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3AKOHOMEPHOCTW HACNELJOBAHUA MACTEH, ACCOLUUPOBAHHbIX
C NEONAPAOBBLIM KOMIMIEKCOM, Y NNOLWWALIEN (OB30P)

Uenb uccrnedosaHusi — 0606weHue onybnukogaHHbIX pe3yrnbmamog uccredogaHuli 3aKOHOMEPHOC-
meli HacriedosaHusi Yybapol macmu y domalHux nowadel. 3adaqu: npogecmu aHanu3 Hay4HbIx pabom,
HanpaenieHHbIX Ha U3y4eHue eapuabenbHocmu Yybapoli macmu u ee 2eHemuyeckol 0emepmMuHayuu.
[Mpu nodzomoske 0630pa bbiu UChOL308aHKI NYbIUKaUUU 8eQyUiUuX Hay4YHO-uccredogamernbCKux epynn,
pabomarowiux 8 obnacmu 2eHemuku fowadu. Touck Hay4HbIx nybnukayuli 8bINOMHAMCA C UCNOMb308a-
Huem crnedyrowux anekmpoHHbIX 6ubnuomeyHbix pecypcos u 6a3 OawHbix: Wiley (https://onlineli-
brary.wiley.com), PubMed Central (https:/pmc.ncbi.nlm.nih.gov), ResearchGate (https://researchgate.net),
OMIA - Online Mendelian Inheritance in Animals (htfps://omia.org). B cnucok numepamypHbIX UCMOYHUKO8
Ob1r10 8KMIOYEHO 7 MOHO2paghull u 55 Hay4HbIx cmamell. Cpedu nowadel, UMEOWUX npU3HaKu eonapoo-
8020 Komnrekca, HabmoOaemcs KpaliHe WuUpoKoe pasHoobpasue sapuayuli peHomunos no macmu. K-
yegyr porb uepaem mymauus LP (Leopard) 8 eeHe TRPM1, ebi3bigatowjasi nosieneHue yHUKasbHbIX ea-
puaHmos OenuemeHmayuu y nowaded. Mymauyuu LP nosisunack 8 nonynsyusix opesHux owadeli 3a0on20o
0o ux odomawHusaHus u bbina ebidgaHa pemposupycHol uHcepyueli 8 uHmpoHe 1 2eHa TRPM1. K Hac-
mosemy spemeHu udeHmugbuyuposaHo 08a f0Kyca, Mymauyuu 8 KomopbIX acCoyuUPO8aHHbI C KOHMPO-
nem gapuabenbHocmu macmeli 1eonapdos8020 Komniekca y doMawHux nowadel: HenonHOCMblo AoMUu-
HaHMHbIO MymaHmHbIt annenens LP (ECA1:9.108297929_ 108297930ins1378) u domuHaHmHbIG MOOU-
puyupyrowut annenb PATN-1 (SNP ECA3:9.23658447T>G). BaxHo ommemumb, 4mo, Kak npasuso,
MOJIbKO 2emepo3u20mHOCMb No annento LP 8 codemaHuu ¢ Hanuyuem 8 2eHomune fowadu 0oOMuHaHm-
Ho20 moougpukamopa PATN-1 npusodum K npednoymumesibHOMY XOPOWO 8bIpaXeHHOMY heHomuny
neonapdosoll macmu. Mymauus LP sensiemcs 0CHO8HbIM (hakmopoM, onpedensowum Hanuque pasnuy-
HbIX 8apuaHmos OenuemeHmayuu, Habmodaemol y Yybapbix nowaded. [lpu amom 2emepo3u2omHbie
nowadu (¢ eeHomunom LP/Ip) 0bbiaHO deMOHCMpUpyrom Knaccuyeckue sapuaHms! Yybapol mMacmu 6
gude 1e0napd08bIX NIMEH Ha besloM hoHe unu Yanyo macmb. Xapakmep U UHMEHCUBHOCMb NPU3HaK08
denuemeHmayuu Mo2ym 3Ha4umeribHO 8apbUpPO8ambCs 8 3a8UCUMOCMU 0m OONOTHUMESbHbIX 2eHemu-
yeckux ghakmopos.
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COAT COLOUR INHERITANCE PATTERNS ASSOCIATED WITH THE LEOPARD COMPLEX
IN HORSES (A REVIEW)

