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AHHOTAIMSA. B cmambe KOHKpemu3upylomes KauHuueckue 0anHble N0 MOACKYASAPHOMY U MOPHOPYHKUUOHANLHOMY HAUAAY PA3BUMUSL MHOCE-
CMBEHHbIX KOHeeHumanvHolx anomanui enas (Equine Multiple Congenital Anomalies — MCOA), cyenaenHbix ¢ cepeOpucmoim eeHOM, HA NPU-
Mepe co8emcKoil MANCeA0803HOU nopodsl aowadeil. Tlpedcmaesnenvt pekomeHoayuu 015 81a0eAbUes No UX COOEPIHCAHUIO U MeOUKAMEHMO3HOU
noddepaicke. Hccaedosanue npogeau na ocHoge danHbix cenekyuonnoo yenmpa BHUHUK, eenemuueckoeo mecmuposanus u ogpmanbmonou-
ueck020 ocmompa. B oxyc-epynny ouino 26 nowadeii, 0bcaedosannvix Ha Haaudue cepedpucmoeo 2ena. Jlouadeii cogemckoil msajicer0603Hoi
NOpOObL HYICHO mecmuposams Ha npucymcemaue cepeopucmozo eena. Oonaxo nanuvue MCOA, cuenienHbix ¢ cepedpucmvim eeHoM, He cHuma-
emcs NOKA3aHuem K 8bl0paKogke aouiadeli 8 céa3u co cmamycom 0anHoi nopoodst Kak ucyezaioueil. Ilapmuep 0as cayuku doadicer Obims 6e3
2eHeMUHeCKUX AHOMANUil, ¥mobbl OHU He PACNPOCMPAHAAUC, NPU OeCKOHMPOAbHOM ckpeujueanuu. Heobxodumbl pecyasipHoe Habarodenue ogh-
ManbmMo102a U YemKoe 8bINOAHEHUe e20 PeKOMEeHOayull 015 NPe0omaepaueHus pa3eumus UHGEKYUOHHBIX OCA0NCHEHUL U ObICMPO20 NpoepeccU -
posanus 3abonesanust. Jlowadu, 20Mo3ueommubie No CepeoPUCMOMY 2eHy, Q0ANCHbL COOEPICAMBCA 8 YCAOBUSX, 02PAHUMUBAIOUUX BO3MONCHOCTb
mpasmamu3ayuu 2Aa3HbIX 010K, 8 MOM HlUCLe 8MOPUHHO20 NOBPeXCOeHUs: cmpyKmyp ena3 Y D-cnekmpom CONHeMH020 usny4enus, 04 4eeo
cnedyem npuMeHsmsb Maionpo3pavHble/Henpo3pauHvle MACKU Uau coaHye3auummbie ouku. Hcnoavzosanue é pabome aowaoel ¢ 4acmu4yHoi
UnU NOAHOU nomepell 3peHusi NOMEHYUANbHO ONACHO, IMO JONYCMUMO MOAbKO NPU COOAI00eHUU PAOA YCA08ULL U 20MOBHOCMU 61a0eAbla Hecmu
H0pUOUHECKYI0 OMBEMCMBEHHOCHb 3A B03MONCHbIE NOCACOCHBUSL.

KuoueBble ciioBa: mHodxcecmeenHble kKoHeeHumanvhvle anomanuu enaz (MCOA), cepebpucmblii eeH, cogemckas msaxcea0603Has nopooa Ao-
wadeil

MOLECULAR AND MORPHOFUNCTIONAL BASES OF DEVELOPMENT
OF THE HORSE MULTIPLE CONGENITAL EYE ANOMALIES
WITH THE SILVER GENE PRESENCE ON THE EXAMPLE
OF THE SOVIET DRAFT BREED
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Abstract. The article concretizes clinical data on the molecular and morphofunctional foundations of the development of multiple congenital eye
abnormalities (MCOA) linked to the silver gene, using the example of the Soviet heavy-duty horse breed. Recommendations for owners on their
maintenance and medical support and work with them are provided. The study was conducted on the basis of data from the VNIIK breeding
center for the specified horse breed, genetic testing and ophthalmological examination. The focus group included 26 horses of the Soviet heavy-
duty breed, examined for the presence of the silver gene. The results of the study showed that horses of the Soviet heavy-duty breed should undergo
genetic testing for the presence of a silver gene in the genotype. However, the presence of MCOA linked to the silver gene is not an indication for
the culling of horses due to the status of this breed as endangered, if it is necessary to select a mate for mating without genetic abnormalities so that
they do not spread during uncontrolled crossing. Regular observation of an ophthalmologist and strict implementation of his recommendations

89



90

300TEXHVS W

are necessary to prevent the development of infectious complications and rapid progression of the disease with the onset of blindness. Horses
homozygous for the silver gene should be kept in conditions that limit the possibility of injury to the eyeballs, including secondary damage to eye
structures by the UV spectrum of solar radiation, for which translucent/opaque masks or sunglasses should be used. Working on homozygous
horses with partial or complete loss of vision is potentially dangerous and possible only if a number of conditions are met and the owner is ready

to bear legal responsibility for possible consequences.

