TecTbl HA 3aboneBaHunna
M QOCTUIXXKEHUSA FreHEeTUKMn

B3r/isi C TOYKU 3PEHNSI MHTEPECOB NMOPOAbl SKyTCKas anka.

E.PameHckas,
uneH MNpesngnyma
HKM «SKyTckas nanka»

HeT BpemeHu, 4Tobbl
npounTaTtb BCO cTaTbio? BoT
pekomeHgauum HKTT:

http://yakutlaika.com/sites/
default/files/rekomendacii-
nkp rus 21-ave.pdf

3aBoAuYMKM M Bnagenblbl cobak nopoabl AKyTCKas salika O4YeHb 4acTo
33a4al0TCS BOMPOCOM — KaK COXpPaHWUTb 340pOBbe abopuUreHHOW MopoAbl, Kak
NPOBOANTbL CENEKLMI0 C YYETOM UMEILLINXCA CBEAEHUI O 340pOBbe cobak. U
NpakKTUUYECKN BcCerga BO3HMKAET BOMPOC — B KaKWUX Ccnydasx cnepyer
NMPOBOAUTb MHCTPYMEHTa/ibHble TeCcTbl (peHTreHorpaodwus,
3nekTpopeTuHorpadpumsas u T.M.), a B KaKUX €eCTb CMbIC1 MNpOBOAUTb
reHeTMYeckmMe TecTbl C LUENbi BbiBNEHUS 6GonesHeln, nepeparolmnxcs no
Hacneactesy? Ecnn no noBoAy MHCTPYMEHTaNbHbIX TECTOB BCE AO0CTAaTOYHO
SICHO — UX PEeKOMEHAYET AOKTOp MpU YCTAaHOB/IEHUN KJIMHUYECKOro ANarHosa,
TO reHeTMKa [0 CMX MOp OCTAéTCcs CMOXHOW W MOCTOSIHHO pasBUBatlOLLENCS
OTpacnbio Hayku. BOT Halwm coobpaxeHus.

Kak M3BECTHO, CyLLECTBYET HECKOJIbKO METOA0B rEHETUKMU:

o reHeTUKO-reHeanorn4yeckmit,

o 6113HeUoBbIN,

o LUTOreHEeTUYECKNINZ, KOTOPbIA BbISBASET TOSIbKO XPOMOCOMHbIE
MyTaumm, 6MOXMMMYECKUN,

o NONYNALUMOHHO-CTaTUCTUUYECKUN3,

o MONEKYNSAPHO-FreHEeTUYECKUN,

o npou.

3aBOAYMKN, BHUMATENbHO 3aHMMaloWMecs cenekunen, B OCHOBHOM
MCMNOMb3YIOT FeHeanorndyecknii mMeton. Hac ke WHTepecyeT MOJeKyNsipHO-
reHeTUYeCKUin, KOTOPbIN TakKXe KuMeeT HECKO/IbKO BUAOB, Haubonee
M3BECTHbIE M pacnpocTpaHeHHble W3 KOTopbiX — 3To Metoa MMUP wu

1 npeanoxeH B 1865 r, ®. NanbToH
2 npeanoxeH B 1956 r. Tuino n JleBUHbIM

3 BrnepBble npuMeHeH B 1908 r.
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cekBeHupoBaHune [HK4. HO ulyyeHme TeXHONOrMm reHeTUYeCKUX TeCToB TOXe
He Hawa 3adaya. Hac MHTepecyeT: Kakue HacneacTtBeHHble 6one3sHun
Mbl MO>XEM YCTaHOBUTb NyTeM NPUMEHEHUSA MOJIEKYNAPHO-
reHeTUM4YeCKux TecTtoB. BoT Ha 3TOT BONpPOC Mbl NOCTapaeMcCs OTBETUTD.
HeMHoro obwwux ceBeaeHunn. OHK «nogeneHa» Ha XpPOMOCOMbI, Y
MJIEKOMUTAKOLWMX KaXkaas XpoMOcCOMa npeacTtaB/ieHa ABYMSA KOMUAMWU: OAHA
OT OoTua, Apyras OoT MaTepu, OHW NMPAKTUYECKU ULAEHTUYHbI KPpOME eAUHUYHbIX
U3MEHEeHUN, KoTopble MOryT nMbo He BAUSATb Ha opraHmam, 60 NpMBOANTL K
deHOTUNMYECKUM oTnmumam, nubo npuBoanTb K 3aboneBaHusM. Pasmep
reHoMa cobakm cocTouT U3 2,4 MApA ToYeK — HYKIeoTUAO0B>, KOTOpble UMEIT
TBEpPAYK NoCneaoBaTeNlbHOCTb. Y4Yé€Hble MpUHAINM 6ykBeHHOe o6o3HaudeHune
A, T,G,C — no nepsbiM 6yKkBaM Ha3BaHMS OCHOBAHWN, U3 NOCNeA0BaTENbHOCTH
KOTOPbIX COCTOUT FreHOM. 2Tun 2,4 Mnpa. Toyek coctasnsatoT okono 3000 TomoB
TONCTOM KHUMM BpoAae «BoWHbl U mMupa» (2080 cTpaHuL B TOMe, U3 KHUMU
JlbBa YcneHckoro «CnoBo 0 cnoBax»). Yenosek He cnocobeH npoynTaTtb €ro,
1 HABCKMAKY MoAcyuTana: gaxe nucraHue 3amMér 75 net. Mo3ToMy reHom
nccnenyeTcs € NOMOLLbIO MOLLHbIX KOMMbIOTEPHbLIX PECYPCOB U — YyYacCTKaMMU.
Becb reHomM npoyuTaH, HO He pacwudpoBaH, TO eCTb HayKe rMokKa He
M3BECTHO npeAHa3HayeHue Kaxaow Toukun B reHome. K crioBy, 3Hauyumble
nocnenosaTtesibHOCTWU, KoTopble «koampytT» OHK, coctaBnaiT okono 1,5 %
reHoMa, ocTalbHoe — Macca O06beKTOB, KOTOpble Ha3blBatOT «MYCOPHbIM>»
OHK, nx dpyHKUMK, eCcnm OHM eCTb, He YCTaHOBJIEHbl, HO U HE OTpULAIOTCS.

Cnoco6bl BbiABJIEHUSA FrEHEeTUYECKH
ob6ycnoBnieHHbIX 601e3Hen

1. B yensax novcka MyTaHTHOrO anfens, KOTOpbii NPUBOAUT K KaKOMY-
nmbo 3aboneBaHuUto, reHeTUKM obcneayrT XMBOTHOE, MMewllee CUMMNOTOMbI
3aboneBaHud. (Ecnun peub naét o nonckosom paboTe, TO KpalHe xenaTenbHo
npeaBapuUTenbHO MMeTb AaHHble O HacneACTBEHHOMW npupoae 3aboneBaHus,
MCNOSb3ys reHeanornyeckuin MeTod, TO eCTb MOSIE3HO UMeTb AaHHble, 6binu
nv 3aboneBaHuns y npeakosB.) [AHK-nocnenoBaTeNnbHOCTb 3TOrMO0 XXMBOTHOIMO
NCccneayrT YY4acToK 3@ YYaCTKOM U HaxoaaT AedeKTHbIN reH B onpeaeéHHOM
mMecte. Unum wmncnonb3yercsa nNpuHUMN aHanNormm ¢ APYrMMU XXUBOTHbIMMU,
HanpuMmep, C 4YesfloBEeKOM, Y KOTOPbIX YXe OfnMcaHa reHeTumyeckas npupoaa
3aboneBaHus, TOrAa NEpPBMYHbLIA MOUCK MOXeET OblTb CyXeH A0 aHanusa
TO/IbKO FeHa, Wau rpynmnbl reHoB, MyTauun B KOTOPbIX MOryT 6biTb BOBNEYEHDI
B pa3BuTue 3abonesaHus. MNMpu 3TOM y4yéHble, MAEHTUDUNUNPYS FrEHETUYECKOEe
HapylweHne BNepBble, MNPUMEHSAT 4YUCTO dopManbHbii MeToa (TO eCcTb
cpaBHeHne ¢OopM): MpoM3BOAAT CpaBHEHME HECKOSIbKUX, MHOrAa AOBOJIbHO
MHOIOYMCEeHHbIX Yy4yacTkoB AHK y 0AHOro >MBOTHOro, CpaBHMBas WX B
AanbHeNWweM C y4yacTKaMu Apyrux 6O60NbHbIX >XMBOTHbLIX, @ TaKXe Cco
3[00pPOBbIMU XMBOTHbIMW, Te Xe ydactku [OHK koTopbix cnyxaT obpasuom

4 https://studfiles.net/preview/535923/.

