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2025-0003 «Paspabomka 8biCOKOMOUHBIX MeMO008 UOCHMUDUKAYUU 2eHEMUYECKUX OeMepMUHAHM YCIMOUYUBOCIU K

3a001€8aHUAM OJis1 UCNONb30BAHUS 8 CceneKkyuu KpynHoco pocamozo ckomay.

PE®EPAT. B 0630pHoti cmamve npedcmagien KOMNLEKCHbILL AHAIU3 COBPEMEHHBIX OAHHBIX O HACIEOCMEEHHbIX
AHOMANUAX Y MACHBIX NOPOO KPYNHO20 PO2aimo2o cKoma, ékiouas cunompuxos (HY), ountomop (DL), uouonamu-
yeckyio snunencuio (1IE), oepopmayuro nusicneti wemiocmu (MD) u 6one3nv kienogozo cupona (MSUD). Akmyans-
HOCMb meMbl 00)CIL06IeHA CHUNCEHUEM PenpoOyKIMUBHLIX NoKa3amenel 8 CKOmo8ooCmee, HaKonieHuem uHopeo-
HOUL Oenpeccuu U IKOHOMUYECKUM yuyepbom om HacredcmeeHHbix namonozutl. Ob6obweHbl pe3yibmanmol 2eHOMHbBIX
uccnedosanull, svissusuiue kuouesvie mymayuu (6 eenax KRT71, PMEL, CYP26CI1, BCKDHA/BCKDHB) u ux
naelilompontule d¢gexmul, rusOuUe Ha heHomun u npodykmueHvle kavecmea. Iloxazano, umo monexyisipHvie
MeXaHU3MbL AHOMATULL 8APLUPYIONT O NPOCMbIX Oeneyuli 00 HapyuleHUll hepmMenmamueHbIX CUcmem U CUSHAb-
HbIX nymetl smopuozeneza. Ocoboe sHuManue YoeneHo HeHoMeHy aHMAZOHUCIUYECKOU NILEOMPONULU, cO30arouje-
My ounemmy ons cenexyuonepos. Ha ocnose cpagnumenvro-eeocpaduueckoeo ananusa yemanoeneHvl 3Hauumenb-
Hble MEXCHONYIAYUOHHbIE 8APUAYUU YACTNOM HeXCeNAMENbHbIX alleNel, CEA3AHHbIe C UHMEHCUBHOCMbIO CelleKYUU
u aghpexmom «ocnoeamensy. Ha npumepe MSUD paccmompenut nepcnexmugivle cmpamezuu mepanuu: om me-
maobonuecko2o KOHmMpos 00 2entoli mepanuu Ha ochoge AAV-eekmopos u peoakmuposarust ocnosanuii (ABESe)
8 opeanouonvix mooensix. [100uépknyma oouHOCMsd MONEKYIISAPHLIX MEXAHUIMOB HACTIEOCBEHHbIX 3a00Ne8aHUlL Y
4enoBeKa U HCUBOMHbIX, UMO OMKPbIBAEn B03MONCHOCIU OJiA MPAHCIAYUOHHBIX ucciedosanuti. Ommeuena yeie-
€o00pasHoOCmb 8HeOPEeHUs NPOSPAMM HEOHAMANLHO20 CKPUHUHEA 6 NIIEMEHHOM HCUBOMHOB00CMEE NO AHALO2UU C
meouyunckol npakmuxoil. Cihopmynupoeanvl pekomenoayuu no HOCMPOEHUIO CUCHEMbl YRPAGTIeHUs 2eHemU-
YeCKUM 300pP08beM 8 MACHOM CKOMOBOOCHEe, OCHOBAHHOU Ha obazamenvrom [JHK-mecmuposanuu, konmporne
uHOpuOUHea, yuéme naetlomponuvix d¢hgpexmos u unmeepayuu ouomexunonro2utl. Paboma npeocmasnsiem um-
mepec 0J1 CReyuanIucmos 8 001Acmu 8eMepPUHaPHOl 2eHeMUKU, CeleKyul U OUOMEXHOI0UU.
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BBEJAEHMUE / INTRODUCTION. B psige momy-
JSIAA KPYITHOTO POraToro CKOTa 0TMEYaeTCsl TCHICH-
LUl K CHUJKEHUIO PENPOYKTUBHBIX I10KA3aTeIeH, 4TO
B OHpe):[eHéHHLIX XO3SHCTBEHHBIX YCIIOBUAX MOXKCT
OKa3bIBATh HETATHBHOEC BIIUSHHE HA YKOHOMHYECKYIO
s exTuBHOCTL OTpaciu. JlanHas mpobOiemMa 3aTpa-
IMBaeT KaK MOJOYHOE, TaK M MSICHOE CKOTOBOJICTBO