Keywords: multiple congenital eye abnormalities (MCOA), silver gene, Soviet heavy-draft horse breed

MHOXeCTBEHHbIe KOHT€HUTAJbHbIE aHOMaJIuu TJa3
(Equine Multiple Congenital Anomalies — MCOA) kak
3a00jieBaHUe, CIETUIEHHOE C TE€HOM CepedpucToCTU y
nomaneit (Silver Gen, amiens Z), onucaHbl B 3apy06ex-
HOW JTepatype. B oTeyecTBEHHBIX MCTOYHUKAX HaNTH
uHpopMalLnIo 00 3TOM 3a00JIeBaHMM 3aTPYyOIHUTEIBLHO U
MOJIHOCTBIO OTCYTCTBYIOT MPAaKTMUECKUE DPEKOMEHIALUU
JUTSI BJIaJIENIbLIeB TaKuMX Jiollaaei. B naHHOM uccienoBaHuu
MBIl KOHKPETU3UPYEM HMeEIOIIecs] CBEAECHUSI, UCTIONb3YS
JINTepaTypHble UCTOUHUKHW W JIMYHBIN OIBIT paboOTHI C CO-
8emCKOll MACeA0803HOU TIOPOIOIA.

CUHAPOM MHOXECTBEHHBIX KOHT€HMTAJTbHBIX aHOMa-
JIMIA T71a3 — 3TO KOMILJIEKC HACJeNCTBEHHBIX BPOXIEHHBIX
nedeKToB, KOTOPBIi BIEepBble ObUT OMUCAH Y Jolianeit
Ckanucmbix eop cepedbpucToro oxkpaca (HOCUTENU aljie-
nst Z), Ho MCOA nipucyTCTBYyeT U 'y 60Jiee IpeBHUX TTOPO/,
HaINpuMep, V UCIaHOCKUX, a TAKXKe KOMMYya, uemaeHOCKUXx,
HeMeyKux KAacCcuueckux NOHU W MUHUAMIOPHbIX JOIIa-
neii. [2, 4, 6]

Annenb Z u cuerieHHble ¢ HUM MCOA mnonanu B
TeHOMOH, CO8eMCKOIl MANCeA0803HOU TIOPOALI OT BBIBO-
IHBIX Oenbeulickux msaxcen060306 (bpadaHconsl). UncneH-
HOCTb HOCHUTeJIeil cepeOpUCTOro reHa, Mo MCCaeIOBaHUIO
A.B. Kypckoii, B 2017 rony cocraBuia 35,9% Ha 78 reHeTn-
YeCcKU TeCTUPOBAHHBIX MTPENCTaBUTENICH cogemckoii msdice-
10603H0i TIopobl. [TprynHa MIPOKOro pacnpoCcTpaHEeHUsI
ajutensi Z B reHo(oHAe TTOPOIbl 3aKJTI0YaeTCsl B COKpallle-
HUM YUCJIEHHOCTY 11orojioBbs. Eciu B 1990 romy HacUnTHI-
BaJIoCh 373 MaTKM TUIEMEHHBIX COGEMCKUX MANCEN080308, TO
B 2014 — 275, 2023 — 172. BTopoii ¢akTop — HapacTaHue
ypoBHst uHOpuarHra ¢ 1981 mo 2015 rox ot 1,72 10 2,81%, B
2023 rony B cogemcKoii msicea0803H0l TIOPOJIE 110 JaHHBIM
cenexkimonHoro nenrpa BHUUK oun nocrur 3,5%.

Myranms, se3eiBaomas MCOA, pacriooxeHa B IIpe-
JieJTlax XpOMOCOMHOTO MHTepBaJia, KOTOPBIN TaKXke comep-
JKUAT TeH W MYTAIlWIO, CBSI3aHHYIO C CepeOpUCTHIM 1IBETOM
mepctu (PMEL 17, sx30on 11). Hammuue cepebpucroro
reHa (heHOTUNUYECKU MPUBOAMT K OCBETIIEHUIO JUIMHHBIX
Bosioc (IpyBa M XBOCT), 6a30BbIil OKpac TYJOBHIIA OCTa-
€TCSI OTHOCUTEIbHO TeMHBbIM. [1OCKOJIbKY TOMHUHAHTHBIC
MyTaluu B TipeMesaHocoManbHoM Oeike PMEL 17 moutu
He 3aTparuBaloT CUHTE3 XeJITOro MUTMeHTa (heoMeTaHnHa,
y JIoIIaAe pbKe MacTU J€MCTBHE 3TOrO reHa BHEIIIHE HE
nposipisiercs. [1]

JloMUHaHTHBI MyTaHTHBII ajutesb B Jokyce PMEL 17,
Hecyluii B cebe TeCHO CBsI3aHHbIE (DEHOTUITMUECKUE
npu3Haku cepebpucroro okpaca mepctu 1 MCOA, Ha-
cilemyeTcss O THUITY ayTOCOMHOTO KOTOMWHHUPOBaHUS,
ONpEeesIIEMOro KakK JOMUHAHTHASI SKCIIPECCUsT aJliesis C
(beHOTMIIMUECKUMM PATUYMSIMU MEXIY TOMO3UTOTAaMU U
reteposuroramu. OgHaKo TMpearnosaraeTcsl HerojxHas rne-
HETPaHTHOCTE. [6]

TakuMm obGpaszom, Jomaay ¢ 1ByMsl KONMSIMUA BapruaHTa
cepedpucToro reHa (reHOTuIl Z,/Z) UMeroT OOJbIININ PUCK
pasButusi MCOA, yeM ¢ omHoli (n/Z), HacjaemoBaHuEe He
CLIEIUIEHO ¢ MoJIoM. Y Jomaneid, TOMO3UTOTHBIX IO 00-
JIE3HETBOPHOMY aJLIENII0, MHOXECTBEHHbIE Ne(DEKThI I1a3

(MCOA-deHOTHIT), Y TETEPO3UTOTHRIX HAOIIONAIOTCS K1~
CTBI PaJY>KHOM 00O0JIOUKU, LIMWJIMAPHOTO TeJla WU CETYATKU
(Cyst-penotumn) (puc. 1).