> HyKkneoTunabl- C/I0XHbIe OpraHn4Yeckme coegmuHeHus, ctpouTenbHbli MaTtepuan ansa AHK, PHK n gpyrux
6MONOrMyecknx CoeiMHeHN, XpaHaT NHdOPMaLMo 0 CTpyKType Henka u HacneayeMbiX NpuaHakax.
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HOPMaNbHOro COCTOSAHMSA. C MOMOWbIO TaKUX WCCNeAOBaHUM BbISIBAEHDI
APEeBHUE, YyXe WU3BEeCTHble, MyTauuu, nexawme B OCHOBE HacneaCTBEHHbIX
HapyLlweHun y MHOrmMx nopoa, v nopogocneundunyHble 3aboneBaHus. B
HacTodllee BpeMa A0Oporoe NOJIHOFreHOMHOE CEeKBEHUPOBAHWE YMpPOCTUIN, WU
NOSABMAINCL Yunnbl (FeHNAaHeNn, CKPUHUHINAHEeNn), Ha KOTOPbIX pa3MeLllatoTcs
yyactkm OHK ¢ yxe yctaHoBneHHbIMKM ToukamMu. Ecnn xnBoTHoe obcnepyeTcs
Ha NpeaMeT YXXe W3BECTHbIX FreHeTudeckmx bonesHen, To MyTauum, npm ux
Hannuuu, 6yayT HanaeHbI.

2. OpyruMm cnocoboM BbIABNEHUS MyTauun aBNSETCA HaydHoe
nccnenoBaHue, HanpasfieHHOE Ha BbisiBfieHUe 3aboneBaHUM Yy XXUBOTHbIX, HE
MMELWNX NaToNOrMn, YCTAHOBAEHHbIX KAMHWYECKU (TO eCTb BpayoMm). DTOT
MeTOo[ MOXHO Ha3BaTb MOMCKOM, HamnpaB/IEHHbIM Ha yaady, MOTOMY YTO MOUCK
BegeTcss B reHome (He 3abbiBanTe o0 pas3Mmepe!), M MOXET OKOHYUTbCSH
obHapyXeHMeM TONbKO ApPEeBHMX MyTauun. He yaAMBUTENbHO, 4YTO CaMu
Y4YéHble B CTaTbsAX MPUMEHSIIOT Takue cnoBa: «nepebupas», «HATKHYTbCS».
DTO AOCTAaTOYHO 3aTpaTHbIM METOA M UCMOMb3YEeTCSs OH UYMCTO B HaYYHbIX
uensax — Ha npeaMeT nMoucka HOBbIX 3aboneBaHW UM B UeNsSxX pa3BUTUS
dyHAaMeHTanbHOM HayKMW.

KommeHTapuit pykosBoauTesnss nabopatopun <«300reH» AHTOHa
MapkoBa: «To4yHee: a) e€CTb <«MasJ€HbKWE» UUMbl, HA KOTOPbIX
AENCTBUTEIbHO MOXHO BbISIBUTb YX€ W3BECTHbIE MyTauuu, UX MPUMEHSIIOT
MHorga Kak pas B AMAarHOCTUYECKUX LIEISIX «Ha OTOKe» — Kaxkgasl To4yka
UMEET K/IMHUYECKUU CMbIC/I6, OObIYHO Takue 4Yurbl BKIKYaKT B cebs
AECSTKU, MHOrAa COTHM TOYEK, HO OHU HE MMEIKOT CMbIC/1A AJ151 MONCKA HOBbIX
myTauui; 6) ectb «60/ibLunNe» Ynrbl — B HUX CTApParTCS «3almxXHyTb» BCE
OrnuncaHHble MyTauumn, Korga-mbo BCTpeYarLynecs B Xo4€ CEKBEHUPOBAHUS
reHomMoB. Ml coBceM He 06s3aTtesibHO, YTObbI UCC/IeayeMblIe MyTauun UMeun
KakoM-TO M3BECTHbIM KJIMHNYECKUI CMbIC/1, TaKNe 4Yuribl MOryT BK/OYaTb B
cebs COTHM TbICSY M MWUIIJIMOHbI TOYEK M BOT CPaBHEHWE PE3y/IbTAaTOB 10
Takmm 4yunam Mexagy O60/IbHbIMU M 340POBbIMU XUBOTHBIMW MOXET AaTb
HOBYIO MHGDOpMaALUUNIO O CBS3M MyTauun ¢ 3abosieBaHueM. »

O6a MeToda AOCTATOYHO 3aTpaTHbI, MEPBbIM, KOHEYHO, CTan Aelwesne C
NnodAB/IEHNEM 4YMMOB, OAHAKO M OH Ha NpPaKTUKE UCMOJIb3YeTCA B OTHOLIEHUMU
XMBOTHOIO, MMetoLero Nnogo3peHns Ha reHeTndyeckme 3aboneBaHus.

MHeHne 6unosora:

Pa3zpaboTaHbl NpoCTO BEJ/IMKOJENHbIE METOAOJIOMMU, OHU OYEHb
3¢ppeKTUBHbIE, HAaA3bIBAKTCS MO3ULMOHHOE K/IOHUPOBAHWE reHoB. ITOT
crnocob ocHoOBaH Ha TOM, 4TO AJ1S BCEX XPOMOCOM M3BECTEH LE/bIN Habop
mapkepoB [JHK, pa3bpocaHHbIX Mo BCEN A/IMHE XPOMOCOMbI. VI nepebupas
Takme mapképnbl JHK n Habnwoaasi, Kak OHU Hac/eAyrTCsl B CEMbSIX, BMECTE C
60s1€3HbI0 NN 6€3 60/1e3HN U OTAE/IbHO He accoumupysi ¢ 60/1€3HbIO, MOXXHO
HaTKHYTbCA Ha TaKoMW y4yacTOK, Takou JZIOKyC reHoma, rge Mbl
AENCTBUTE/IbHO YBUANM, YTO 3TOT MapKEp HacseayeTcsi BMecte ¢ 60/1€3HbI0.
(Metoa o4yeHb Tpyao- v BpPEMS3ATPATEH U AAJIEKO HE BCerga fnpuBoANT K
ycnexy. — A. MapkoB.) EcTtb 60/1€3HU, Takme KakK reMogpusins, Korga Bce
reHbl W CHeKTp MyTauun [OCTaTOYHO XOpOoLIO M3BECTHbI. bosee obuume
3abosieBaHus BCETaKku, BUAMMO, MMEIOT [1OJIMFEHHYIO pupoay, o BCeH
BUANMOCTHN, OHa 06yc/i0B/I€Ha MyTauusaMu wau TEMU WNIU WHbIMU
nameHeHnsiMn B [HK cpa3ly B HECKOJIbKMX y4acTKax MM B HECKOJIbKUX

6 MN3BECTHbIN KINMHNUYECKNI CMbIC/T — MOCTaBJIEHHbIA BpayOM AMarHos.



reHax. — W3 WHTEpBbIO C [AOKTOPOM 6MOIOrMYECKUX HayK EBreHmem
PoraeBbiM.

ApeBHMue (pacnpocTrpaHeHHble) MyTaluun.

HekoTopble 3abosieBaHus, BO3HMKLIME [aBHO, PacnpoOCTPaHWINCL Ha
6onbwoe KoNM4ecTso nopoa. B Hactosdwee Bpems yctaHoBneHo okosno 200
MyTauuKn, nexawmx B OCHOBe HacnenCTBeHHbIX 3aboneBaHun. HekoTopble
MyTauumM CUYUTAKOTCH O4YeHb ApeBHUMMU. OHM UMenNn MeCcTO elle Ha paHHewn
CTaaAnn pas3BUTUS POAOBBLIX JIMHUA OT BOJSIKA K COBpPEMEHHbIM nopogam cobak
M pacnpocTpaHeHbl BHe 3aBUCUMMOCTM OT nopoAabl. Hanpwumep, PRA
(nporpeccupytowas atpodpusa cetdyaTtkm) BcTpedaetca y ~100 nopoa. DM
(aereHepaTMBHas MumenonaTtusi), NeKapCTBeHHass YyBCTBUTENIbHOCTb B reHe
MDR (reH MHOXXeCTBEHHOMN JIeKapCTBEHHOMW YCTOMYMBOCTU), 3/I0Ka4YeCTBEHHAS
rmneptepmms  (peakums Ha HapKOo3) BCTpevyarTCs MNpakTUYeCKn BO BCeX
noposgax. [locneaHwe paBa AuarHosa He gBnsdTCA 3aboneBaHueM, 3TO
peakumns XXUBOTHOIO Ha Npenapartbl.

MopoaocneunpuyHbie MyTaLUM.