1 TpeOyeT KOMILIEKCHOTO HaydyHOTro aHaim3a. OCHOB-
HbIMH (DaKTOpPAMH CJIOKUBIICHCS CUTYaIlMH SIBIISIFOT-
Csl: HaKOIUIEHUE MHOPETHON JCTIPECCHH B pe3ylibTaTe
HCIIOJIb30BAHUA OTPAHUYCHHOIO ITyJla IMPOU3BOJIUTC-
JIel, pacnpoCTpaHEHUE HACIEICTBEHHBIX aHOMAJIUM,
BIHSIONINX HAa PENPOAYKTUBHBIC (DYHKIUH, a TaKkKe
(B HEKOTOPBIX CITy4asiX, BCTPEYAIOUIUXCS B MPAKTH-
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K€) HEraTHBHbIC I'CHETHUYECKUE KOPPEISALUU MEXITY
CENIeKIIMOHNPYEMBIMH TIPH3HAKAMHU U TTOKa3aTeIsIMU
¢deprunsHOCTH [1—3].

CoBpeMeHHas CEJICKIMOHHAs TPaKTHKa JIEMOH-
CTPUPYET Nepexol] K cOalaHCHPOBAHHBIM IPOTpaM-
MaM 0T0Opa, YUUTHIBAIOIIUM KaK IPOIYKTHBHBIE, TAK
U PENpONyKTHBHBIE XapaKTEPUCTHKH. Pa3Burue mo-
JIEKYISPHO-TEHETHYECKIX TEXHOJIOTHH (BHICOKOILIOT-
HO€ TCHOTHUIIUPOBAHUE, ITOJIHOTCHOMHBIA aHaln3)
CO3/1aeT HAYYHYIO OCHOBY JUISI MOHUTOPUHTA HacJe/I-
CTBEHHBIX AHOMAJIMH W YNPaBICHUS T'€HETHYECKUM
rpy30M B TOMyssiusx [3—>5].

AKTyaJbHOCTh TIPOOJIEMBI YCUIIMBACTCS B yCJO-
BUSIX TIOOANM3alMK PHIHKA TUIEMEHHBIX PECYpPCOB,
TpeOyromieit pa3padoTkn 3(pPpEeKTUBHBIX CHCTEM TeHe-
TUYECKOr0 MOHUTOPHUHTA M FApPMOHM3AINHU CEJICKIIU-
OHHBIX IPOTPAMM Ha MEKITYHAPOJHOM YPOBHE.

Llenb paboTel — MPOBEIACHHE KOMILICKCHOTO
CPaBHHUTEIBHOTO JIUTEPATYPHOIO aHallM3a pacIpo-
CTpaHéHHOCTI/I, MOJICKYJIAPHO-TCHETUYCCKUX MEXa-
HHU3MOB U CEICKLIHOHHO-XO3SHCTBEHHOTO 3HAYCHMUS
OCHOBHBIX HACJIICACTBCHHBIX aHoMaJui Y MSICHBIX
HOPOJ KPYIHOTO POraToro CKoTa ¢ OIEHKOH reorpa-
(ugecknx 0COOEHHOCTEH.

MATEPHUAJIBI 1 METOAbI/ MATERIALS
AND METHODS. PaGora BbIIIOJHEHAa B paMKax
rocymapcTBeHHOTo 3amanmsi MuHoOpHaykn Poccum
«Pa3paboTka BBICOKOTOYHBIX METOIOB HIEHTH(UKA-
LMY TeHETHYECKUX IETEPMHUHAHT YCTOWIMBOCTH K 3a-
OoJyieBaHMSM AJIS1 MCIIONB30BaHUsI B CEJEKIMU KPYyII-
HOTO poraroro ckotay (0532-2025-0003).

Jlnis ipoBezieHUsT pabOThI MCIONIB30BAINCH METO-
JIbl CUCTEMATUYECKOT0 aHaIN3a HAyYHOH JINTepaTypbl
n3 6a3 mannbeix (PubMed, Scopus, Web of Science)
3a mepuox 2010—2025 rr., cpaBHUTEIHHO-TEOTPA-
(bndeckoro aHanm3a JaHHBIX O PACIPOCTPAHEHHOCTH
aHOMaJTNi, 000OIIICHISI CBEICHUI O MOJICKYIISIPHO-Te-
HETHYECKHX MeXaHM3MaX (KJIIOYEBBIX MYTAIMIX |
HaToreHe3e), a TaK)KC€ OLICHKHU UX BJIMAHUA HA ITPOAYK-
TUBHBIC TIPU3HAKH U YKOHOMHUKY KHBOTHOBOJICTBA.