CUHIPOM MHOXECTBEHHBIX BpPOXIEHHBIX aHOMAaJIWii
IJ1a3 COCTOUT U3 TMOBPEXICHMIA, JIOKATUIYIOIIUXCS B Tie-
penHeM oTpeske Iiasa. [4, 5]

IIpu ynerpaconorpacdun (B-pexum) mra3 ¢ moMoIIbio
MaKpOKOHBEKCHOro (6 MIir) u iauHeitHoro (9 MIt) mat-
YHKOB TpaHCHaIblIeOpalibHBIM METONOM 0€3 OIOPHOIi TT0-
nymku y goraneit ¢ MCOA BBISIBISIIOT LIMUIMAPHBIE KUCTHI,
BU3YyaJIM3UPYIOIIMECS] KaK TUITO3XOT€HHbIE CTPYKTYDHI,
OKpYK€HHBIE TOHKOU I'MIIEPIXOTeHHOM CTeHKOM. [10]

Ilpn MarHUTHO-pE30HAHCHON TOMOTpaduu TIa3HBIX
SIOJIOK PECHUTYATOE TEJIO YACTO MMEET aHOMAJIbHBIM, CJIer-
Ka TUMEPUHTEHCUBHBIN CUTHAJ C YBEJIMYEHHBIM U M30-
WJIX TUTTOMHTEHCUBHBIM BUJIOM B LICHTpE (puc. 2a).

IToBepxHOCTH POTOBUIIHI YILUIOTHEHA (puc. 20), ¢ TUTIE-
PUHTEHCUBHBIMM KapMaHamu (puc. 2B). [lepuokynspHbie
CTPYKTYPBI, BKITIOYasi 3pUTEIbHbIE HEPBHI, BHIVISIAST HOP-
MaJIbHO.

ITo pesynbraTaM MaToOJIOrOaHaTOMUYECKOTO HCCIeN0-
BaHUsl BBUIYIIEHHBIX INIA3HBIX 100K, BHEIIHE OHM Yalle
BBIIJISILAAT YBETMYEHHBIMU C BbIPaKEHHBIM BBICTYITAHUEM
POTOBUIIBI, HO BCTPEYAIOTCSI TAKXKe MUKPOMDTATBMUS WIN
HOpMaJIbHBIC pa3MepHI.

Ha cpe3ax ToamuHoM 5 MKM, OKpallleHHBIX TeMaTOK-
CUJIMHOM U 203WMHOM JJII MMKPOCKOITMYECKOTO UCCIIe-
NIOBaHUs, TUCTOJIOTUS IJ1a3 BBISIBJSIET MHOXECTBEHHbIE
LIWJIMApHbIE KUCThI, KOTOPbIE BBHICTJIAHBI U3HYTPU HETTUT-
MEHTUPOBAHHBIM 3IUTEUEM, OKPYXEHHBbIM TMUIMEH-
TUPOBAHHBIM MEPLIATENIEHBIM SMUTETNEM U HEOOJBIINM
KOJIMYECTBOM CTPOMBI MJIM HEMUTMEHTHPOBAHHOTO CJIOSI
TUIOCKUX KJIETOK (puc. 3a, 3-s1 cTp. 00J1.).

Nmeer mecto muddy3Hass OBYCTOPOHHSISE aTpoust
ceTyaTKM, XapaKTepM3yIollasics cMellleHueM U atpodueit
BHYTPEHHETO W HapY>XHOTO SIIEPHOTO CJIOSI, TIepuoauye-
CKOM 0YaroBoil TUTIEPTpO(dHUell MUTMEHTHOTO STUTEIHS
CeTYaTKM, a TakKe YacToM BaKyoju3alueil 1 HabyxaHueMm
(mereHepaliyisl) TaHIJIMO3HBIX KJIETOK. MyJbTH(OKAIBHO —
OTCYTCTBHE CJIOS MTAJIOUEK U KOJIOOUEeK, TakKe HeOOoIbllIe
YYacTKHU OTCJIOMKYU ceTYaTKU. XpYCTAIMKHU YaCTO BbITJISIAST
HOpMaJibHO. B poroBulie Hab0aeTCsl pa3pexeHue CTpo-
MBI ¢ HAJIMYWEM ITyCThIX IeJieit MeX Iy CTpOMaJIbHBIMU BO-
JIOKHaAMU (OTeK) ¥ MEJIKMX KalmIISIPOB B TIOBEPXHOCTHOM
cTpoMe (HeoBacKy/IsIpu3aliusi), BCTPEUYaroTCs O4YaroBbIe
SNUTeIUaNbHbIE 1e(heKTh (MTOBEPXHOCTHOE U3BSI3BIEHUE),
nuddy3Has jerkas MHGWIBTpalys HeHTpoduiIoB B mMo-
BEPXHOCTHOW CTPOME, JieTKasl TIepruBacKyIsipHast TH(OUIb-
Tpauus TIa3MaTHIeCKUMU KJIETKaMH 1 JTUM@OIIMTaMH Ha
nepudepr POTOBUIIBI, HEOBACKYISIPU3ALMSA TITyOOKOM
CTPOMBI, 04aroBoe MPUKPETIeHUe OT HU3KOTO 10 yMEPEH-
HOIO KOJIMYECTBa HEUTPO(UIOB U HEKOTOPHIX Makpoda-
TOB K nepudepruyeckoMy HIOTEIUI0 POToBUlIbI (puc. 30,
3-s1 cTp. 00I.).