Opyrne >e MyTauum BCTPeYaltTCd TOJSIbKO B HEKOTOPbIX rpynnax
POACTBEHHbIX NOpPOoA. DTO AAET OCHOBaHMe ANS NpeanosioXXeHns, YTo AaHHble
HapylweHns npeawecTtsoBasM OKOHYATE/IbHOMY pa3jesieHUt0 COBPEMEHHbIX
nopog cobak. Hanpumep, CEA (AHOManusa rnas kKonnu) obHapyxuBaeTtcsa y
cobak HeCKONbKMX NacTywbnx nopos, a PLL (MepBUYHbIN BbIBUX XpyCTanuka)
pacnpocTpaHéH rnaBHbiM 06pa3om cpean nopoa TepbepoB. HakoHel, MHormne
MyTaumm 6ol 0bHapy>XeHbl TONbKO cpean cobak oaHOW NopoAbl, HanNnpuMep,
BFJE (lOBeHunbHasa anunencus) y Jlarotto PoMmaHbono.

Xk k

Tenepb, OCHOBbIBAasiCb Ha BblIWEONMCAHHOM, Mbl nonpobyem
pa3obpaTbCs, Kak o06CToAT Aena C HOBbIMWM MNOpPOAaMWU, HE UMEKLWWUMU
BreedID, To eCcTb He nMewWMX XOTS 6bl YAaCTUYHO MPOYMUTAHHOIO reHoma. B
Lensix YyCTaHOBJEHUS MyTauun wuccnepyercsa 60sbHOE >XXUBOTHOE M
NPOM3BOANTCS MOWUCK reHa, oTBevarwero 3a MmyTtauumto. Ero nnbo HaxoasaT,
nmbéo HeT. Ecnum HaxoAasaT, TO yCTaHaBNWMBaeTCs ApeBHee UNwu
nopogocneundunyHoe 3abonesaHne. Ecnm He HaxoAdT, TO reHeTn4yeckas
npuynHa 3aboneBaHns CTaBUTCA NOA4 BOMPOC — WN OHA €CTb U € He Halu,
nnn 3aboneeBaHne He HacneacTBeHHOe, a npuobpeTeHHoe no ApYyruMm
npuynHaMm. K npumepy, A0 CUX NOP He HaWAeHbl reHbl, oTBevdawuwme 3a
Avcniasnilo CycTaBoB.

OTO OC/IOXHSAeTCa ewé WM TeM, 4YTO aHanornmyHble No CUMMTOMaM
3aboneBaHnsa MoryT 6bITb 06yCnOB/iIeHbl pa3HbiMM MyTauusamMm. Hanpumep, B
reHe MyKOBMCLMAO3a 4yenoBeka onmcaHo okono 200 Bbi3biBawOWMX 601e3Hb
MyTaummn. nn, ecnn roeoputb 0 cobakax, To, K NpuMepy, yxe yrnoMsaHyTas
PRA moxeT 6bITb Bbi3BaHa 6onee, yem 6onee 20 MyTaumMsamMu, UMEOLWLNMU
pa3sHoe pacnpocTpaHeHne B nopoaax.



NMopoaa sKyTCKas fanka Hukorga He obcnegoBanacb Ha obHapyXeHue
MyTauunin, CBOMCTBEHHbIX el, O4HAKO y4eHble Npu nlyyeHmn 6onesHen Kakom-
nnbo nopoAbl BCerga OpUEHTUPYIOTCS Ha 6au3KkuMe U poACTBEHHble BUAbI,
poabl. [T03TOMY M Mbl MOXEM pacCMOTpeTb, Kakune 3aboneBaHuns BbisIBIEHbI Y
POACTBEHHbIX SAKYTCKOM fanke nopoA. lNpun 3TOM, KakK Mbl YXe€ MOHSAAWU, HET
CMbICNa wuccnenoBaTb 340pOBYH Cobaky, ecnm TONbKO OHa He MMeeT B
pOAOCOBHOMN NpeakoB (@ BepHee — poautenei, oT 6osiee AasibHNX NMPEAKOB
MyTauusi Morsia M He rnepeaarbcss — Torga Bcsi pabora 6yaer HacMmapky-
A.MapkoB), cTpajawwunx Kakum-nnb6o 3abonesaHmeMm, 06yCnOBAEHHbLIM
reHHOM MyTaumen.

NTak, paccMoTpuM 3aboneBaHns poOACTBEHHbIX SKYTCKOW slarike rnopoa
cobak.

MyTauuu, npucylime ceBepHbIM nopoaam cobak

1. 3peHue

MNpexae Bcero cneayetr obpatuTb BHMMaHue Ha 3aboneBaHue
nporpeccupytrouwas atpodpusa cetyatkn (kog 6onesHn: XLPRA1L), kotopas
npucywa camoenam n CMBUPCKUM XacKu.

XLPRA1 MOXHO oxapakTepusoBaTb Kak ¢opMy PRA C no3gHum
HayanoM. [lepBble CMMNTOMbI MNPOSABASAKTCA He paHbwe, 4yem cobake
NMCMONTHUTCA OT Tpéx A0 nAtTM net. OCHOBHOM K/MHUYECKUA CUMATOM —
NOCTOSHHO pacClMpeHHble 3paykn A9 MakCUMManbHOro ynaBlMBaHUA CBETA,
pa3BMBaeTCA TaK Ha3blBaeMoe <«TyYHHeNnbHOe 3peHune». [AinarHos
yCTaHaB/IMBaeTCA NyTeM CUCTEMATUUYECKOro mccsieqoBaHuUsA rnasHoro
AHa wun 3nexktpopetruHorpadpum (ERG). Ha npaktuke y Takom cobaku
3aMeTeH pacClIMpPEHHbIA 3payqdoK, a TakXe OHa MOXEeT He BuMAeTb NpeaMeThl,
pacnosioXXeHHble COOKy OT eé rosoBbl.

XLPRA1 TakXe XapaKTepu3yeTcs CLUENJTEeHHOCTbI C >XXEHCKOM
XpoMocoMon. C uenbio nNIeMeHHOro passeieHuns, Ha OCHOBE YCTaHOBJIEHHOIO
MarHosa, BO3MOXHO MNpoOBeJeHME FreHEeTUYECKOro aHasim3a CyK C Lenblo
BbISIBIEHNS HOCUTENbCTBA MYTUPOBAHHOIo reHa. Ctatuctnuky 3abonesaHus nNo
CeBepHbIM MOpoAaM HAWTU He yAanocCb, OPUEHTUPYEMCS Ha TOT (akT, 4To
3aboneBaHue npucywe okoso 100 nopoa n uMmeer 6onee 20 MyTauun.
MosaToMy cneayet obpaTtuTb BHMMAHWE, 4YTO CYLWECTBYKT W Apyrue
3aboneBaHnga cetyaTku PRA, npucywume ceBepHbIM nopojaM:
axpomaroncumsa — pereHepauums kKoHyca CDAMAL (cmbupckuin xackwu,
ANSACKMHCKMIA ManaMmyT), OKynockenetHas aumcnnasmsa osd2/drd2 (camoen),
nporpeccmBHas AereHepaumns crepxeHb-koHyca PRCD (amepukaHckas
3CKMMOCCKas cobaka, Kapenbckas MeaBexbsi cobaka, HOPBEXCKUIN 3bXYHA,
WBEACKUA nannaHa), poaoBas peTuvHanbHasa aucnaasmsa RD  (HeHeukas




namka’, HOPBEXCKWW 3/bXYHA), paHHAA AereHepauusa cetyatkm ERD
(HOPBEXCKUN 2NbXYyHA)8.

CenekunoHHas pabora, cBsa3aHHasa ¢ PRA

Mpn o06HapyXeHUn WN3BECTHOM MyTauun MOSEeKYNSAPHO-reHeTUYECKNM
nytem (reH — B 99,9% ecTb Bcerga y BCEX, AaXe y 4YesloBeKa m cobaku OAHMU U Te
)K€ reHbl, @ BOT MyTauun B HUX, a/l/Ie/IM, KaK pas Hac otim4arotT — A.MapkoB), CyK
He cneayeT BBOAMTb B pasBeaeHue. OgHaKo ¢ Y4ETOM Toro, 4to 3abonesaHune
AMarHoCcTMpyeTcsl B 3pefsioM BO3pacTe, n3bexaTtb 3TOro He BCerga BO3MOXHO,
NO3TOMY crneAyeT TaKXe TMPUMEeHsITb reHeanormyeCcKkMm MeTon reHeTUuKM,
ybupas 13 passeneHmns Noay4YeHHbIX OT AAHHOM CyKU eé goyepen, nocKonbKy

50% wunx 6yaeTt 3aTpOHYTO (HOCUTENBLCTBO WU MOPAXEHME).
OcTraercsi BOrpoC O KOHTPOJIMPYEMOM WCMO/Ib30BAHUN B Pa3BEAEHUMN
HOCUTENIEN: UCK/TIOYEHNE U3 pa3BeEHNA BCEX HOCUTENIEH MOXXET rnpuBecTn K
Aerpagaumu rnopossl 3@ CYET CHUXEHMSI YUCTIEHHOCTU U YBESINYEHUS CTENEHUN
I/IH6pM,£{MHI'a, UTO rOBJIEHET BbISABJIEHUE HOBbIX, PEAKUX MyTaLlMI;i, KOTOopbl€e B
60/1bLUNX MOMYy/IAUNSX MPOSIB/ISIKOTCS KpalHe pegko — A.Mapkos.