The aim of the study is to summarize the published results of studies on the inheritance patterns of the
piebald coat color in domestic horses. Objectives: to analyze scientific papers aimed at studying the variabi-
lity of the piebald coat color and its genetic determination. In preparing the review, publications of leading
research groups working in the field of equine genetics were used. The search for scientific publications was
performed using the following electronic library resources and databases: Wiley (https.//onlinelib-
rary.wiley.com), PubMed Central (https:/jpmc.ncbi.nlm.nih.gov), ResearchGate (https://researchgate.net),
OMIA - Online Mendelian Inheritance in Animals (https://iwww.omia.org). The list of references included 7
monographs and 55 scientific articles. Among horses with traits of the leopard complex, an extremely wide
variety of phenotypes in color is observed. The LP (Leopard) mutation in the TRPM1 gene plays a key role,
causing unique depigmentation patterns in horses. The LP mutation appeared in ancient horse populations
long before their domestication and was caused by a retroviral insertion into intron 1 of the TRPM1 gene.
To date, two loci have been identified whose mutations are associated with the control of leopard skin color
variation in domestic horses: the incompletely dominant mutant LP allele (ECA1:9.108297929_
108297930ins1378) and the dominant modifying allele PATN-1 (SNP ECA3:9.23658447T>G). It is important
to note that, as a rule, only heterozygosity for the LP allele in combination with the presence of the dominant
modifier PATN-1 in the horse's genotype leads to the preferred, well-defined leopard skin color phenotype.
The LP mutation is the main factor determining the presence of various depigmentation variants observed in
piebald horses. Heterozygous horses (with the LP/lp genotype) typically exhibit classic piebald patterns, such
as leopard spots on a white background, or a roan color. The nature and intensity of depigmentation signs
can vary significantly depending on additional genetic factors.
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BeepeHune. WccnepoBanns 3akoHomepHocTen 4,1 0o 2,3 Thicay NMeT OO0 HACTOSILLEro BPEMEHM,
HacneaoBaHMsa MacTeil NpeacTaBnsloT co60M oanH  0BHAPYKUIO paHHWE Mpu3Haku oTbopa npu opo-
13 Hanbonee MHTEPECHbIX Pa3denioB reHETUKW N10-  MalLHWMBAHWUW, B T. Y. 0TOOpa Ha Bapuauun mMacten
wagw. [3]. Ankne XMBOTHbIE B OTAMYME OT LOMALUHMX Xa-

OpomMallHMBaHWe nowaau, NPOUCXOAMBLUEE MO PaKTEPU3YITCS OBHOTUMHOCTbIO OKpacku BOMOCS-
HEKOTOPbIM OLEHKaM OKono 5,5 ThiC. NeT Hasag, Horo nokpoea [4]. Kak npasuno, ans 6onblumMHCTBa
SBUMOCb BaXHEMLUMM COObITUEM B UCTOPUM Yeno-  AOMALLUHUX XMBOTHbIX MacTb npeacTtasnseT cobomn
BeyecTBa [1]. Mpouecc ofomMallH1BaHUS NPUBEN K 3HAYUMbIA B CENEKLMOHHOM OTHOLLEHWUM MpU3HaK.
BO3HMKHOBEHMIO ~ OrPOMHOTO  doeHoTunmyeckoro  KccnegosaHust obpasuos apesHen [HK nokasanw,
pasHoobpa3nst Cpean XMBOTHbIX M UX FEHETWYEe- YTO LuMpokas BapuabenbHOCTb Macten, Habno-
CKOM afantauun K pasfiuyHbIM KIMMaTWYeCKUM  Jaemas Y COBPEMEHHbIX fowagen, nossunach
YCIOBUSIM 1 CUCTEMAM Pa3BEAEHMS U COdepXaHus  naBHbIM 06pa3oM Kak pesynbTaT UCKYCCTBEHHOMO
[2]. P. Librado et al. oTMevatoT, 4TO reHOMHbIE M3-  0TOOpA, HAYaBLLEroca Ha paHHMX dTanax ogoMalL-
MEHEHUS, Nnexallue B OCHOBE KakK PaHHWX, Tak U HWBaHWA [9].