[Tpu GakTeprOIOrMYecKOM UCCIETOBAHUN OTAEIISIEMO-
TO TIPMKU3HEHHO W CONEPXKUMOTO KaMmep IIa3HbIX 00K
TMOCMEPTHO GAKTEPUATBHOTO POCTA MATOJIOTMYECKUX MU-
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Matb OTtey, Matb OTen,
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50% 50% 50% 50%
3popoBas 0cobb cepebpucro-BopoHas/cepebpucro-rienas 3p0poBas 0cobb cepebpucTo-BopoHas/cepebpucro-rHegas
6e3 ocBeTneHus wepctu C OCBET/NeHWeM 3allUTHOro Bonoca. 6e3 ocBeTneHus wepcTtu C OCBeT/IeHUeM 3aUlUTHOro Bonoca.
MoxkeT HecTu MoxeT HecTun
nerkue nposinesus MCOA nerkue nposisnedns MCOA
no Cyst-¢peHotuny no Cyst-¢peHoTuny
Matb OTewn,

I | I |
I l

OO 8 000

25% 50% 25% 100%

3p0poBas reTepo3nuroTHbIX HocuTenewn rOMO3MIOTHBIX HoCUTENen reTepo3nUroTHLIX HocuTenen cepebpucroro rexa,

ocobb cepebpucroro reHa, cepebpucroro reHa OCHOBHOW OKpac TynoBuLLa cepebpucTo-BopoHoit/cepebpucto-rueson
BO3MOXHbI Ierkne BbICOKWI PUCK Pa3BUTUA C OCBET/IEHVEM 3aLUWTHOro Bosioca.
nposinexus MCOA Tskenbix MCOA MoryT HecTu Ha cebe nerkue nposienexns MCOA
no Cyst-¢penotuny aHoManuin no Cyst-¢peHotuny

leHoTun, cBoBOAHbLIN OT cepebpuctoro reHa

[eTepo3uroTHbIn HocUTeNb cepebpucToro reHa

[oMo3uroTHBIM HoCMTENb cepebpucToro reHa

8w

Puc. 1. BapuanTsl Hac/ieioBaHusi cepeOpUCTOro rena u cuemieHnsix ¢ num MCOA.

a 0 B

Puc. 2. MaruutHo-pe3onancHas Tomorpadus ckanepom 0,2 Tesla skanner, Airis Mate ¢ TonmuHoii cpe3a 4 MM: a — aHOMaJIbHOE IMJTHAPHOE TEJIO;
© — yToJIIEeHas TOBEPXHOCTh POTOBHIIbI; B — TMIIEPHHTEHCHBHDIN KAPMaH HA YTOJILEHHOI POTOBHIIE.

kpoopranusmoB y Jjomaneit ¢ MCOA He oOGHapyXeHO. PMEL nipencrasinsieT co60ii 6e10K, crieliM@UIHbIN 17151
Jlomamm, crpamatormme MCOA, Kak TOMO-, TaK M ITeTe- IMUTMEHTHBIX KIJIETOK, OOpa3yloluii (H3MOJIOTHUICCKUE
PO3WTOTHI TIO CEPEOPUCTOMY TeHY, TOCTOBEPHO HE UMEIOT  aMUJIOMIHbIE (DUOPUIUIBI, Ha KOTOPBIX MOJTUMEPU3YIOTCS
MaTOJIOTUYECKNX U3MEHEHUI Ha YPOBHE APYIMX OPTaHOB  IMUTMEHTHI MEJTaHWHA BHYTPU CYOKJIETOUHBIX MTUTMEHTHBIX
U CUCTEM, KOTOPbIE MOXKHO ObLIIO Obl BBISIBUTH IIPU COBpPE-  OpraHesul, Ha3bIBaeMbIX MeJlaHocoMaMH (puc. 4). AMuUiIo-
MEHHOM YpPOBHE JTUArHOCTUKU. uaHble GUOPUIUIBI — 3TO TOJUMEPHI OTAETbHBIX OEJNKOB,
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Puc. 4. MexaHu3Mbl 00pa30BaHusl aMIJIOUIHBIX (PMOPHILI.

KOTOpBIE OJIMTOMEPM3YIOTCSI U COOMPAIOTCS B XapakTep-
HyI0 GUOPWLISIPHYIO CTPYKTYpY C IOIepeyHOo-O0eTa-JIu-
CTOBOI OCHOBOIA. [3].