[Jenatb reHeTnyeckne TecTbl Ha 3Tn 3aboneBaHmsa 6e3 cepbe3HOro
noao3peHns Ha WX Hanumume (T.e. 340pOBbIX) HET cMmbicna. W cneayet
YUnTbIBaTb, YTO B NopoAe SKyTCKas farka He 3apernctpmpoBaHO HM OAHOrO
3aboneBaHus, CBA3aHHOE CO 3pEeHUEM.

BoiBoa: HKIT «AKyTCKas nanka» pekoMeHAyeT NMpou3BOAUTb MPOBEPKY
3peHus C MNOMOLWbI 31eKTpopeTuHorpadum. MNeHeTUYeCcKMn aHanums
NPOBOAUTb TONIBKO MPW HaIMYUU KIIMHUYECKOr0 AMarHosa, MoCTaBIEHHOMo
Bpa4yoM.

2. Cnyx

Mpexae BCero Ha cnyx ctouTt obpaTuTb BHMMaHWe Bnagenbuam cobak
benoro okpaca m 6enoronoBbiXx cobak, TO eCTb C OKpacoM extreme wite
piebold (kpanHsaa 6enasd NaTHUCTOCTb) U wite piebold (6enas NATHMUCTOCTDL).

B kaxxaoM KOHKpeTHOM crniyyae criegyeT (MO BO3MOXHOCTU) BbISBUTb
npupoay (He NpUYNHY) rIyXoTbl — BPOXAEHHAA UM npuobpeTeHHas.

NMprnobpeTteHHaa rayxoTa MoxXeT ObiTb Bbl3BaHa TpaBMaMy,
WHPEKUMOHHBIMN U ApYyrMMK 3aboneBaHussMM, B pe3ysbTaTe CTapyecKux
JereHepaTuUBHbIX MNpPOLECcCoB, B pe3y/sibTaTe BO34ENCTBUA TOKCUYECKUX
BeLwecTB.

BpoxaeHHaa rnyxota y cobak MoxeT 6blTb NpunobpeTéHHOM
(BbI3BA@HHOW BHYTPUYTPO6HOMN MHDEKUMEN, OTOTOKCUYHLIMWM MeANnKaMeHTaMM,
HanpuMmep, reHTamMmuymHoMm, 3aboneBaHMAMU MEYEHWU UIN WUHBLIMU
TOKCMYecknMmn daktopamm, BO34ENCTBOBABLUMMU HA OpPraHM3M A0 POXAEHWUS
MW BCKOPE Mnocsie Hero) nian HacneacTtBeHHOMN.

7 MHCTpyMeHTanbHoe nccneaoBaHmne HeHeukon naku (ap.lfMepenevaes) :
? id= -

hNalsoaOMWbGDHQIcIdg1YCIVvyPK72T8 TQWUWY

8Ta6nM|_|,a 3aboneBaHuin ceTyaTku: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3942498/table/T1/?
report=objectonly
Tabnuua Ha pycckoMm a3bike: http://ramenska.com/tablitsa_pra
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http://9265231897.ru/product/lens15d/lens15d.pdf?fbclid=IwAR2LWCLM1JDybsk43w-hNalsoaOMWbGDH0JcJdg1YClVvyPK72T8_TQwUWY
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HacneancreeHHas rnyxoTa cBsi3aHa C AedeKTHbIM [eHOM, KOTOpbIM
MOXeT 6bITb ayTOCOMHO-AOMWUHAHTHbIM, PELEeCCUBHbIM, CLENNEHHbIM C MOJIOM
WU UMEeTb nonureHHyr npupoay (06 atoMm nosgHee). O6bIMHO HEBO3MOXHO
onpeaennTb NpUYNHY BPOXAEHHOW rNyXxoTbl. HabnogeHne n ncnonb3oBaHue
reHeanorM4yeckoro MertoAa reHETUMKWM MOXeT MNOMOYb YCTAaHOBUTHL
HaCNeACTBEHHYO Npupoay rnyxoTbl.

MpuunHbI HACNeaACTBEHHOMW MyXOTbl

OcobeHHO YacTo € rnyxoTon cobak CBA3bIBAKOT ABA reHa NMrMeHTauumn:
reH MpaMopHoro okpaca M (dakTtop Mepns) u reH kKpamHen 6enoun
NATHUCTOCTU. HO CTpagaloT He BCe NopoAabl, Hecywme 3Tu reHol (3TO, CKoOpee,
BOMNPOC B HENOJIHOW MEeHEeTPaHTHOCTU, NOo-pa3HOMY nMposBASAlOWeENCs Yy
pa3HbiX nopoa). nyxoTa, KoTopas pa3BMBAETCHA, KaK MpaBwio, B MNepBble
HECKOJIbKO HeAeslb NOoCNe poXAEHUS, KOraa CyxOBOW KaHan eweé He OTKPbIT,
06bIYHO SBNSETCA pe3ynNbTaTOM YaCTUMYHOIO HapylleHUss KpoBOCHabxeHus
YINTKN BHYTpeHHero yxa (CoCyamucCToh MNOSIOCKM). HepBHble KNETKU YINUTKMK
BCkope normbatT, 4TO nNpumBoAUT K HeobpaTtmmon rnyxote. [puymHa
COCYyANCTON pAereHepauumm Heu3BeCTHa, HO, MO-BMAMMOMY, CBsi3aHa C
OTCYTCTBMEM NWUIrMeHTa (MenaHuHa), NPOM3IBOAMMOr0 KJeTKamu
MenaHouMTaMM B KPOBEHOCHbIX cocygax. QDYHKUMM 3TUX KNETOK ewé ao
KOHLA He M3y4eHbl, HO M3BECTHa UX pPOSib B NOAAEPXAHUWN BbICOKOrO YPOBHS
KOHUEHTpaUMM Kanms B XUAKOCTU, OKPY>XatoLWeEN BOSIOCKOBbIE KITETKU YIUTKU
BHYTPEHHEro yxa. 2TW MUIrMeHTHble KeTkn abCcontTHO HeobxoamMbl AN
BbXKMBAHWUS COCYAMUCTbIX MOSIOCOK.

Cnepnyet OTMETUTb, YTO C TOYKM 3pEHUSA F'EHETUKN B nepeaave gedekra
NOTOMCTBY OAHOCTOpPOHHE Chbllwaline cobaku npencrasnsaoT cobon Takon xe
PUCK, KaK U ABYCTOPOHHE rnyxue.

CenekumoHHasa pabora, cBA3aHHaA C rNMyxoToun
lNMpumeyanne: Hwuxe cnegyer wuHgopmaums Ha OCHOBE MaTepuasios
Kadeapbi cpaBHUTEbHbIX MEAUKO-6MO/IOrMYECKUX UCCAEA0BaHNMN
BetepuHapHoro ¢akynbteta YHuBepcuteta wWT. JlynsnaHbl, a Takxe aApyrux
NCTOYHUNKOB.

C TOYKM 3peHuss rpoCTOro MEHAE/IEBCKOIro HAac/egoBaHns Kaxpgas
cobaka umeeT A4BOHHON Habop reHoB, Mo O4HOMY OT Ka)goro n3 poanTesien.

Ecnn npeanosioXuTb, 4YTO rJyxoTa nepefaercs ayTOCOMHbIM
peueccnBHbIM reHom (d), rnoBsizaB ABYX CJ/bILLALUNX HOCUTENIEN I€Ha I/1yXOTbl
(Dd), mbl nonyuynm B cpeaHem 25% rnyxux cobak (dd), 50% Hocutenen (Dd) n
25% cobak cBob60oAHbIX OT gegpeKkTHOro reHa (DD). Bsiska HocuTesnsi ¢ cobakoi,
cBob6ogHON OT AEHEKTHOro reHa, npuUBEAET K TOMY, 4TO Bce cobaku 6yayT
cnbiwartb, Ho 50% 6yayt Hocutensamu u 50% 6yayT cBo60A4HbI OT AEDEKTHOIO
reHa. Bsizka rziyxo#i cobakm u HocuTesss rnpuBeAéT K ToMy, 4to 50% cobak
6yayt rayxumu, 50% — Hocutensmu rayxotel. Cobak, cBO6OAHbIX OT
A€DEKTHOro reHa, He byaer. 1 B KOHEYHOM UTOre OT BSI3KU 71yXOu cobaku C
cobakoi cBobogHoM OT gepeKTHoro reHa rnosayymm 100% HocuTesier, HU 04HOMU
r71yXoi u H1 ogHou cBob6OAHOM OT AeEKTHOro reHa cobaku.