NoO3gHMX CTagui OAOMALLHWUBAHMS foLaau, 4O CUX ccnepoBaHus no reHeTUYECKOMY KapTUpoBa-
nop OCTaKTCA B 3HAYUTENBHON CTEMEHN HEM3BECT-  HUMIO, NpOBefeHHble Ha pybexe XX-XXI BB., cno-
HbiMK [3]. TeM He MeHee uccrefoBaHWe reHOMOB — COBCTBOBanM MOSIBMIEHUIO psida  MOMEKYNSIPHO-
14 nckonaembix JOMALLHWX NnoLagen 13 GPOH30BO-  AMArHOCTUYECKUX TECTOB, pesynbTaTbl KOTOPbIX
[0 W XEnesHoro BEKOB, JATUPYEMbIX MPUMEPHO OT  MOXHO Y4UTbIBATb MPU NIAHUPOBAHWUM CENEKLMOH-
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Hom pabotbl [6-8]. MHdopmaLwms o nonumopduame
[EHOB, KOHTPOIMPYIOLLMX MUIMEHTaLMIO, MCMOMb-
3yeTcs Takke AN reHeTUYECKOM XapaKTepuCTUK
pasnuyHbIX nopog v nonynauuin nowagen [9, 10].
HoBble nepeaoBble TEXHONOMMU  MOSEKYIPHON
reHeTUKM, NPUMEHsIEMble ANS CO3AaHUS OBLUMPHBIX
KONNeKUWn  reHOMHbIX  MOCNeAoBaTeslbHOCTeN,
Npou3BeNy PeBoMoLMI0 B 06nacT reHoMukn go-
MallHel nowagun, OTKPbIB HOBble BO3MOXHOCTY
ans rnybokux reHeTuyeckux uccreposaHuin [11-
13]. B Hactosllee BpemMs Mbl MOXeM Habnwogatb
MOCTOSIHHOE MOSIBMEHME HOBbIX OTKPbITUA, 06BAC-
HAKOLMX B3aMMOCBA3b reHoTMna u eHotuna [14—
16]. Bce 6Gonbluee 4nCro MPU3HAKOB, MMEHOLLMX
CEMNEKUMOHHOe 3HayeHue, XxapakTepusyetcs Ha
MOseKkynspHoM ypoBHe [17-19].

A3BECTHO, YTO OCHOBHbIE MAcTW, Hanpumep Ta-
Kue, Kak rHefas, pbhxasi, BOPOHas 1 cepasi, UMerT
NPOCTble TUMbI HACNeA0BaHNUS, YTO NO3BONSET NPO-
HO3MpOBaTb MacTb xepebsaTt npu nogbope poau-
Tenbckux nap [20-22]. Mpu aTOM HekoTopble MacTy
nowagein, Hanpumep uybapasi, XapakTepusyTcs
fonee CnoXHbIM HacnegoBaHuem, GIM3KUM K Mo-
NUreHHbIM NpusHakam [23, 24].

Uybapas mMacTb xapakTepHa Ans Takux COBpe-
MEHHbIX 3apybexHbIX nopod, kak kHabcTpynnep
(Oanus), Hopukep (ABCTpUSsI), amepuKaHckue mu-
HWaTiopHble nowaan u annanysa (CLUA), a Takxe
BCTPEYaeTCHa B HEKOTOPbIX JOKamnbHbIX NOpogax
Poccun n GrimkHero 3apybexbs, Hanpumep B an-
Tanckon, 3abaikanbCko W Kkuprusckon (puc. 1).
Uybapas MacTb OTNM4aeTcs Ype3sblyanHo obLump-
HbIM pasHoobpasvem teHoTunos [24]. Hambonee
pacnpocTpaHeHHble Bapuauunm Yybapon MacTu:
neonapgoBas, YyenpayHas u vanas. Jleonapgosas
MacTb XapaKTepusyeTcs Haruyuem MUrMeHTUpo-
BaHHbIX (NleonapdoBbIX) NATEH Ha Gernom doHe,
9TOT BapuaHT (peHoTUNa sBnseTcs Hambonee BOC-
TpeboBaHHbIM B Mopofax, B KOTOpbIX 4ybapast
MacTb UMeET CeNeKLMOHHOoe 3Ha4YeHne. Y noluagen
yernpayHom MacTu WMeeTcs y4acToK AenurMeHTa-
L1, NOKPbIBAKOLLMI B BuAe Genoin nonoHsl (Yenpa-
ka) CrinHy, nosicHuLly, Kpyn u 6eapa. Yenpak mMoxeTt
ObiTb OAHOPOAHO OGEnbIM MAM C NUTMEHTUMPOBAH-
HbIMW NATHamMK. Yanbin BapuaHT 4ybapon macty
XapaKTepu3yeTcs Hanmumem cmelueHus Genbix u
MUrMEHTUMPOBAHHBIX BOIOC, MPX 3TOM C BO3pacToOM
rowwaam YanocTb, kak NpaBuno, cTaHoBUTCS 6onee
BblIpaxeHHoi [20].