DyHKIIMOHATIbHBIE aMUJIOUAHbIE (PUOPWILISPHBIC JTU-
CTBI, COCTOSIIIE B OCHOBHOM M3 MPOCBETHBIX MPOTEOJIU-
Tnaeckux ¢pparmeHnTroB PMEL, o6pa3yiorT cTpyKTypHYIO
OCHOBY 2YMEJIAHOCOM, IIPEICTABJISIOIINX CO00i MeMOpa-
HOCBSI3aHHbIE, CMelUdUYHbIE UISI MUTMEHTHBIX KJIETOK
OpraHeJUIbl, CBSI3aHHbIE C JIU30COMaMU, B KOTOPBIX CHH-
TE3UPYIOTCS U XPAHSTCS YepHbIE U KOPUUHEBbIC MUTMEH-
Thl MenlaHnHa. OOpa3oBaHUe aMWIoOUIa OOBIYHO CBSI3aHO
C TTaTOJIOTHUSIMU, TAKUMU KakK arperatbl A3 Tipu 60Je3HH
AdnbIreiiMepa WIM arperatbl MpUOHOB MPU HACJIENCTBEH-
HOIt WM IproOpeTeHHo ryouaToit sHuedantonatuu. Omu-
HAaKO aMWJIOMIHAs CKJIaJKa TaKXKe UCIOJb3yeTcs B (yHK-
LIMOHAJIBHBIX LIENSIX Y MPOKAPUOT, HU3LIUX 3YKApUOT U
Jaxe y MJIeKOIMUTaoux. B otmmyue ot Hanbosee u3BecT-
HBIX (hOpM aMmTonIa, KOTOpbIe MPOBOLUPYIOT MATOJOTH -
yeckue npoueccel, PMEL — nmpumep nodpokauyecTBeHHO-
10 ¥ (YHKIIMOHAJTBLHOTO aMUJIOUIA.

MyTtauyy B reHe 3TOro Oejika MpUBONAT K TUITOMUT-
MEHTallM, TO €CTh HECTTIOCOOHOCTH BbIPaOOTKHU MUTMEHTA
MeJaHuHa (B cilyyae ¢ MyTallMeil y Jiomaneit — HocuTeseit
cepeOpUCTOro TeHa dyMeJlaHMHA) U CHYDKEHUIO KM3HECTIO-
COOHOCTH KJIETOK. YUWTHIBasl TOKCHMYECKUi1 3 heKT, 0OHa-
PYXMBaeMbIil Y aMUJIOMIOB 1 UX TIPENIIeCTBEHHUKOB (OJIM-
roMepbl) Kak BO BHYTPUKJIETOYHOM, TaK U BHEKJIETOUHOM
MPOCTPAHCTBE, Mpoliecc 00pa3oBaHUsI aMUJIOUIOB CTPOTo
peryaupyercsi, 4ToObl M30eXaThb TOBPEXIEHUS KIIETOK.
IMomuropasmepubrii PMEL 17 cuHTe3npyeTcss 1 JOCTaBIISI-
€TCsI B MOJIONbIe MEJTAHOCOMBI B BUIE OeiKa, CBI3aHHOTO CO
CTPYKTYpOoii MeMOpaHbl (TpaHCMeMOpaHHbBI OeloK), He-
crnoco6Horo ¢opMupoBaTh amwiouabl. Korma nee chemu-
ajibHbIE calT-crienduyeckre mpoTeasbl OTIICTISIT OT Oeika
dbparmenT (Ma), 3amyckaercs nporecc. @udpmmisl Ma 1a-
Jiee CO3PEBAIOT B Pe3yJIBTaTe MPOTEOIUTUIECKON peakuy U
COOUPAIOTCS B JIMCTHI, HA KOTOPBIX OTKJIAIBIBAIOTCS MEJTAaHM -
HBI TI0O Mepe UX CUHTE3a BO BPeMsl CO3pEBaHUST METaHOCOM.
3areM Ma noaBepraercst ynopsiio4eHHON OIUTroMepr3aliu
¢ obpaszoBaHreM NpoTopuopwLI. BeIcTpoe BOSHUKHOBEHME
aMUJIoMI0B Mol B COYETaHMM C MX BbIWIEHEHHEM U3 MEM-
OpaHbl, TIO-BUANMOMY, MUHUMM3UPYET TOKCUYHOCTb, BO3-
HUKAIOIIYIO IIPY UX MOSBJIEHUU (puc. 5).

B npenenax nepBUYHOI MOCIENOBATEILHOCTH YKa3aHbI
curHanbHbI nienTua (S), N-koHueBasi oosacte (NTR),
MOBTOPSIIOIINIACA JOMEH TMOJMKKUCTO3HOM Touku (PKD),

[ ,MO( 10 , Mﬁ ]
rer [ |mlcyo|
i Xd
SP ?? PC  S2P y-secretase
[ J | J
MaC CTF

Puc. 5. Cxema ctpykrypsi 1oMena PMEL, cooTBeTcTBYIOIIMX
MPOTEOIUTHIECKUX (hPArMEeHTOB U CANTOB MPOTEOTUTHIECKOTO
pacienienus.

nomeH (RPT), rpancmemOpannsii (TM) u nuroruiasmatu-
yeckuii (Cyto). CurHaibHbII ENTU yaajsiercs ¢ N-KoHIa
PMEL B BP ¢ nomoiplo curHajapHoOi nentunasbl (SP).
PMEL pacernnsiercsi nporiporenHkonBeprazoit (PC) ¢
obpazoBaHueM ¢parMeHToB Ma 1 M[3, KOoTopble CBSI3aHbI
IUCYTbGUIHBIMU CBI3IMU (He moka3aHo). Ilocnenyiomee
paciierieHre mporea3oit caiita 2 (S2P) B caiite, mpokcu-
MaJIbHOM K JIIOMUHaJIbHOI cTopoHe TM, nipuBoaut K dop-
mupoBaHuto C-koHiieBoro ¢parmeHTa (CTF) 1 BBICBOOOX-
naet Ma. IToka elie Heormo3HaHHBIE (DEPMEHTHI (OTMEUEHBI
3HAKOM «??») TOTIOJTHUTEILHO pacIeIIsIIoT Ma B oka ere
HEM3BECTHBIX calitax ¢ obpaszoBanmeM MaC. Iloka3zaHo,
yto ¢parmeHTH MaC u pparment nomeHa PKD nakarm-
BatoTcs B GUOPUIUISIDHBIX MeslaHOcoMax. [7—9]