Ho ecnun rnyxora nepeagaercs rpocTbiM ayTOCOMHbIM [OMWUHAHTHbIM
reHom (D), Bsi3ka rnyxov cobaku (Dd) c cobakori, cBo604HON OT AE€GEKTHOro
reHa (dd), npuBeaeT K ToMy, 4TO B cpeagHeM oKos10 50% cobak 6yayT riyxumu
n 50% cBobogHbiMu OT AepekTHoro reHa. Cobaku ¢ reHoturnoMm DD Bpsa v




MOryT rMOsIBUTbCSI Ha CBET, €C/IM TOJIbKO KTO-TO CrieymasibHO HE MOBSKET ABYX
r7yxux ocobe.

Ecin B MexaHW3Me BO3HUKHOBEHMS [J1yXOTbl 3afercTBoBaHo 6osiee
O4HOro reHa (peueccuBHbINA WU/WUIN AOMUHAHTHbLINA), BO3MOXHbIE KOMOGUHaUUN
CTaHOBSITCS ropasfo bosiee C/I0XHbIMU. Y 4yesioBeka 6bi10 oripegeseHo bosiee
50 pazninyHbIX ayTOCOMHbIX PELEeCCUBHbIX WM [AOMUHAHTHbIX FEHOB [/1yXOTbl
Wan wux JIOKycoB. [etu AByX [rJlyxux poauTesen C ABYyMSI pPas/iNnyHbIMuU
pPELECCUBHBIMU BUAAMU [/1YXOTbl MOryT ObiTb ChAbllWAWNMnN, HO 6yaAyT
HocuTensimu obomx reHoB. Ecim rnyxora y cobak BO3HUKaET Mo [pUYnHe
Hananuyms 6osiee 04HOIro0 peuecCUMBHOro reHa, BO3MOXHble pe3y/bTaTbl
crnapuBaHui 6yayT 6osiee pa3Hoobpa3HbIMU U ONpefesIeHne MeXaHU3MoB €é
nepegayn 6yaet TpyAHbIM.

Kak 6b1/10 cKa3aHo Bblille, I71yX0Ta 4acTo CBSI3bIBAETCS C reHoM MepiJib,
04HaKO Mbl pacCMaTpuBaEM 34€Cb MEXaHW3M Hac/1e40BaHUs /1yxXoTbl y cobak C
reHoM TrSITHUCTOCTU (Sp) Wan KpamHen MsSTHUCTOCTU (SwW), Haripyumep, Kak y
AanmatnHoB (8% riyxmx — o cratnctuke CLUA), KOTOpbIi HE CTOJ/1b SICEH. DTu
reHbl Sp M SW BJIMSIOT Ha KO/IMYECTBO U pacripenesieHne 6esibix y4acTKOB.
nyxoty y Aa/MaTMHOB HeJIb3s1 Ha3BaTtb ayTOCOMHO-AOMUHAHTHOM, TakK Kak
r71yxue LWEeHKN POXAArTCs OT CAbllalmx poavtesnen. EE Heslb3si Ha3BaTtb U
NpOCTbIM PELECCUBHBIM MPU3IHAKOM: [POU3BOANINCE BSI3KU ABYX [J1yXUX
AasIMaTUHOB, B PE3yJ/IbTaTe Yero POXAaNCh LUEHKM, C/bilialyme v Ha O4HO, U
Ha oba yxa, B TO BpeMsi Kak rnpu npoCTOM peLeCCUBHOM MexaHun3Me rnepegayu
OHU [AOJIXKHbI 6bl/in 6bITb IYXUMU. DTN pe3ysibTaTbl MOXHO OOBSICHUTH
MoOJINFrEHHbLIM MEXaHU3MOM, [IPUCYTCTBUEM ABYX pPas/indHbIX ayTOCOMHbIX
peLEeCCUBHbIX IFEHOB [JIyXOTbl WM CUHAPOMOM C Haan4ymeM HerosIHOHU
NeHeTPaHTHOCTN. B xoae aasbHenLwmnx nccaegoBaHnii (OHN npoaosKaroTcs)
rnoTpebyercs ornpeaennTb Takme MexaHnN3Mbl.

BusyanbHo 6enon cobaka MoxeT 6biTb € ocnabneHHbiMm Ao 6enoro
PbDKMM LBETOM LUEepPCTU U T.M., 0AHAKO YCTaHOBJIEHO, YTO rNyXxoTa CBs3aHa C
FeHOM KpawHeW NATHUCTOCTM Sw. [lyMakw, ydyeHble BCE elwé HaxoasaTcsa B
nouncke. M3BeCTHO, YTO B NNOKyce S obHapy>XeHbl reH CrJ/IOWHOro okpaca S v
reH neroro okpaca sp. 'eH KpanHen cteneHn 6enon NATHUCTOCTU SW WU TeH
MPNAaHACKON NATHUCTOCTM Si B HacToswee BpeMA He HaugeHbl, OHWU
YCT@HOBJ/IEHbl FEHETUKAMN TeopeTUYeCcKkn NyTEM reHeanormMyeckoro aHanusa.

K cnoBy, ronybble rnasa npm sw He roBopsaT 06 OTCYTCTBUU CliyXa Wn
HanMuMu MyTaummn, BeayLlemn K rnyxoTe.

Takum o06pa3oM, MpoBepuUTb MyTaUMUIO MOJIEKYNAPHO-FEHETUYECKUM

METOAO0M Ha ,El,aHHbIVI MOMEHT HEBO3MOXXHO.
da, ¢ JloKkycom S ecTb euje MHOro BOMPOCOB M Kak pas,
BO3MOXHO, [OTOMY, 4YTO [MNSTHUCTOCTb, Kak u 6esibii oKpac,
OlMpPEAESIAIOTCA MyTaLUNAMU B Pa3HbIX reHax U NOHATUE <JZIOKyC>» TyT,

CKopee, reHeasiorm4yeckoe, 4em mosiekyssapHoe. — A.MapKoB.

B naHHoe Bpems HKIl AkyTckaa namka wuccneayet Bonpoc o6
obs3aTenbHOCTM npoBeaeHus Tecta BAER, npoBoantcs cbop CcTaTUCTUUYECKNI
AAHHbIX, NOcfe KOoToporo 6yaeT MNpPUHATO pelleHue - eCTb OCHOBaHWA Ans
6ecnokoncTea UM Her.

B nioboM cnyyae, yunTbiBas HeAOCTAaTOYHOCTb HAYYHbIX UCCNefoBaHUMN
(He No3BOMSAKWMUX C TOYHOCTbK YCTAaHOBUTb NPUPOAY TFNYyXOThl
(HacneancTBeHHas UNWM HET), NpW OoTpuuaTtesibHbiX pe3ynbTatax (OTCyTCTBME
OoTBETa CTPYKTYp MO3ra Ha 3BYKOBOM CTUMYN) Tecta BAER- cneayet BbiIBOAUTb



rnyxunx cobak wu3 passeaeHunss. HKI HAkyTckasa namka pekomeHayeT
BO34epXKaTbCs OT BA3KM ABYX 6enbix cobak.

BoiBoa: HKI pekomeHayeT: Heobxoanuma npoBepka LUEHKOB MPOCTbIMU
cpeacTBaMu (peakumsi Ha WyM), NP BO3HUKHOBEHMU NOAO3PEHUSA — caenaTtb
TecTt BAER.

3. Avucnna3sua cyctaBoB

Oncnnasua TazobeppeHHoro cyctaBa (HD) u amcnnasusa nokta (ED)
BAMAIOT Ha 340poBbe M 6naronony4yune Bcex cobak.

YyeHble pacxogAaTcd BO MHEHUWM B MPOUCXOXAEHUM AUCNNA3ZUN
cyctaBoB. OgHM NpUAEPXKMBAKOTCS MHEHUS, YTO criegyeT pa3nnyaTh:

1. NCcTUHHYIO ancnnasumio (HacneacTBEHHOro Xapakrepa).

2. BTopuuyHyto aucnnas3nio, CBA3aHHYK C HapyleHuem

dopMmnpoBaHusa cycTaBa B pe3ynbTaTte u4pe3MepHo 6bICTpOro pocTa

lWeHKa, WM36bITOYHblEe KOHAMUWMM U 3HAYUTEeNbHbIX (QU3NYECKUX

Harpy3ok Ha Hec(OpMUpPOBaBLLUNNCS CyCTas, TPaBMbl.

Mpy 3TOM Hago WUMETb B BMAY, UYTO pas3nMuMTb 3TU ABa BMAA O4YEHb
CNOXHO.