Puc. 1. XKepebeu yybapol Macmu Ha 3KkcnepumeHmarnbHol KoHtowHe BHUW koHegodcmea
(¢oomo asmopa)
A leopard stallion at the experimental stables of the All-Russian Research Institute for Horse Breeding
(photo by the author)
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Lenb uccneposanus — o606uwienne onybnu-
KOBaHHbIX PEe3yNnbTaToB WCCNeoBaHU  3aKOHO-
MepHOCTeN HacnegoBaHus vybapo mactu y fgo-
MaLLHUX oLlagen.

3agaun: npoBecT aHammM3 HayyHblx pabor,
HanpaBfeHHbIX Ha U3y4eHne BapuabenbHOCTH Yy-
Bapoi MacTu 1 ee reHeTUYECKo AeTeEPMUHALNN.

006bekTbl M MeToabl. [Npu noarotoske 063opa
ObInn MCNonb30BaHbl HayyHble Nybnukaumm Begy-
WMX mMccneaoBaTenbCkux rpynn, paboTalowmx B
obnact reHetukn nowagu. Mouck nybnukaumi
BbIMOMHANCS C  MCMONb30BAHWEM  3MIEKTPOHHbIX
BubnuoteuHbix pecypco Wiley (https://onlinelib-
rary.wiley.com), PubMed Central (https://pmc.ncbi.
nim.nih.gov), ResearchGate (https://researchga-
te.net), 6a3bl gaHHeix OMIA — Online Mendelian
Inheritance in Animals (https://omia.org). B cnucok
NUTEPaTypHbIX WUCTOYHUKOB ObINO BKMTHOYEHO 62
nybnukaumm, B T. 4. 7 MOHOrpacouit M 55 Hay4HbIX
craren.

Pesynbtatel M ux obcyxaenne. B 1990 r.
D.P. Sponenberg et al. nokasanu, 4To Hanuuue unm
OTCYTCTBWe NPU3HAKOB Yy6apoCTH KOHTPONMUPYETCS
annensmMu OAHOTO ayTOCOMHOrO reHa, npu 3ToM
annenb, acCoLMMPOBaHHbIA C HanuumeM vybapoc-
T, HE MOMHOCTBK AOMUHUPYET Hag annenem, KoH-
TponupyLwmMm ee oTcyTcTue [25]. XKMBOTHbIE,
VMetoLLME B FeHOTUNE HEMNOSTHOCTbIO AOMUHAHTHbIN
MyTaHTHbIN anmnenb, AEMOHCTPUPYIOT OAMH U3 Hec-
KONMbKMX BapWaHTOB AenurmeHTaumu: y 4ybapbix
nowagen «pPUCYHOK», opMUpyeMmblii BOSIOCSHBLIM
MOKPOBOM, MOXET BapbUpOBaTLCS OT POCCHINU HEC-
KOMbKWX GenbIX BOIOCKOB Ha Kpyne A0 MoYTH nos-
HoCTbl0 Benoro okpaca Bcero Tena. Kpome Toro,
MOXeT HabntogaTbCA Tak HasblBaemasi nakosast
4anocTb, NPOrpeccupyioLlas ¢ BO3pacTom W yalle
BCEr0 He BNMsIOLLAs Ha NMUIMEHTaLMI0 BOSoC B 06-
NacTh KOCTHbIX NOBEPXHOCTEN roMnoBbl, Ha Geapax
u ronensix. Mpu aToMm, Kak npaBmmo, Ans BCEX Yy-
Bapbix nowagen xapakTepeH psg AONONHUTENb-
HbIX MPU3HAKOB: HEMUIMEHTUPOBAHHAs CKnepa,
nonocatble KOMbiTa, Hanuuue NSTHACTON NUTMEH-
Tauum B 0bnactu aHyca, reHutanui u ryb [23, 24).
Hanbonee y3HaBaema Tak HasbiBaeMas neonap-
noBas MacTb (aHrn.: «leopard coat colour»), xapak-
TEPU3YIOLLAsACA HanmWuMeM Yy nowagu TeMHbIX
OBasbHbIX NATEH Ha 6enoM (hoHE, MOKPbIBAKOLLM
Bonblylo YacTb Tena nowagm (cm. puc. 1). Mos-
TOMY HEMOMHOCTBK AOMWHAHTHBIA annernb, OTBeT-
CTBEHHbIN 3a YybapocTb, Nonyynn Ha3saHue «LP»
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(cokp. ot aHrn.: «Leopard»). Cumeon «LP» 6bino
MPUHATO WUCMOSMb30BaTb AJ11 HEMOMHOCTBHO AOMU-
HAHTHOrO MyTaHTHOrO annens, a CTPOYHbIE BYKBbI
«lp» — ona obo3HaYeHUs peLeccMBHOMO anmnens
aukoro Tuna [21]. B aHrmossbiyHOW nutepatype
BCe pasHoobpasne NATHUCTBIX M KpanyaTbiX (eHo-
TMNOB, acCOLMMPOBaHHbIX C MyTauuei LP, cranu
Ha3blBaTb «neonapaoBbIM  KOMMIEKCOM»  (aHrn.:
«Leopard Complex») [21, 24].