IIpennonaraeTcsi, 4YTO MyTalMsl MOIEIUPYET MpeBpa-
1eHue (U3MOJIOrMYeCKOro aMUIonaa B NaTOJOTUYECKUA
U3-32 HE3HAUMTEJbHBIX W3MEHEHWI B TpeaMWIOUIHOMN
c60opKe aMUJIOUIIOTEHHOTO OeTKa W, TaKUM 00pa3oM, BITH-
sIeT Ha M0OpOKaYeCTBEHHBIN JIMOO TTAaTOTeHHBIN aMWIOWI-
HBIH IyTb.

VYV cepeOpucTbIX JIOlIaAeli MOMMUHAHTHAs MUCCEHC-
mytaimss B PMEL npuBoguT K TpaHCBepcHUM, KOTOpas
3aMEeHsIeT LIMCTEMH Ha BTOPOM M3 TpeX IOcCJefoBaTe/b-
HBIX OCTaTKOB apruHmHa cpasy mnocie PMEL TMD
(TMR625C), BbI3bIBag HanboJjee 3aMeTHOE pa3baBlieHUE
YepHOTO MUTMEHTa B TPUMBE U XBOCTE XMBOTHOTrO. [Mrmo-
mopdHbie myTaiiuu PMEL y HeKOTOpbIX BUIOB MPUBOAST
JIMIIb K HEOOJBIIOMY pa30aBIeHWIO MUIMEHTa, KOTOPOe
HacJienyeTcsT pelieCCUBHBIM obpa3oM, amienu PMEL, 00-
HapyXeHHBIe y JIolIafeil HocuTeseil cepeGpucToro reHa,
comepXkar MyTalluM, M3MEHSIONINe TpaHCMeMOpaHHBIN
nomeH PMEL TMD, To ecTh HEaMUJIOMIOICHHYIO 00-
nacte PMEL. Ycunenue numepusanyu, onocpeaoBaHHOMN
TMD, BnusieT Ha cBopauuBaHUe, COOPKY M 00pa3oBaHUe
¢ubpun PMEL. CymiectByer MHEHUE, YTO HeaMUJIOM-
nmoreHHBIe foMeHHl nuMepoB PMEL, koTopble BEICTyHaloT
n3 GUOPMIT M PETYIMPYIOT UX YIIAKOBKY B cOOpKHU OoJiee
BBICOKOTO TIOpSITIKA, MOTYT pacrojaraTbCsl IMO-APyroMy.
AnbTepHaTUBHOE 0OBSICHEHUE COCTOUT B TOM, UTO OJIUTO-
Mepuzarus nocpeactsBoMm PMEL TMD cnoco6Ha yBenu-
YUTh KWHETUKY COOpPKU (DubpuILI 60J1ee BBICOKOTO MOPSi/I-
ka. JI1o060it addeKT MpuBOaUT K OoJiee TJIOTHOM YITaKOBKe
GuOpWLT BHYTPpY MEIAHOCOM Ha paHHel ctamuu. Jloma-
M — HOCUTEJIN CEPeOPUCTOrO reHa UMEIOT TSIKEyIo T0-
TepIo IIMI'MEHTAa, KOTOpasi MOXET OBITh CBSI3aHA C TMOEJIbIO
TMUTMEHTHBIX KJIETOK.

Llenb paboThl — KOHKPETU3ALMST KIIMHUYECKUX TaHHBIX
o MCOA, clieTIeHHBIX C CepeOpPUCTBIM T€HOM, Ha TIpU-
MEpE COBEMCKOU MANHCeN0803HOL TIOPOMIBI JIOMIAneil U CO3-
NaHWe PEeKOMEHIALMM IJIsT BIAAesIbleB MO CONEpPKaHMIO,
MEINKAMEHTO3HOM TOANEPXKKE KUBOTHBIX C TAHHOM aHO-
Majuei U paboTe ¢ HUMU.
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MATEPUAJIBI U METOJbI

B nccnenoBaHuM MCMOAB30BaIM JaHHbBIE CENEKIIMOH-
Horo ueHtpa BHUUK no cosemckoii mancenososznoii no-
porne Joianaeii, reHeTUYeCKOro TeCTUPOBAHUSI, TIPOBOIM -
moro B naboparopuu LABOKLIM GmbH & Co.KG, mist
KOTOPOTO OTOMPAJIH IMPOOKI BOJIOC M3 TPUBHI JIoIaneit ¢ho-
Kyc-rpynisl (n = 26), 1 0pTaIbMOJIOTHIECKOTO OCMOTPA,
BKJIIOYAIOLIETO B ce0s1 OMOMUKPOCKOMUIO 1IEJEBOM J1aM-
MOM, MPsAAMYI0 U 0OpaTHYIO 0(MTaTbMOCKOMUIO, MPOBEPKY
3pavykKOBBIX XpOMAaTUYECKUX pedIEKCOB, YJIBTpacoOHOIpa-
(buueckoe uccienoBaHue raa3Horo s16J0Ka.