[Jpyrasa rpynna y4deHblX cymTaeT, 4yto 3aboneBaHne HacneaCTBEHHOe, a
3a TaXKecTb 3aboneBaHunsa (3KCNpeccuio) OTBeYaeT BHELLHAS cpeaa.

KoadpdunumeHT HacneayemocTu, NO AAHHbIM aMepUKaAHCKUX W
eBponencknux unccneposatenen paBeH 25%. WHTepeceH npumep
nccnenosaHna 150 Thicay HeMeuKuX oBYapok B 'epmaHun. o pesynbTaTtam
CTAaTUCTUYECKMX aHaNM30B KOHLUA MpoWIoro BeKa PpoOJib Hac/ieACTBEHHbIX
hakTopoB B BO3HMKHOBEHWUWN AUCMAA3UKM AN MONYASUMM HEMELKUX OBYapOK
fepMaHun oueHuBaeTcss MeHee, YeM B 20%. O6paboTka AaHHbIX C NMOMOLLbIO
KOoMMNbloTepa noaTBepausa 3TWU cTaTUCTUYecKue BbiBOAbl. [lpuMevaTesnbHo,
4YTO cpean cobak, poOXXAEHHbIX C UOHA MO CEeHTSA6pb, NPOLUEHT ANCNIA3UN YyTb
MeHblLle, YeM Yy POXAEHHbIX B Apyrne Mecsubl. Bec atoro daktopa (Mecsuy
poxaeHus) 6bin onpeaeneH B 5%. Takum o6pa3oM, ecnu nposiBfieHne
ancnnasmn onpegensietca Ha 20% HacneacrtBeHHbIMM dakTopaMu, Ha 5%
MecsiueM poxaeHus, To 75% ocTaeTca Ha 400 OKpYXKaloLwen cpeabl®.

OpToaoKcanbHble MporpamMmbl, npegsaratwlwme MUCnosb3oBaTb B
pa3BefeHun TONbKO cobak C MNOJIHOCTbK 340pOBbIMWM CyCTaBaMu, He
NO3BONAIT ObICTPO WMCKOpeHUTb 3aboneBaHMe B CBSA3M C XapakKTepoM ero
HacnegoBaHUS W HanMuMeM B MOrosioBbe 340pPOBbIX HOCUTesnen. Takxke
pe3koe WCK4YeHne wn3 cdepbl pa3BeaeHus 60NbWOro KoaM4yecTBa
BbICOKOUEHHbIX NO ApYyruM npu3Hakam cobak HaHeceT nopopje
HernonpaBMMbIK WU Hecopa3sMepHbi C nonb3on yuwepb. lpexae Bcero —
KaTacTpodunyeckoe yMeHblleHne 6uopasHoobpa3nsa B nopoae.

HecMOoTpsa Ha NO4YTWM CTONIETHUE UCCNefOBaHUs, CNOXHAas 3TUOSIOMUSA U
onTuManbHaga napaaurmMa nedeHma WBC ocTtakwTca HedcHbiMU. Kak
nepBoHayanbHO npeanoxeHo LWHennom Ha cobpaHunm BeTepuHapHOro
MeAnLMHCKOro obuecrtsa Hbto-Mopka B 1930-x roaax, AMCNAasus CyCcTaBoB,
CKopee Bcero, npeacrtasnser cobon uenbin psaa HacneaCTBEHHbIX W

9 http://sormovskaya-zarya.ru/displaziya.htm
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BbI3BaHHbIX OKpYyXatLen cpenonld nereHepatuBHbIX 3aboneBaHnin, KOTopble
No-pa3HOMY BAUAIOT HA MOpdoniormio U GyHKUUIO cycTaBa cobaku.

B nccneposannm KanndopHUNCKOro yHuBepcmTeTa n YHMBepcuTeTa
NnnnHomncall oueHnBanacb 3adpPeKTUBHOCTb MCNOSIb30BaHUS
deHoTUNnUeckoro otbopal? anga yny4dweHms coctosHmsa 6eaep n oKTen C
MCMosib30BaHWEM MosIHOW 6a3bl AaHHbIX OpToneanyeckoro oHAa XUBOTHbIX,
oxBaTbiBatowen nepnog 1970-2015 rr. Bbinn nayyeHbl oueHKN (CHUMKN)
wectnaecatn nopon (okono MunamoHa cobak) ¢ y4é€ToM nona, Bo3pacTa,
Koppensaumn mexay cyctaBamum (KONeHW-N0KTU), OLEHKN HacneaACTBEHHOCTMH,
OLEHKN naeMeHHon ueHHocTu (EVB) n apdpeKTMBHOCTU MaTepuHCKoro/
OTLO0BCKOro otbopa.

Bbino oTMeveHo cnaboe u cneumduyeckoe B 3aBUCMMOCTM OT NOpoAbl
BNMSHME Nofa U CTaplero Bo3pacTta Ha AMCNIasmnio CycTaBoB. BansHue nona
Ha HacneayeMoCTb He OAHO3Ha4yHa — B O4HUX nopoaax b6bbiin bonee
6naronpusTHble oueHkn 6egpa y OTUOB, B APYrMX — Yy MaTepen. YBenmyeHume
BO3pacTa B/AMSANO HA yBe/MYeHue cny4vyaeB AUCMIA3uKU, HO Ha BEIMYMHY B
cpefHeM HeMHOro 6osiee BbICOKYHO.

NHTepecHbIM BbIBOA cAenaH B CBSA3M C MJIEMEHHOW LEHHOCTbIO.
MeHblasg nneMeHHas UEeHHOCTb O3HayaeT MNOBbIWEHHYK BEPOSATHOCTb
xopowunx 6egep, n HaobopoT.

B wunccneposaHun BbisiBNeHbl nopoAabl ¢ 6onee Bbicokon (6okcep) wm
bonee HmM3kon (kaesanep-cnaHuenb KMHr Yapnb3) cteneHbio HacienyemocTu.
BoisBneHbl 5 nopoa ¢ Hambonbwen pacnpocTpaHeHHOCTbi HD:
HbtodayHanena, 6naaxayHza, aMepukKaHcKkuin ctaddopalnMpCcKuin Tepbep,
bynbMmactud mn poTBennep, a Takxe 5 nopoa C HauMMeHbwen
pacnpoCTPaHEHHOCTbIO: HeMeuKUn MNOWHTep, raaKoWwepCTHbIN peTpuBep,
6enbrmncknin TeperopeH, 6enbrmnckas oByapka 1 WOTIaHACKAsa OBYapkKa.

B oTcyTcTBME NpsAMbIX FeHeTUYeCKMX TecToB A8 AUCNAa3un CyCTaBoB
deHoTnnnueckmn otbop okaszancs 3pPeKTUBHLIM, TO eCTb AaHHble MO BCEM
nopojamM CBMAETEeNbCTBYIOT 06 YCTOMUYMBOM YyNyULLEHUMN.

KpoMe TOro, AaHHble nMogvyepKMBatoT, YTO cxeMbl oTbopa A0/MKHbI 6bIThb
cneumduyeckMmMm onsa Kaxkaom nopoasbl.

Mapa cnos 06 nHb6puanHre: B nccnegoBaHmun LleHTpa reHeTUKn KeHHen
knyba (BenukobputaHus) n 2amHbyprckoro yHusepcuteta 2013 roaa
yKa3blBaeTCH, 4YTO BAUSAHNE KO3 dumnumeHTa nHbpmanHra, Kak npasmno, 6b110
Oo4YeHb He3HauuTenbHbIM13, OgHaKko B uccnegosaHun Genoscoper Laboratories
(OuHnaHamnsa) n Wisdom Health (Bennkobputanumsa) 2018 roga caenaHbl
BbIBOAbl O BAIMSAHUM HA HacneacTBeHHble 3aboneBaHnsa NOBTOPHOIO

10 Okpy>katoLLas cpena, BAMSAOLWAA Ha 9KCNPeCccuto ancniasum - nMTaHue, CKOpocTb pocTa ,
HenpaBubHble U3NYecKme Harpy3ku, obias macca Tena u T.n.

11 hitps://www.ncbi.nlm.nih.gov/pmc/articles/PMC5325577/#pone.0172918.s002

12 PeHoTUNMYECKMIN OTBOP - OTGOP CobaK Mo NX HAVMBMAYaNIbHbIM NOKa3aTeNsaM:
NPOAYKTUBHOCTW, 3KCTPEepbepy, KOHCTUTYLMK, 00LemMy pasBuTuio. B aaHHOM nccnegoBaHum
eCTb TEPMUH heHoTUNNYeckas peHTreHorpaduyeckas oueHka. B aTom cmbicne
dheHoTUNnYecknii oT6OpP B AAaHHOM MCCNEAoBaHUN 03Ha4YaeT oT6op NO PEHTreH-NoKasaTeNsim.