PE3VJIBTATBI / RESULTS. B pamkax HacTos-
IIETO HCCIIEOBaHUS OBLTM OTOOpaHBI HACIIEICTBEH-
HbIE aHOMAJIUU C MOATBEPKIAEHHOW MOJIEKYJISIPHO-TEe-
HETUYECKOM 3THOJIOrMEH, HA OCHOBAaHUM MX BBICOKOM
KJIIMHUYECKON Y 5KOHOMHYECKON 3HAYMMOCTH ISl MsIC-
HOT'0 CKOTOBOJICTBA, @ TAK)KE aKTyaJbHOCTH JIJIsl pa3pa-
6otku crpareruit JJHK-auarnoctuku u ceneKnoHHON
3aLUTHI CTA]l CEIbCKOXO3SUCTBEHHBIX )KUBOTHBIX.

l'unotpuxo3 (Hypotrichosis, HY) mpeacraBisier
co00if HaclleZICTBEHHOE 3a00JIeBaHHE, XapaKTepU3y-
OIIEeCs] aHOMAJIMSIMU Pa3BUTHS IIEPCTHOTO TIOKPOBA.
MosexynsapHble MEXaHU3MbI Pa3BUTHS TUTIOTPHX03a
CBSI3aHbl C MYTallUSIMU B HECKOJIBKUX I'€HaX, BKIIFO-
yass MCIR, PMEL v KRT71. OCHOBHOW NpPUYMHON
SIBJISICTCSI JeTIelns § map OCHOBAaHMM B AK30HE | TeHa
KRT71, xonupyrowero Kepatud 71 — CTpyKTYpHBIiA
0eok BosiocsiHOTO (hoJuTHKyJia. 3a00JieBaHUE HACIIC-
JIyeTCs TI0 ay TOCOMHO-PEIECCUBHOMY THITY, IPY 3TOM
FOMO3HMIOTHBIC JKUBOTHBIC JIEMOHCTPHUPYIOT 4aCTHY-
HOE€ WJIH TIOJIHOE OTCYTCTBHE IIEPCTH, YTO IMPUBOIAUT

K TOBBIIIEHHOH YyBCTBUTEIBHOCTH K XOJIOJOBOMY
CTpeccy ¥ BEICOKOW CMEPTHOCTH HOBOPOXKICHHBIX Te-
naT [5—7]. I'eneTn4ueckuii MOHUTOPHHT POCCUHCKUX
HnomyJsiuuil  abepIuH-aHrycckoi mopoasl (n=1948)
3a nepuox 2017—2022 rr. BBIABWI HU3KYIO YacTOTY
BcTpeuaemoctu amiens runorpuxosa (HY) — 0,02 %,
YTO CBHJIETEILCTBYET 00 A()()EKTUBHOCTH CEJCKIIH-
OHHOTO KOHTPOJISI, HO OAHOBPEMEHHO MOATBEPKIaET
HAJIMYKME U TOTEHIMATbHBIN PUCK HUPKYISIMN JaH-
HOTO JIETaJIbHOTO ajuleNs B reHo(oH e, 000CHOBHIBAS
HEO0OXOMUMOCTh MpoaoiikeHus cuctemuoro JJHK-te-
CTUPOBAHUS IJIEMEHHOTO CKOTa [4].

Humorop (Dilutor, DL), xapakTepusytommiics oc-
J1abJICHUEM MMUTMEHTAIUH IIIEPCTH U KOXKH, aCCOIUH-
poBaH ¢ myTtauusimMu B renax PMEL, MITF, TYRPI u
ASIP. Hanbonee 3naunmoit sBrsiercst aenerns TGG
(p- Leul8del) B rene PMEL, npuBoasiias K Hapylie-
HUIO (GOPMHUPOBAHUS MellaHOCOM. B cepum mcciemno-
BaHUN YCTAHOBJIEH 3HAUYUTENIbHBIM TUICHOTPOINHBIN
apdexr rena PMEL y mscabix nopog KPC. VY simon-
ckoro Oyporo ckora (n=522) neneuus p. Leul8del ¢
gacToToit 34,2 % He TONBKO OIpeeNsieT OCBETIIEHHBIN
OKpac, HO ¥ JIOCTOBEPHO YITydlIaeT KIIOYEBbIE TTOKa-
3aTenu KadecTBa Msca (MpaMOpPHOCTh, IBETHOCTB,
IJIOTHOCTB), AEMOHCTPUPYS IEHHOCTD JIJISl CEJIEeKITHH.
B nopone Pemxana (n=1776) BbIsIBJIEH KOMILIEKC I'e-
HOB (PMEL, EDN3, MCIR, KIT, NCAPG-LCORL),
KOHTPOJIMPYOIIUX OKpac, POCT M APyrue MPU3HAKH,
YTO TOAYEPKUBACT IICHHOCTh TEHOMHBIX METOJIOB
JUIsL CeJIEKLMM JIOKalbHbIX nopoa. GWAS-ananus y
CUMMEHTAJI-TOJIIITHHCKOTO CKOTA MOATBEPMII BIIHS-
Hue PMEL Ha pocT: TeTepo3UroTHele (cepo-Oernbie)
TENSTa UMENH OCTOBEPHO OoJiee BBICOKHI BEC TpHU
poxaenuu (42,58+3,09 kr) Mo cpaBHEHUIO C TOMO3H-
roTHBIMU (4€pHO-0enbiMu) [9—12].