PE3VIJIBTATHI 1 OBCYXKAEHUE

CepeOpuUcThIii TeH B rerepo3urore (n/Z) ObLI BBISIB-
JeH y 25% xepebiios u 21,4% ko6bu1, B romo3urote (Z/7)
y 16,7% xepeb1oB u 0% KoObLT (puc. 6, 3-s cTp. 00.1.).

VY Jomaneit — TETEpO3UTOT IO CEepPeOPUCTOMY TeHY
pasnuuHbIX Bo3pacToB (7 mec., 1,5 rona, 4 roma u 11 neT),
00cenoBaHHBIX B paMKax (OKYC-TPYIIIbI, KIMHUYECKOM
kapTuHbl MCOA BBISIBIEHO He OBLIO, B TOM UYMCIIE CO-
otBeTcTBYIONIEe Cyst-peHoTHITy. TOJBKO Y ABYX XKepeO-
1I0B — TOMO3MUTOT T10 CepeOpUCTOMY IreHy Obla oOHapyxKe-
Ha pa3BepHyTas knuHndeckas KaptuHa MCOA. [Toaromy
B CO3MaHUM PEKOMEHIALMI IS BIAAETbIEB JIOMIANei ¢
MCOA MBI pYKOBOACTBYEMCSI INaHHBIMU JIMTEPATYyPHBIX
HMCTOYHMKOB.

Homyck jomazneilt — HocuTeseil cepedOprucToro reHa ¢
kauHn4yeckoit kaptuHoii MCOA B pa3BeneHue 3aBUCUT OT
MJIEMEHHON IIEHHOCTH XXUBOTHOTO. CepeOGpUCThIii TeH, ¢
koTopbIM cuerieHb MCOA, KaKk ayToCOMHO-IOMUHAHT-
Has MyTalus, HexXenaTelleH K mepenadye. OgHako Npu
CKpEelIMBaHWM JIOIIAAN, TOMO3UTOTHOM MO CepedpUCTOMY
reHy, C YUCTBIM OT TeHETUYECKNX aHOMAJIUIA KUBOTHBIM
MBI MOJYYUM B TiepBoM mokoneHun 100% reTepo3uror-
HBIX HOCUTEJeH cepeOprcToro reHa (BO3MOXKHO, 6€3 K-
Huaeckoir kKapTuHEI MCOA niu ¢ Cyst-¢eHoTHIoM 6e3
TOJTHOM TOTepM 3peHHUsi), a TPU CKPelIUBAHUU TIEPBO-
rO TOKOJIEHUSI B NajibHEMIIeM ¢ YUCTHIMU MapTHEpaMu
BEPOSITHOCTH TMOJIyYEHUSI CBOOOJHOTO OT CepedpucTOro
reHa nmoromMcrBa cocrasisieT 50%. Takum oGpa3oM, KC-
TMOJIb3YS B TJIEMEHHOM paboTe IeHHBIX MPON3BOIUTEICIH,
TOMO3UTOTHBIX 0 CepeOPUCTOMY TE€HY C KIMHUYECKOM
kaptuHoii MCOA, MbI MOXEM COXpPaHUTh ITOPOIHYIO JI-
HUIO. DTO aKTyaJbHO B YCIOBUSX MPOAOKAIOIIETOCS CO-
KpAalllEHUS TIOTOJIOBbSI CO8EMCKOLU MANCEA0803HOU TIOPOABI
1 UCYE3HOBEHUSI JIMHUIA.

BouiBonpl. Jlomanu cosemckoii msaxicen08031oil OPOIBI
00513aTeIbHO TOJDKHBI MPOXOANTH TEHETHUECKOE TECTUPO-
BaHVE Ha HAJIMYME B TEHOTUIIE CepeOPUCTOTO reHa.

T'oMo3uroTHBIE JOIIAAN IO CEPeOPUCTOMY T€HY C KIIr-
HMYECKON KapTUHOI JOIMYyCKaloTCsl B pa3BeleHue, HO C
YYETOM MOoA00pa K HUM 3[J0POBBIX KUBOTHBIX, IIPU KOTO-
poM Oynyt nosaydyeHbl 100%-e reTepo3UroTHbIE HOCUTETU
cepedpUCTOro TeHa.

Hammane MCOA, clieIUIeHHBIX ¢ CepeOpUCTBIM T€HOM,
He CIyXUT TOKa3aHUeM K BBIOPAKOBKeE JIOIIANei cosem-
CKOU MAX#CeA0803HOU TIOPONBI B CBSI3U CO CTATYCOM MOPOJIbI
Kak ucyesarolleil. B ciyyae kak rerepo-, TaKk M1 TOMO3U-
TOTHOTO HOCUTEIbCTBA NTAHHOI TeHETUYECKOW aHOMauU
HeoOX0omUM TTOI00P 3M0POBOI Maphl HA OCHOBAHUU TeHe-
TUYECKOTO TECTUPOBAHUSI.

JJ1s1 paciMpeHus: TeHeTUYeCKOro pa3HooOpas3usl B co-
8emcKoll MANCEN0803HOU TIOPOJE C TIOMOIIBIO MPWIMTUS

KPOBU AUMOBCKOU MANCEAOYNPANCHOU TIOPOABI 00S13aTETLHO
IIOJDKHO TIPOBOIUTHCS TECTUPOBAHNE BBOIUMBIX B TTIOPOLY
Jiolazeit Ha reHeTUYeCcKre aHOMAJTU Y.