13 https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3599011/
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MHBpUAnHra Taknx akTopoB, KaK OrpaHMYeHHbIn reHodoHAa, addekT
reHeTU4YeCKoro OCHoBaTensl, MHTEHCUBHbLIN OTOOpP, Ype3MmepHoe
MCNOSIb30BaHME MONYASPHbLIX NPON3BOAUTENEN 14,

N3BecTHO, 4TO HacnenyeMoCTb Heayra YCTAaHOBUTb MOJIEKYNSPHO-
reHeTU4YeCKMM MeTOAOM T[OKa HEeBO3MOXHO. [1o3ToMy Ana ycCTaHOBJ/IEHUS
KJIMHWYECKOro aHanm3a UCrosib3yeTcs peHTreHoIornyeckoe nccrenoBaHme.

PK® HepaBHO yTBepawnno HoBoe [lonoXxeHune o npoBefeHUU TeCTOB Ha
ancnnasuio TaszobeapeHHoro cyctaesa (HD) w/vnn gucnnasmnilo NOKTEBbIX
cyctasoB (ED) (peweHune MNMpesnanyma PKO® ot 29.05.2018 r.):

OueHka HD aucnnasuun (TasobeapeHHbIX CyCTaBoB):

HD A — 340poOBbIN CyCcTaBs

HD B — cTaausa npeapacrnonoXXeHHOCTU

HD C — cTtagus HavyanbHbIX AECTPYKTUBHbIX M3MEHEHUN

HD D — cTaauna BblpaXeHHbIX AeCTPYKTUBHbIE N3MEHEHUA

HD E — ctaams TSXEnbIX AeCTPYKTUBHbIX M3MEHEHUN

OueHka ED ancnnasunm (NOKTEBOro cycrasa)

0 — aucnnasnm NOKTEBOro CycTaBa HeT

1 — nerkue apTpo3Hble N3MeHeHUs

2 — cpeaHue apTpO3Hble N3MEHEHUS

3 — TsHKEnble apTPO3Hble N3MEHEHUS

CenekuuoHHana paborta, cBA3aHHaA Cc aucnnasmen cycrasos HD:
HecMoTps Ha TO, 4YTO NoOcCnegHMe WUCCNefOBaHMUSA Y4YeHbIX MNO3BONSIOT
caenaTtb BbIBOA O TOM, 4TO oTHbop cobak MO OuUEeHKe CyCTaBOB MPMBOAUT K
yMeHblueHUo 3aboneBaeMoCcTn aucnnasmen, cenekumoHHas pabota Tpebyet
0cob0ro BHMMaHUSA, MOCKOJIbKY B Y/YYlUEHUM 340pPOBbS CneayeT yuuTbiBaTb
HECKONbKO (hpaKTOpPOB:
o leHeTnyeckoe pa3Hoobpasne. [lonHoe WCKNYeHUU cobak ¢
Avcnnasnen MOXeT NpuBecTn K obpaTHOMY pe3ynbTaTy, NOCKONbKY NpU
HeboNblWMX pasMepax NONynsuMM MOryT NpoOSABUTLCS APYrne, He MeHee
onacHble reHHble 6one3Hun. l[eHeTMyeckoe pa3Hoobpa3me Bcerpa
BbI3blBAaeT YMeHbLIeHne nbon 3abonesaeMocTu.
. MonureHHocTb 3aboneBaHuns. FeHeTUKM YyCTaHOBUAM 6onbluoe
KOJIMYEeCTBO XPOMOCOM, MOKa3blBalOWMX CBSA3b C ANCMNNA3NEN, NPUYEM Y
pa3HbIX NMOpoA pa3Hble. DTO MOryT ObiTb reHbl, BAUSKOWME Ha dopMy
CyCTaBa, COCTaB Xpsllia, MArkKMX TKaHeW, BNAOTb A0 MEHOB, BAUSIOLWNX
Ha ropMOHanbHbIM ¢OH. l03TOMYy HacneayemMoCTb, BO3MOXHO,
nepemMeHHa u BapbupyeTcs.
. CnegyeT yuuTbiBaTb MJIEMEHHYIO LEHHOCTb MNpou3BOAUTENEN,
MNOCKOJIbKY 4acTO MNOJIOXUTENbHOE KayecTBO (K npuMmepy, ycTtonumsas
NCUXnUKa) MOXeT WU3MEeHWUTbCH, ecnum npu otbope OHO He b6ypeTt
yuunTbiBaTbCS, @ 6yAeT yuYnTbiBaTbCs TOIbKO OLlEHKA CcycTaBoB (Npumep,
HEeMeLKMX 0BYApPOK).
[MocKkoNbKy B Te4dYeHue nocneaHero BpPEMEHU 3aBOAYMKW AKTUBHO
BK/IIOUYUINCb B CKPUHUHI 6eaep M NOKTEN, U pe3ynbTaTbl CBUAETENLCTBYIOT O
6naronpmsaTHOM COCTOSSHMM nopoAabl B obnactn gucnnasmm (eanHUYHbIE

14 https://journals.plos.org/plosgenetics/article?id=10.1371/journal.pgen.1007361
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cnyyam D wn otcyctBue E), Mo3TOMy B HacCTOSAWMA MOMEHT He UuMeeTcs
OCHOBaHWUN ANs BBeAeHUA 06493aTesiIbHOro CKpUHMHIA Ha AMCNAAa3uilo, O4HaKo
HKIT pexkoMeHAyeT nNpouM3BOAUTbL PENPOAYKTUBHbIM OTO6OpP Ha OCHOBAHMMU
PEHTreHONIOrMYEeCKOM OLEHKN N CYOBEKTUBHOM OLEHKN POAOC/IOBHOMN.

BoiBoa: HKI AkyTckas nanka pekKoMeHAYeT npoBeAeHUe
PEHTreHONI0rnYeckoro uccnenoBaHusa tazobeapeHHOro M njaeyeBoro cycrasa
cobak nopoabl AKyTCKas narka, 4oCTUrwmx sospacrta 1 roga.

Cobakn co crtenenbto aucnnasmm HD-D wu HD-E,a Takxe ED-3 He
AOJDKHbI AONYCKaTbCA B pa3BeaeHMe.

Apyrne 3a6oneBaHunna, npucywjme
CeBepHbIM Nnopoaam

Cneunanuctbl Genoscoper Laboratories n WisdomHealth co6bpanu
KpynHenwyto B Mupe 6a3y 3aboneBaHunn cobak Mybreeddata, B KoTopoWm
cobpaHbl Kak ApeBHWe, Tak W nopopocneunduyHble MyTauumu,
YCTaHOBNIEHHbIE NYTEM reHeTnyeckoro aHanusa 6onee yem 100 000 cobakls.

B sToM 6a3e nNo KaxaoM nopoAe YKa3aHbl MNpUCYLUME €N TeHHble
bonesHn, Ho Takxke onyb/NMKOBaH BHYLUMTESNIbHbIA CMUCOK FeHeTUYeCKuX
pacCcTponCcTB, KoTopble 6blM npoBepeHbl Yy BceX 3Tux cobak, HO HE
obHapyxeHbl. S Hacuutana 209 3aboneBaHuMi, B TOM 4uUCNe: HapyLUeHUN
KpoBu 34, HeBposornyecknx 38, paccTponcTs 3peHns 35 mn T.n., n npownacb
NO HECKOJIbKMM POACTBEHHbIM MOpoAaM W Bblaenuna nopoaocneumnduyHbie
3aboneBaHus.

Y obcnepoBaHHbIX camoenoB 6blnn ObHapyXeHbl 4 HapylleHus, 2 U3
HUX nopoaocneund@uUyHbl: OKyfnocKkeneTHas aucnnasusa (Bbi3biBatowas
Kap/IMKOBOCTb KOHeYyHocTen OSD2 n runonnasnto ceTyaTkn, 0 KOTOPOM S yxe
ynoMuHana B rnase npo PRA u ap.aedekTtbl rnas), n Hedpponatms XLHN.

B nopoae BoOCTO4YHO-CcMbUpcKas nanka 6buin obHapyxeHbl 2 BuAa
AereHepatuBHon w™Muenonatuu. Cnegyer OTMETUTb UYTO HA OCHOBaHUU
cTaTuctudeckonm tabnuubl B 3TOM uccnegosaHmn cpeam 100 000 cobak aTo
3aboneBaHue 3aHMMaeT 1 MecTo No YacToTe.

B pa3srosope ¢ nabopatopunes 300reH MHe rosiCHW/IM, 4To 1 MeCcTo 3Toro
3abosieBaHus JIOFMYHO. He B cuiy arpeccmBHOCTM, a@ B CWUJIYy [034HEro
nposiBaieHnsi. CuUMNATOMbI 3TOro 3abosieBaHnsi Ha4YMHarKT [POsIB/ASASTbCS B
MoOXXWJI0M BO3pacte, [03TOMYy Bbi6pakoBKa rMNopaxeHHbix cobak He
rpou3BOANTCS, NN MPON3BOANTCS M034HO, Korga ocobb AaeT noToOMCTBO.