Wmnonarnueckast smmtericus (Idiopathic Epilepsy,
IE) mpencrapnsier co0oil rpymily HacieICTBEHHBIX
HEBPOJIOTMUYECKUX PACCTPONCTB, XapAKTEPU3YIOIIUX-
CSl CTIOHTaHHBIMH PEIHUIUBUPYIOMINMHI TIPUTIAIKAMHU.
KitroueBbIM KaHAMIaTHBIM T€HOM, aCCOLIMUPOBAHHBIM
¢ maHHBIM (peHoTHrioM, sBisieTcst DYRKIB. DTOT reH
KOJMPYeT KUHA3y, UTPAIOIIYI0 KPUTUIECKYIO POJb B
penapanuy JByLENOYEYHbIX pa3pbIBOB PUOOCOMaIIb-
voit JIHK (p/IHK) m mommepskaHum CTaOMIIEHOCTH
reHoma. JucpyHKIMS TaHHOTO MeXaHU3Ma B JIOJITO-
KUBYIIMX MOCTMHTOTHYECKUX HEHpPOHAX MPUBOAUT
K MX [I0TEpe U HapyLICHUIO (OPMUPOBAHUS HEHPOH-
HBIX CeTeH, YTO KIIMHIUYECKU MPOSBIAETCS B BUAE CY-
JOPOXKHBIX MPUCTYIIOB U MOTOPHBIX HapymeHuit [13,
14]. HecMoOTps Ha YCTAaHOBJICHHYIO TCHETHUYCCKYIO
npupony IE u e€ onucanue y Apyrux BUJIOB KUBOT-
HBIX, Ha TEKYIIIM MOMEHT B MUPOBOM HAay4HOH JIUTE-
parype OTCYTCTBYIOT MOITBEP)KIEHHBIE COOOLIECHUS
0 cllydasx MJAMONATUYECKON 3MWICHICUHU, BBI3BAHHON
MyTauusMu B rene DYRK 1B, UMEHHO Y KPYITHOTO PO-
raToro ckota repedopackoil mopoasl. ITO yKa3bIBAET
Ha HEOOXOIMMOCTH IIeJCHANpaBICHHbIX Te€HETHYe-
CKHX UCCIIEIOBAaHUM IS BBIABICHHS OTEHIINATIBHBIX
MTOPOJO-CIEIM(PHIHBIX MYTAIlMi WM ITOATBEPIKIC-
HUSl OTCYTCTBUS TaHHOTO KOHKPETHOTO aJuIessl B Te-
HOoOH/IEe TepedhopaoB.
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Hedopmarus wHmkHel yentoct (Mandibulofacial
dysostosis, MD) y KpymHOTO poraroro ckora repe-
¢doprackoil mopoabl mpeAcTaBiseT coboil Hacien-
CTBEHHOE BpOKAEHHOE 3a005IeBaHIE, YITHOIIOTUIECKH
CBSI3aHHOE C PELIECCUBHON MHCCEHC-MyTallel B TeHE
CYP26C1, xonupytomeMm (pepment nutoxpom P450
26C1. Myrtauust L188P npuBonut kK 3aMeHe KOHCEp-
BaTUBHOTO JICWIIMHA Ha MPOJIMH B 0.-CITUPAIILHOM J10-
MeHe OeJIKa, YTO BBI3bIBACT CTPYKTYpHOE HapyllIeHUe
AKTHBHOTO CaiiTa M MOTEPI0 KATAIUTHYECKOH (QyHK-
mnu dpepmerTa. CYP26C] urpaeT KIIOYEBYIO POJb B
TKaHEeCTIEU(PUYHOM KaraOoIM3Me PETUHOEBOW KHC-
notel (Retinoic acid, RA) — kpurnueckoro mopdo-
reHa B smOpuorenese [15, 16]. Auchynkuus pepmen-
Ta IPUBOJUT K JOKaJbHOMY M30BITKY RA B obmactu
MEPBOM IIOTOYHOM yTH, YTO HApyILIaeT CUTHAJIbHBIHA
IyTh HJOTEINHA-1 U TOCIEYIONIYI0 SKCIPECCHI0
reHoB cemeiictBa DIX, perynmupyromux pasBUTHE
ME3EHXUMAaIIbHBIX MMPOU3BOAHBIX AYTH, B YaCTHOCTH
xpsma Mekkenst — 3a4aTka HIKHEH J9eTrocTr. 3a00-
JIEBAHUE XapaKTEPU3yeTCsl TSHKENBIMH aHOMATHIMHU
KpaHUO(ALNAIBHOTO Pa3BUTHS, BKIIOUAIOIIUMU T'U-
MOIIa3u0 U JeOopMalio HIKHEH (MaHauOyIbl) U
BEPXHEM YEeIIOCTEeH, a TaKk)Ke JPYTUX KOCTHBIX CTPYK-
Typ JuueBoro yepena [16].

