYME B FEHOME MyTauuii, 06YCNOBNUBAIOLMX PA3BUTHE HACNEACTBEHHbIX 6one3Hen

AHK-tect RaREl flopoaa Bcero Begiu;::u:tmor::::gxl:rsk)I'0M03ur0Ta
s | mw [P e e s s e e 00| g | s | sonan) | 0@

«pred-PRA» PRA Tepath, nnebIep: S o e <ApROS MAene roh ens | 386 | 346 (90) | 40 (10) 0
«WF1» Bunngggﬁge‘: ?ﬁg Tuna| BloBEPMaH NHYE, HemeLKWiA Uk ep 82 51 (62) 30 (37) 1(1)

TIOITY/IPHOCTHIO CPEI 3aBOAUMKOB COOAK TIOPOIBI MIHIA-
TIOPHBIA Oy/IBTEphEp. VICC/IeI0BAHIS, ITPOBOIMMBIE HAMM B Te-
YeHME ABYX JICT, II0KA3a/i, YTO IIpUMepHO 44 % oTedecT-
BEHHBIX MUHMATIOPHBIX Oy/IbTEPhepoB HecyT ADAMTS17
¢.1473+1G>A MyTaImro, IIpiyeM OKO/IO 5 Y% HAXOIATCS B BbI-
COKOM CTETEHI PUCKA PA3BUTHSL JAHHOT'O 3a00/ICBAHVASE (TOMO-
SUTOTHBI 110 MyTarm). Pactipoctparena mytarmst ADAMTS17
¢.1473+1G>A u cpeiv KUTAMICKUX XOX/IATBIX COOAK: TIO JaH-
HbIM, TToTydeHHbM B 2011—2012 1T, TomsROo 56 % cobak yra-
3aHHOII IIOPOJIBI HE HECYT TeHETUICCKON MyTarmy, 38 %
SB/ITFOTCSA HOCUTE/IIMI MY TAIVN (T€TEPO3UTOTa), 4 6 % TI07-
BepsKeHbI PLL (FOMOSUIOTHBI ITO MY TAIVMA).

Korpa 60nbLuas YacTb XMBOTHBIX (6onee 30...40 %) nopaxeHa onpe-
[NeNeHHbIM HAacNeACTBEHHbLIM 3a00/IEBAHNEM, MOJIHOE UCKITIOHEHME HO-
CUTEsIeN ONacHO MyTaLMK 3 MPOrpaMMbl Pa3BEAEHIA MOXET MPUBEC-
T K YMEHbLLEHMIO BUOMOMMHECKOro PasHO06pasns BHYTPM Nopoak! U1,
60os1ee Toro, B 3HaYUTENbHOM CTEMNEHW YBEINYUT PUCK BOSHUKHOBEHIS HO-
BbIX HAC/1IEACTBEHHbIX 3a00/IeBaHU. B Takumx cny4yasix, B COOTBETCTBUM

C pekoMmeHaaumammn AHT, 3aBOA4HMK MOMYT HA MEPBOM 3Tare UCMoJsib-
30BaTh B Pa3BeAeHMN BCEX MOPOAVCTLIX 0CODEN, HE 0OpaLLias BHYMaHWUS
Ha VX FTeHOTUM, HO TOJLKO B Mape ¢ YMcTbiMun no AHK-TecTy XMBOTHbI-
Mu. MNprmeHeHre NOA0OHOM MPAKTUKY NMO3BOJIUT MOCTENEHHO (B HECKOJb-
KO 3TanoB) yCTPaHUTL HOCUTENE MyTaLMn 13 Mopoabl 6e3 prcka yMeHb-
LLEHWS FEHETUYECKOrO Pa3Ho0bpasuisi.

Jpyroe MOCTATOYHO PACIIPOCTPAHEHHOE Cpemy cobaK pas-
JIAYHBIX TIOPOT 3a007eBarme T71a3 — PRA, CBSI3aHO € TIOpaske-
HyieM (hOTOPELIENTOPHBIX K/IeTOK. OIMMCAHO HECKO/THKO THUTIOB 3d-
Go/eBaHVIsT — PaHHSA U To3apsia (popmbl PRA ¢ AR Haciemosa-
HMEM, a TAKSKe (hOpMa, CLIETIEHHAS ¢ X-XPOMOCOMOIL. J[/1s1 Takmx
TI0pOZI, KaK SHT/I0yXep 3eHHEHXYHI, /1a0paIop PeTpUBEp, TO/IEH
PETPUBED, KUTAVICKAS XOX/TATAS CO0AKa, IOPKIIIPCKIAT TEPBEP,
TIyZIEe/Th Ml HEKOTOPBIX APYIVIX, XAPAKTEPHA MO3mHsA (popma 6ores-
mm Tvria pred-PRA, o6yciosiennast myTarmeii ¢.5G>A B rese
PRCD. B 3aB1CMMOCTY OT HIOPOZIbI ¥ VEIVBYIYA/ILHBIX OCOOEH-
HOCTEV1 COOAKM K/IMHMYECKIIE CYMITTOMBI HAPYILIEHV 3PEHVAS TPV
prcd-PRA cTaHOBATCA 3aMETHBI B Bospacte 1...5 sieT, mpu sTom
OO/BITIMHCTBO COOAK MTOIHOCTHIO C/IEMTHYT, CIIOCOOOB /IEUEHVS
He cymectyeT. JTHK-recT «pred-PRA» ITO3BO/ISIET YCTAHOBUTH
TIPEIPACTIONIOSKEHHOCTD SKMBOTHOIO K 3a00/IEBAHVIO V1 OIPE/IE/Th
TeTEPO3UTOTHBIX HOCUTE/IEN, CIIOCOOHBIX IEPEIABATH IEDEKT TI0-
tomctsy. [Tocpencreom JTHK-Tecta «pred-PRA» GbIIO BHIAB/IEHO,
910 OKOTIO 11 % COBAK TIOPOIBI KUTAVICKAS XOX/IATAS U OKOTO 9 %
nabpamopos peTprBepos sp/troTesa Hocurersvyt PRCD ¢.5G>A
My TALVV, TIPUBOMAIIIEN K PasBATYEO 607e3emt. CpaBHMBAS 9TV IAH-
HBIE C OITyO/IMKOBAHHBIMY paHee [1], He/b3s He OTMETUTD COK-
PAIIICHVIE HVC/TA OTEYECTBEHHBIX CO0AK, TTOPasKeHHBIX PRA.
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E.E. [laBbigoBa, U.B. ContbiHckas, U.A. ®egoposa, H.B. Spbiruxa,
H.A. SwwuHa, N.J1. 06yxoB