M y 60/7bLLIOrO KOIMYECTBA Mopod BCTPeYaeTcs noToMy, 4YTO, CKopee
BCcero, rnpuwiaia euwé OT BOJIKOB, KOTOPbI€ B MPUHUMNE HE AOXWUBAKOT A0
Takoro Bo3pacta B AWKOWU rnpupoge, un 3abosieBaHune He roABepraercs
ecrtectBeHHoMy oTbopy. (A.Mapkos)

Y obcnenoBaHHbIX cobak Nopoabl pyCCKO-eBponenckas farka HanaeHo
3abonesaHue prcd-PRA.

N3 30 ocoben 3anagHO-cMOMPCKOM NalKu HET HUM OAHOMN, Y KOTOPOW
66110 661 06HapyXxeHo kakoe-nnMbo reHHoe 3abonesaHue (!).

15 https://journals.plos.org/plosgenetics/article/authors?id=10.1371/journal.pgen.1007361
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MopoAda ansACKMHCKUM Xacku cTpagaetT 2 reHoobycnoBAeHHbIMU
3aboneBaHMsAMK, OAHO U3 KOTOPbIX NpUCyLe 3TON nopoae — 3HuedanonaTms
ansACKMHCKMX xackm (AHE) — 310 Tskénoe 3aboneBaHume LEHTpanbHOM
HEpPBHOMN CUCTEMBI.

Y ob6cneayemblx cobak nopoabl aNACKUHCKMKA ManaMyT O6binu
obHapyXeHbl 4 MyTauun, 2 U3 KOTOpPbIX NpUCYyLLEe 3TOW nopoae: AereHepauus
kKoHyca (CD), TakxXe Ha3biBaeMas «AHEBHOW CNenoToM», TaKXXe YrNOMsHyTas B
rnase npo PRA, n paHHAsS nporpeccupytolias nosiMHenponaTums.

N, HakoHel, nopoada cMbMpCKMin XacKn CTpadaeT 3aHuMaruwen 1 mecto
cpeau Bcex reHeTmyeckmx 6onesHen y Bcex nopon cobak pereHepaTMBHOM
Mmenonatmen DM wun ranrnnosmpgosom GM1 (HepBHO-MblWeYyHOE
pacCTpOWCTBO).

B aTon 6a3e oTcyTCcTBYET Takoe 3aboneBaHne nopoabl CMOMPCKMIM XacKu
KaK HacneaCTBEHHAs OBEHWIbHAA KaTapakta W anctpodus porosuubl,
NOCKONIbKY OHW He MOryT 6biTb YyCTaHOBNEHbl FeHEeTUYEeCKMM TecToM. Kpome
TOoro npu obcnenoBaHUM Nopoabl CMOUPCKUM Xacku He 6blnn obHapy>XeHbl U
PRA. A aymalw, 3TO CBSA3aHO C peakoCcTbi, C KOTOpoOWM 3Ta nopoaa
noasepraetca 3abonesaHuto. o pgaHHbLIM AMEepUKaHCKOro Konneaxa
BeTepuHapHbiXx odTanbmonoros B 1995 r. m3 1345 ob6cnemoBaHHbIX
cnbupckunx xackm y 107 cobak 6bbina HacneacteeHHas katapakrta (8%), y 44
cobak — pauctpodusa porosuubl (3%), a y 4 cobak — nporpeccupytowas
aTpodusa cetyaTkm (MeHee 1%)16,

baza My breed data npoaosxaeT HanoAHATLCS, U pada BaM COOOLWNTD,
4YTO B CMMCKE Nopoa nosiBunacb SKyTCKas nanka, npasaa TaM HET HU O4HOM
obcneayemont ocobun, HO nuxa 6eaa Havano!

Ha cante FCI ectb cnucok OHK TectoB, pekomeHayembix Kennel Club
(UK) ans onpeneneHHbIX NOpoA:

* cmbupcknm xackm — DM, mukponeHus, GM-1, 3peHune (prcd-PRA,
CD, PRA-XL);

* camoeg — DM, HN, 3peHue (PRA n OSD);

* ansaAckuHckui manamyt — AMPN, DM, 3peHue (CD, PRA).

Ecnn y nopoabl ssKyTCckass snavka 6yayT BbISIB/1€HbI Cjydau
3abosieBaHui, aHasOrMyHbIX PoACTBEHHbIM ropogam, TO O6b1710 6bi
yenecoobpaszHo cobupatb Takou 6buomarepuan u obcaegoBaTtb €ro
yesneHaripaB/lIeEHHO Ha W3BECTHbIle MyTauunm — OSTO MOXET [AaTb
,aOI'IOﬂHMTeﬂbeIﬁ marepnan Alisa ,aaﬂbHeVUILueﬁ pa6OTbI. 1z TaK>xe, KOHe4YHOo,
cocTaBnieHne peectpa 3aboseBaHuii, A1 KOTOPbIX MOATBEPXKAAETCS
Hac/seACTBEHHbIN XapakTep o poAOC/IOBHbIM — 3TO O4YE€Hb MOMOr/iI0 6bl B
AasbHerwem. — A.Mapkos
BbiBoa: HKI «SKyTckas nanka» pekoMeHAyeT NpoBOAUTb YKa3aHHble B

3TON rnase TecTbl TOJIbKO B criyyae HanuMumsa KJAMHWMYECKOro AuarHosa,
NOCKOJIbKY Hayraz caaBaTb TecCTbl 6e3 Hagnexawmx OCHOBaHWIM HET CMbICna.
Takne macwTabHble nccnenoBaHMs BO3MOXHBbI U LenecoobpasHbl B Hay4HbIX
uensax.

16 hitps://www.shca.org/shcahp4d.htm?fbclid=IwARQIUEtS3FymHTQjdNJ2nmmDwyPnWB20XAe-
0OQik-FJ3Csu-V7sK1Lvp6U.
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N B 3aknwuyeHne obpawaemM BHUMAHWE HA TO, UYTO Yy4YeHble
npegocreperatoT oT 6e34yMHOro UCNosib30BaHUSA reHeTUYEeCKNX TeCTOB:

«B nocnegHne roabl cesieKUMOHEPbI, [1JIEMEHHbIE OpraHnsaumm u
Apyrvne 3anHTepecoBaHHbIE CTOPOHbI Bblipaxkasin 06ecrioKoOeHHOCTb 10 110BoA4Y
UCrnosib30BaHns un MmapketuHra tectoB /[HK Aansa noposd, B KOTOPbIX
pe3ysibTatbl He 6bl/in 4OJIXKHLIM 06pa30M MNoATBEPXKAEHbLI. »17

[axxe n3BecTHble TeCTbl TPebylT AOKA3aHHOCTU ANS pacnpoCTpaHeHus
MX Ha apyrue rnopoabl:

«[lo cytn, HeobxoauMbl MogpobHble KINHUKO-Nartos0rnyeckme
rnocnegyrowme uncciegoBaHus, 4tobbl B KOHEYHOM UTOre roaTBePAUNTb,
SABJ/IAETCA /1M BapuaHT pesieBaHTHbIM [J11 pa3HbiX 1opod, U ero ciegyert
YUYNTBIBATb MPpu BETEPUHAPHON MOMOLUMN U Pa3BEAEHNN»18,

B HacToswee BpeMa HU oamH TecT AHK He aBnaeTca peneBaHTHbLIM AN
nopoabl sIKyTckas navka (HW B obnactu 3abonesaHun, HU B obnactu
YCTAHOBJIEHNS MPOUCXOXAEHUS), 3@ UCKIKOYEHMEM TecTa Ha YCTaHOBJIEHME
poauTenen/ceMemHoro poacTBea.

EneHa PameHckas,
uneH MNpe3nanyma HKI «AKyTckas namnka

ABTOp BblpaxaeT 6narogapHoCTb: AouUeHTYy Kadenpbl oblien
ncuxonormmn MITIMY, Hay4YHOMY KOHCYNbTAHTY NO reHetuke PKO® ap.
Cotckon M.H. n pykosoauTtento nabopatopmun «3o00reH» A. MapkoBy
- 3@ KpUTU4Yeckmin 0630p PpYKOMUCU M peMapku, a TaKxe
3aMeCcTUTeNo npenpeccanpekTopa MeguumHCKOro pecypca «Status
Praesens» A.llywKapb 3a peaakTupoBaHue.

17 https://journals.plos.org/plosgenetics/article?id=10.1371/journal.pgen.1007361

18 https://journals.plos.org/plosgenetics/article?id=10.1371/journal.pgen.1007361
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