ManauOynodanuanbHast quciuiazus y repedop-
OB ObLTa 3apeructpupoBana B Mpmangum (2014—
2023 rT.) KaK HaDJHBIA OpUMep PEeIKoro Haclel-
CTBEHHOTO JaedeKkTa. DTH CIydan WUTIOCTPUPYIOT
MOCJICACTBHS MHOPHUJIMHTA M OTPAaHUYCHHOTO TEHO-
(oH/Ia B COBPEMEHHOM )KHBOTHOBOJICTBE, BEILYIIHE K
HAKOILJICHHUIO ¥ TIPOSIBIICHUIO HEXKEIATEIIBHBIX Peliec-
CUBHBIX aytenei [15].

B uccnenosanum Sieck R. L. u coaBropos (2020)
neopMalnys HUKHEH 4eliocTH Oblia JUarHOCTHPO-
BaH y MIECTH TENAT Trepedopackoit mopoasr. DeHOTHTT
XapaKTEepHU30BaJICSl THUIOIJIA3Ued M acHMMeETpHUeH
HIKHEW YeJIOCTH, a Tak)Ke HAJIMYUeM OuiaTepab-
HBIX OKOJIOIICYHBIX KOKHBIX BBIpOCTOB. ['eHeanoru-
YEeCKUH aHaJM3 MOATBEPINII HATMYHE OOIIETo MpeiKa
JUIS BCEX WCCIEeNOBaHHBIX ocoOeit. [lytém momHo-
T€HOMHOTO CEeKBeHHpOoBaHHs y 20 KMBOTHBIX yCTa-
HOBJIEHA JTHOJIOTUYECKAs POJIb MHCCEHC-MYTallln
p-L188P B rene CYP26CI. Pe3ynsrarsl Badumallvi,
MPOBEACHHON Ha JBYX JOMOJHHUTEIBHBIX TEINATaX,
760 repedopnax u nanHbx 6oee yem 2500 moaHore-
HOMHBIX PO IIICH, TOKa3aJIH, 4TO 3a00IeBaHUE TTPO-
SIBIISIETCSL MCKITIOUUTENILHO Y TOMO3UTOT TI0 ITaHHOMY
BapHaHTy, IIPH 3TOM BCE TE€TEPO3UTOTHBIE HOCHUTEIN
MIPOMCXOJAT OT OAHOTO ObIKa-Tipou3BonuTeNs [16].

DTHONOTMYECKOH OCHOBOH OOJIE3HH KJIEHOBOTO
cupona (Maple Syrup Urine Disease, MSUD) y re-
pPePOPIACKOTO CKOTa SIBISAETCS ONHOHYKICOTHIHBIN
riosmmmopdusm 248C>T B MUACPHON MTOCIEIOBATEITb-
HocTh reHa BCKDHA. JlaHHas 3aMeHa HYKJIEOTH-
Jla TIPUBOJUT K OOpa30BaHMIO MPEIKICBPEMEHHOTO
CTON-KOJIOHA B Y4YacTKE, KOIWPYIONIEM JHACPHBIN
nentux anbha-cyobenuuuipl E1 kimodeBoro ¢ep-
MEHTa MeTaboJIM3Ma aMUHOKHUCIIOT C Pa3BETBIEHHON
nenpl0 — 2-keroanujeruaporenassl  (branched-
chain a-ketoacid dehydrogenase complex, BCKDH).

CrenctBueM MyTauuu sIBIsieTcs aOOpTHUBHASL TPaHC-
JSIMS, TIPAKTHYECKU TMOJIHOE OTCYTCTBHE (DYHKIIHO-
HaJIBHOTO (DEepMEHTAaTUBHOT'O KOMIUIEKCA U 3HAYUTEIIb-
HOE CHIXEHHE CTaOWJIBHOCTH, COOTBETCTBYIOLICH
marpuydoii PHK (MPHK). Oto mnoarepxknmaercs
JTAHHBIMU BECTEPH-OJOTTHHTA, JEMOHCTPUPYIOIIUMH
oTcyTcTBHEe Oenka koMmroHeHTa E1 B ¢hmnbGpobmacTax
NOPAKEHHBIX TEJAT, U pe3yapTaramu ananuza MPHK,
BBISIBJISIFOIIMMHU €€ ciie/ioBble kKonruecTsa [17].