HexenatenbHO TNpPUIUTHE KPOBU COBEMCKUX M-
2cen060306 IPYTMM MoOpoaaM Jiollafeid, B TOM 4YHCIe
abOpUTeHHBIM U1 YBEJIMYEHUS! XKUBOW MacChl U MpoO-
MYKTUBHOCTH, 0€3 TpeaBapUTEIbHOTO TE€HETUUYECKOTO
TecTUpOoBaHUsI. BeCKOHTpOJbHOE CKpellMBaHUE TMpU-
BeleT K PACNpOCTPAHEHUIO TEHETUYECKUX aHOMAaJuil B
«YUCTBIX» TTIOPOJAX.

C ydyeToM maroreHe3a NPOLECCOB, MPUBOISILIUX K
kauHudyeckoit KaptuHe MCOA vy soianeii, romMmo3u-
TOTHBIX IO CEpeOPUCTOMY reHy, Mbl PEKOMEHIIYEM KOM-
TUIEKC MEpPOTIpUSTUIA, BKIIOYAIOIIWK crneuuduieckue
YCJIOBUSI COIEPXKAHUSI, OTPAHUYMBAIOIIE BO3MOXHOCTh
TpaBMaTHU3allUMU [JIA3HBIX SI0JIOK, B TOM YHCJIE ITPOhu-
JTAKTUKY BTOPUYHOTO TOBPEXIEHUS CTPYKTYp a3 YD-
CHEKTPOM COJIHEYHOTro M3JydyeHus. st aToro Heo6xo-
IUMO HCITOJIb30BaTh MajioNpo3padyHbie/HeTIpo3pauyHbie
MackK¥ WJIU CTeMabHbIE COJIHIIE3AIIUTHBIC OYKM ISt
JoIIaaei.
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AHHOTAnWA. Bnepsoie ¢ npumereHuem eUCOXUMUYECKUX U UMMYHOUCMOXUMUYECKUX Mem0008 Obiau YCMAHO08/1eHbl SINUMEeAU3UPOBAHHbIE Oe-
hekmul ¢ npusnakamu oucmpouu 8 Kpunmax KapyHKya08 y Kopos ¢ 3adepicanuem nocieda. Koauuecmeo duniokapuoyumos Ha eOuHuUuy
naowadu 8 niayenme npu HOPMAAbHLIX POOAX NPEGbLUAAO HUCAO KAEMOK Y KOPO8 npu 3adepicanuu nocieda 6 mpu paza. B cmpome eopcun
aANNAHMOXOPUOHA KOMUAEOOHO8 803PACMAem HUCAO KOAIA2EHOBbIX BONOKOH D0ee KPYNHbIX PA3MEPOs, YeM npu HOpMAanbhulx podax. Mampukc-
Hble MEemanionpomeurasbl MeMOpPanHo20 MUna 8bICMynarOm 8 Kayecmee HOMeHYUANbHbIX AKMUBAMOP08, KOHMPOAUPYIOUUX PeMOOeauposa-
HUe 8HeKAeMmOoYH020 Mampukca. B obpasyax, noayueHHbIX om KOpoé ¢ 3a0epicanuem nocieda 6 cmpome 0edhpazmeHmupo8anHbiX MAMePUHCKUX
Kpunm, ycmaroeneno pacnpedenenue MM P, ummyronosumugHsle Kaemku GUKCUPOBANUCh BOKPYe COCYD08 NPU AKMUBHOM NPOOYUUPOBAHUU
MMP-1u MMP-3. Cuuxcenue MMP-2 u MMP-9 ¢ naayenmomax Habaoaniu 8 60pcuHax ainanmoxopuoHa emanbroll yacmu naayeHmei.
Takum o06pazom, OHU A0KAAUZYIOMCSL 8 KOMUACOOHE U MOYM GAUSNb HA C80EEDEMEHHOE BbICBOO0NCOCHUE BOPCUH ANNAHMOXOPUOHA U3 KPUNM
KapyHkyn08, obecnewusas omoenenue NA00HbIX 000104eK NA00a OM MAMEPUHCKOU NAAUEHMbL Y KPYRHO20 PO2anoe0 CKoOmd.

KimoueBble c10Ba: Mo104HbLI cKOM, nAAUEHMA, 3a0epicanue nocieda, NAayueHmapHas cesa3b, MopGHOUCMOXUMUYECKUE U UMMYHOSUCIOXUMU-
uecKue Memoobl uccredo8anus
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PucyHku k ctatbe bopucoBon A.B. u gp. «MonekynsipHbie 1 Mop¢oyHKLUNOHaNbHbIE OCHOBbI
Pa3BUTUA MHOXECTBEHHbIX KOHFeHUTanbHbIX aHOManumn rnas y nowazaen npyu Hanuyuum
cepebpucTOoro reHa Ha NpMMepe COBETCKOMN THXKENOBO3HOW nopoabi» (cmp. 89)

Puc. 3. ucTtonornyeckoe nccrnegoBaHme rnasHbix SO6MokK:
a — UnnmnapHbli€ KUCThbI; 06— gereHepaTtBHble USMEHEHUA CEeTHaTKN.

a

.
<

BNN I MN/L

16,7%

Puc. 6. Yactota BcTpe4yaemMocTu cepebpucToro reHa y nollagein cosemckoll msiXenoeo3Hol nopoabl:
a — B Ghokyc-rpynne; 6 — y »xepebLoB; B — y KOObIN.
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