C pacnpocTpaHeHNEM reHETUHECKIMX TECTOB MNOSIBNIAIOTCSA U HOBbIE
npo6sembl — danscruduKaLmm Heo6POCOBECTHLIMUY 3aBOAYMKAMM
reHeTM4YeCcKoro MaTepuana aJis noy4yeHns No3NTUBHbLIX PEe3yfbTa-
TOB UCCNENOBAHNS NMOPAXEHHBIX XXUBOTHbIX. YTOBbI MCKNTIOYUTE AaH-
Hyto Npo6niemMy, KpyrnHele naboparopuu, B ToM umcne UM drey
«BM'HKW», napannensHo ¢ AHK-TecTnpoBaHMeM Ha Hann4ne reHeTu-
YECKO NPEeapacnoNoXeHHOCTU K HACIEACTBEHHLIM 60SIE3HSIM, OCYLLE-
CTBASIOT MYJIETUIOKYCHBI @HaJIM3, MO3BOMSIOLLINIA MOMYYUTL AHHBIE O
LJIHE MUKPOCATTENNUTHBIX MapKEPOB, COCTaBSIOLLIX YHUKATbHbIA 7151
[AHHOr0 OpraHM3ma «reHeTudecknin nacnopT» [16]. Bnarogaps ato-
My aHann3y yaaeTcs aeHTMOULUMPOBaTh XMBOTHOE 6e3 NCMOob30-
BaHWS 9IEKTPOHHOIO YnMa Un KJeiMa, 4To 0COBEHHO BaXKHO Npu
TECTUPOBAHNM HEMAPKMPOBAHHBIX XUBOTHbBIX 1 MPY UCCIeA0BaHNN Ma-
Teprasa, NPMCIaHHOro B labopaTtopuio Mo ro4Te. MpucyTcTeue Ha GriaHke
C pesynbrataMu UCCNeN0BaHNS U «r€HETUYECKOro MacrnopTax», Mpeac-
TaBNSIOLLEr0 MapKMPOBKY C MOMOLLIBbIO AfIMHBI MUKPOCATENUTHBLIX Map-
KEPOB, NMO3BOJIAET UCKIOHYNTL MOAMEHY FTEHETUHECKOr0 MaTepmana,
TaK Kak Mpwm KaXaoM UCCea0BaHUM NapassienbHO ONpeaenseTcs yHu-
KaJibHbI1 KO, XXMBOTHOI 0. JIaHHbIE MYJILTUIIOKYCHOrO MUKPOCATTENNT-
HOrO aHanM3a B fasIbHENLLEM MOTYT ObITb UCMOL30BaHbI BNaAesb-
LiaMu TaioKe [151 YCTaHOBIEH WS 61M3KOro poACTBa MEXAY KMBOTHBIMU,
HanpvMep, OTLLOBCTBA.

BbiBoabl

Takum 06pa3oM, aKTUBHOE MCITONb3oBaume JJHK-Tec-
TOB [I/151 BBIAB/ICHUA DA OITACHBIX MYTAIlUii B TEHOME
TIOPOAMCTHIX KOILIEK U COOAK TTO3BOMM/IO CHUSUTD B TE€UE-
HIE TIOoCAeTHMX /IeT B Poccun UMc/IeHHOCTh SKMBOTHBIX,
MMEIOMNX MPeIPaclIoNo>KeHHOCTh K HAC/I€ACTBEHHBIM
60/Me3HAM.

PaspaboTKa U BHEAPEHME B BETEPMHAPHYIO PAKTUKY
HOBBIX T€HETUYCCKUX TECTOB, YBEAUUCHNE UNC/IA IMAT-
HOCTUYECKUX IICHTPOB, MHPOPMIUPOBAHIME 3aBOTUNKOB
0 TIpo6IEME U BOSMOSKHOCTSIX €€ PEITICHIS, TTO3BOIAT MU-
HUMM3UPOBATH PACIPOCTPAHEHNME HACIEACTBEHHBIX 60-
JIC3HEN, 4 TAKIKE YIYUIIATh TeHO(MOH TOPOAMUCTHIX K-
BOTHBIX.

Bub/mozpaduyeckuii cnucor
cMm. Ha catime http://logospress.ru/

SUMMARY

E.E. Davydova, |.V. Soltynskaya, I.A. Fedorova, N.V. Yarygina, N.A. Yashina, |.L. Obukhov. Application of
DNA Tests for Diagnostics of Feline and Canine Inherited Diseases. A variety of commercial laboratories offer
genetic diagnostics for animals inherited diseases, allowing both the veterinary clinician and the private owner to obtain
DNA test results. Some ot the DNA tests available in Russia are described. The prevalence of some diseases has been
estimated during 2007—2012 years. The problems of DNA tests application have been discussed.
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