Knunuko-naronorndeckas KapTHHa 3a00JIeBaHUS
XapakTepu3yeTcss HEOHATAIbHBIM JIETABHBIM HCXO-
oM (tun I). Tlopax€HHbIE TensTa MOTYT POXKAAThCS
MEPTBBIMHU; OCOOHM, POAMBIIMECS >KUBBIMH, (PEHOTH-
MUYECKH HEOTIMYMMBI OT 3JI0POBBIX B TEPBHIC YaChI
YKU3HH, OTHAKO B TeUeHHE 24 4acoB y HUX MaHU(ECTH-
PYIOT TsDKENBIE HEeBpoloruueckue Hapymenus. Cocro-
SIHUE MIPOTPECCUPYET C PAa3BUTHEM aTaKCUH, NOTepei
CIOCOOHOCTH K CTOSTHHIO M IBUYKCHHIO M 3aBEPILACTCS
rubenpio B TedeHue 96 yacos mocie poxxaeHus. [1ator-
HOMOHMYHBIM JUaIrHOCTHYECKUM PU3HAKOM SIBIISIETCSI
BBIJICJICHUE MOYHM CO CJIAJKHUM 3allaxoM, HallOMUHAIO-
IIUM 3arax KieHoBoro cupomna [17, 18].

B pamkax mccnenoBaHus, HapaBICHHOTO HA pas-
pabotky JIHK-TecTOB M MOHHUTOPHHT YacTOT T€HETH-
YeCKHX Je(DEKTOB y MACHBIX IIOPOJ] KPYITHOTO POTATOTO
ckora B Poccuiickoii denepanuu, Obiia o0CiieoBaHa
nonyJisiys repedopaos. [eHotunupoBanue 385 xu-
BOTHBIX MTOATBEP/IIIIO IIUPKYISAIIUIO PEIIECCUBHOTO al-
nens MSUD B poccuiickux cragax. AHanU3 BbISIBII
€IMHUYHLIX >KUBOTHBIX-HOCHUTENEeH. B oxHOU U3 uc-
CIIeyeMbIX CyOmnomyssimid (Hetenu rereparmm 2017
roia) 4actora HocuTenscTBa cocraBmia 1,08 %. Cpen-
HsIs pacu€THAs YaCTOTa HOCUTENIbCTBA MyTAHTHOTO aJl-
JISJISL TI0 BCEM OOCJICIOBaHHBIM T'pyIIiaM repeopaoB
B Poccuu cocraBmma 0,27 % +0,05 %. [lomyuennsie
JTAHHBIEC CBUJIETEITLCTBYIOT O HAIMYHN U HEOOXOINMO-
CTH y4€Ta JAHHOTO PEIICCCUBHOTO JICTANBHOTO aJUIeis
B CEJICKIIMOHHO-TUIEMEHHOH padore ¢ repedopackoit
nopozoii B crpane [17, 19].

B unccnenoBannun Wang J. ¢ coaBropamu (2025)
BIIEPBBIE  TPOAEMOHCTpUpPOBaHa  A(PPEKTHBHOCTH
TeHHOW Teparnuu C WCIOJb30BaHHUEM PEKOMOMHAHT-
HOTO aJEHOACCOIIMMPOBAHHOTO BHpYyca ceporumna 9
(rAAV9), xoskctipeccupytomero reasl BCKDHA n
BCKDHB. HeonaranbHOE CHCTEMHOE BBEICHUE BEK-
TOpa HE TOJIBKO MPEAOTBPATHIIO JIETAIBHBINA UCXOI U
HOPMAJIM30BATI0 OHMOXMMHUYECKUE TMapaMeTpsl (ypo-
BeHb BCAA) y MBIITIEH ¢ HOKAyTOM COOTBETCTBYIOIITHX
T€HOB, HO U MIPUBEJIO K CTOWKON METabOIHMYECKON KOp-
pekuuu y Tenénka repeopacKoi mopoabl, TOMO3HUIOT-
Horo 1o mytarud BCKDHA ¢.248C>T [18].

st m3ydenus 6onesan MSUD Zhang H. ¢ xon-
neramu (2025) co3manu nedy€HOYHbIE OPTaHOUBI U3
CTBOJIOBBIX KJICTOK IMalKdeHTa ¢ MmyTauuei ¢.965C>T
B rene BCKDHB. 9T MUHHU-OpTraHbl BOCTIPOU3BOAN-
JU KITIOYEBOW JIepeKT: CHIDKEHHE yPOBHS (epMeHTa
u noseiieHne BCAAs. J{is1 neyeHust npuMeHUIIN pe-
naktop ocHoBaHuid ABE8e — TouHBIM HHCTpYMEHT
st «ucnpasienus» JJHK. Meron ycnernino ooparu
MAaTOTEHHYI0 MYTAaIlMi0 B 30POBYIO BEPCHUIO TEHA.
BriepBeie mponeMoHCTpHpOBaHa BO3MOXKHOCTH TIOJ-
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HOTO UCTpaBieHus reneTruueckoi mpuunasl MSUD B
YeJI0OBEYECKON KIETOYHOM MOJAEIH C MOMOLIBIO TOY-
HOI'O PEJAKTUPOBAHMSI OCHOBAHUM, YTO OTKPBIBAET
MyTh A7 Pa3paboTKU MEepCOHAIN3UPOBAHHBIX METO-
noB Teparnuu [20].

Pontoizeau C. ¢ coaBropamu (2024) B cBoel pa-
00Te MpeACcTaBUIIN KITIOUEBBIE PE3YJIBTaThl HCCIIENO0-
BaHUs 1o reHHod Tepanuu MSUD, HaueneHHOU Ha
red BCKDHB. ViccnenoBareiasiMu BIIEPBBIC CO3J1a-
Ha U OXapaKTepu30BaHAa MOJEIb C HOKAyTOM IeHa
BCKDHB, TIOTHOCTBIO BOCTIPOW3BOISIIAS TIKETBIN
HeoHaradbHbIH Genotun MSUD c neraibHbIM Hc-
XO0IOM Yy JlabopaTopHBIX MbImeil. HeonarambpHOe
CHUCTEMHOE BBeJeHUE BekTopa AAVS, HecyIero Te-
paneBtuueckuil red BCKDHB 4enoBeka, IPUBEIO K
HOpMaJIM3alui OMOXUMHUYECKUX M1apaMeTPOB Yy 1a0o-
PATOPHBIX KUBOTHBIX U ITOJITBEPIIIIO TIPUHITHITHATH-
HYI0 BO3MOXKHOCTb I(P(PEKTHBHONW T€HHOW Tepamnuu
JUTsI BceX TPEX OCHOBHBIX T'€HOB, BOBJICUEHHBIX B Pa3-
BuTHe Oone3Hu [21].

B knmHnueckoit mpaktuke Kwras 3aperu-
CTpUpOBaH ciy4ail HeoHarampHOH MSUD, ac-
COLMUPOBAaHHBIA € JOBYMs HOBBIMH  (ppeiim-
mudTERIME ~ MyTanuwsimMad B Tere BCKDHB:
c.90 91insCTGGCGCGGG  (p.Phe35TrpfsTerdl)
n ¢.80 90del (p.Ala32PhefsTer48). PerpocnexTns-
HBIH aHaIu3 52 OMUCAHHBIX CIIYYaeB BBISBUI IIpe-
oOyiajaHue KJIACCHYECKOTO TSKENOT0 (PeHOTHIA
C XapakTepHBIMH cuMmnToMamu: yrHerenme [[HC
(96,2 %), cynoporu (55,7%), pecniupaTopHbIil aHC-
Tpece (25,0 %) m MaTOrHOMOHWYHBINA 3amax MOYHU
(40,3 %). Otmeuancs BBIpaXCHHBIM MeTabomnye-
CKUH KpU3HC, O UEM CBUIIETEIIbCTBYET [TOBBILICHHBIH
yYpOBEHb aMMHaKa B KpoBu (127,2+75,0 MKMOIIB/11).
I'enernueckuii cnexkTp cpeau 18 TUNMPOBAHHBIX
MalMEeHTOB pacIpeeics CIeayIonM 00pa3oM:
myTaiuu B BCKDHA (50 %), BCKDHB (33,3 %)
u DBT (11,1 %). Tepanuss B OCHOBHOM 3aKJjioda-
Jach B KOHCEPBATUBHOM METa00IMYECKOM KOHTPOJIE
(orpanmuenue 6enka — 96,2 %, L-xapHuTHH, THa-
MHH), B TO BpeMs KaK METO/Ibl SKCTPaKOPIOpaIbHO-
IO OUMIIEHHUS! KPOBH MPHUMEHsIHCH peako (3,8 %).
HecmoTpss Ha neueHue, NeTaabHOCTh OCTaBajach
BBICOKOH — 36,5 %, a ymydlieHue COCTOSHHS JO-
cturayto ymmb y 40,4 % nanuentos. [lomydennsie
JaHHbIE TOAUYEPKUBAIOT HEOOXOAUMOCTD BHEAPCHHUS

MpOTrpaMM MacCOBOTO HEOHATATIBLHOI'O CKPUHUHTA Ha
MSUD B peruosne [22].

BbIBO/IbI n OBCYXJIEHUSA /
CONCLUSIONS AND DISCUSSIONS. Pe3ynbra-
TbI UCCIIEI0BAaHUM PA3INYHBIX TIOPOJA, OT JOKAIbHBIX
JI0 IIUPOKO PACTIPOCTPaHEHHBIX, IIOATBEPKIAAIOT [ICH-
HOCTh T€HOMHBIX METO/IOB JUIS HIICHTH(DHKAIINY TeHE-
TUYECKUX OCHOB KJIFOUEBBIX MPU3HAKOB. VIHTErpanus
nauubeix [IHK-TectupoBanms, aHanmms3a pogoCIOBHBIX
1 OLIEHKHU XO3SIMCTBEHHO IOJIE3HBIX CBOMICTB I0O3BO-
JISIET TIeperTH K 00Jiee TOUHOMY M ITPOTHO3UPYEMOMY
YIPABJICHUIO CEJIEKIIMOHHBIM MPOIIECCOM.

[Tnetiorponabie 3(h(dEKTHI, BHISBICHHBIE IS Psiaa
reHoB (B ToM uncie PMEL), TpeOyrOT B3BEIIEHHOTO
MOAX0/a NpH cesleKuun. Tak, y repedopackoii mopo-
JIbl CTAaHJIAPTOM 3aKPEIIEH TEMHO-KPACHBIN OKpac ¢
OCITBIMU OTMETHHAMH, W JTF000€ OTKJIOHEHHE (B JaCT-
HOCTH, OCBETJICHHE, aCCOIMUPOBaHHOE ¢ ajuieneM del
reHa PMEL) cHUXaeT MJIeMEHHYIO [IEeHHOCTh JKUBOT-
HbIX. B TO ke BpeMs AaHHBIA aJlJIeb MOXET yiyd-
marh MACHbIE KadecTBa. COaaHCHPOBAaHHBIM pellie-
HUEM B MOJOOHBIX CIIydasiX SBISIETCS MpPUMEHEHUE
CEJICKIIMOHHBIX WHAEKCOB, HHTETPUPYIOMINX TaHHBIE
0 MPOIYKTUBHOCTU U F€HETUUECKUX puckax [10].

Meraananu3 kinuHudyeckux ciaydaeB MSUD vy
YeJloBeKa M JIaHHBIX M0 KPYMHOMY POTaToMy CKOTY
JEMOHCTPHPYET OOIIHOCTH MPOOJIEMBI JJIsi BHJIOB C
BBICOKOM T'€HETHYECKOM Harpy3koi. Ycmexu reHHOU
Tepanuu U peJakTUPOBAHNS FEHOMA, TPOJIEMOHCTPH-
poBanHbIe HAa Mozesix MSUD, umMeroT TpaHCSIIHOH-
HBIW MMOTEHIUA HE TOJIBKO Ul MEJUIVHEL, HO U JJIS
BETEPHHAPHH, YKa3bIBasi HAa BO3MOXHOCTB IIE€pPEXO/a
OT MAJUTMATUBHOI'O KOHTPOJIS K STHOTPOIHOMY JIeue-
HUIO HAaClleJICTBEHHBIX Oonesnet [17, 21, 22].

Takum oOpa3om, crTparerust ynpaBleHHs TI€He-
TUYECKUM 3[I0POBBEM CTaJ| MSCHBIX TOPOA JIOJIXK-
Ha OBITh KOMIUIEKCHOH W BKIIOUarh: 00s3aTelIbHOE
JHK-TectupoBanre Ha OCHOBHBIE HAcCJE€JICTBEHHbIE
aHoOMaJuK; OMOMH(pOPMATHUYECKUM aHaIU3 POAOC-
JIOBHBIX JUISI KOHTPOJS YpOBHS MHOPHJIMHTA; WHTe-
TpaIuio JaHHBIX O MIEHOTPOMHBIX AP (eKTax Kirrode-
BBIX T€HOB B IPOTPAMMBI CENEKIIUN; MOHUTOPUHT U
aIanTalyrIo NMepeloBbIX OMOTEXHOIOTHH IS MOTEH-
LMATBHON TEparuy HACJIEACTBEHHBIX 3a00JIeBaHMM.
Taxoif MOIX0/ MO3BOJIUT OOECIIEYNTh YCTOHYHNBOE U
MIPOAYKTUBHOE Pa3BUTHE OTPACIIH.
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ABSTRACT. The review article presents a comprehensive analysis of current data on hereditary anomalies
in beef cattle breeds, including hypotrichosis (HY), dilutor (DL), idiopathic epilepsy (IE), mandibulofacial
dysplasia (MD), and maple syrup urine disease (MSUD). The results of genomic studies that identified
key mutations (in the KRT71, PMEL, CYP26C1, BCKDHA/BCKDHB genes) and their pleiotropic effects,
impacting both phenotype and productive qualities of the animals, are summarized. Particular attention is paid
to the differences in the prevalence of genetic defects in cattle across various countries, which is associated
with the intensity of selection, the level of inbreeding, and the effectiveness of genetic monitoring programs.
Using the example of the genetic anomaly causing maple syrup urine disease (MSUD) in animals, promising
therapeutic strategies are considered—from conservative metabolic control to innovative approaches using
AAV vector-based gene therapy and in vitro base editing. The commonality of molecular mechanisms of
hereditary diseases in humans and farm animals is emphasized, opening opportunities for translational
research. Recommendations are formulated for building a genetic health management system in beef cattle
breeding, based on mandatory DNA testing, inbreeding control, accounting for pleiotropic effects in selection,
and the integration of advanced biotechnologies. The work is of interest to specialists in the field of veterinary

genetics, breeding, and biotechnology.
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