CornacHo D.P. Sponenberg n R.R. Bellone an-
nenb LP nposensetcs B deHoTune B Buae 3 oc-
HOBHbIX MPU3HAKOB, TaK Ha3blBaeMbIX COCTABIISIO-
LMX KOMMOHEHTOB NleonapaoBoro komnnekca. Og-
HWAM W3 Hambonee Nerko MAEHTUULMPYEMBIX KOM-
MOHEHTOB NeonapgoBOro KOMMMeKca CYUTAEeTCs
HanmMume npu poxaeHuu xepebeHka yyactka Tyno-
BMLLA, NOKPbITOTO GenbiM (AENUrMEeHTUPOBAHHbIM)
BOSIOCOM. B cnyyae kpaiHe MUHUManbHOMO Nposie-
NEHNs 3TOT NPU3HAK MOXET NPAKTUYECKN He NPOsiB-
naTbes B oeHotune. C yBenuyeHneM CTenexu Bbl-
PaXeHHOCTU Npu3Haka obnacTb, NOKpbITas 6esnbiM
BOJIOCOM, paclMpsieTcsl, 0XBaTbiBas TEMO XWUBOT-
HOro B HampasneHu c3agn Bneped. pu makcu-
MasnbHOM BbIPaXXEHHOCTU Mpu3Haka obnacTb, Mok-
pbiTas BenbiM BONOCOM, OXBaTbIBAET TENO NoLwaam
MOMHOCTBI0, OObIYHO C COXpaHeHWeM HebosbLIOW
OCTaTOYHOM NUTrMEHTaLuUM BONOC B 0b6nactu ropna,
ronoBbl 1 KOHEYHOCTEN [24].

BTOpbIM KOMMOHEHTOM NEonapaoBoro KOMMek-
ca, cornacHo D.P. Sponenberg u R.R. Bellone,
CYMTAETCs YanocTb (MakoBas 4anocTtb), OTCYTCT-
BylOWas Yy XepebsaT npu poXOeHWW U MosIBISiHo-
ascs ¢ BO3pacTOM. BblpakeHHOCTb yanoctu y
yybapbIX nowagen MOXET 3Ha4YUTENbHO BapbuUpO-
BaTb, ycunmeasch ¢ Bo3pactoM [20]. B HekoTopbIX
cnyyasx 4anoctb y Yybapbix nolagen BblpaxaeT-
CA B BMAe MOSIBIEHUS TaK Ha3blIBAEMOrO «MHES»
(aHrn. «frost»), T. e HebonbLoA Npumeck Genbix
BOMOC, WIN «CHEXHbIX XJIOMbEB» (QHIM. «SNOW-
flake»), 7. e. ckonnenui Benbix NATEH HEBOMbLLLOIO
pasmepa, KoTopble MOryT ObiTb BecnopsgoyHo
pa3bpocaHbl N0 BCEMY Tefly, HO UMEIOT TEHAEHLMIO
cKannueaTbCs, Npexae BCero B ero nepegHei vac-
Th. MosiBneHne ryctoi npumecu Genbix BOMOC B
BMOE «MHES» U KCHEXHDBIX XNOMbEB» YaCTO MOXET
HabntopgaTbcs ogHoBpeMeHHo. lNpu atom, nporpec-
CUpYyst C BO3PacTOM, AaHHbIA NPOLECC MOXeT Mo-
MEHSTb OKpac Tena nowaaun 40 NoYTU NOMHOCTbIO
Benoro. MacTb Takux noliagen NpUHATO Ha3blBaTb
NaKoBO-4anoi (aHrn. «varnish roan») B CBA3M C
TEM, YTO [N HEE XapaKTEPHO Hannume Tak Hasbl-
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BaeMbIX I1aKOBbIX OTMETWH (aHrm.. «varnish
marks») — y4acTKoB, COXpPaHSIOLMX MUTMEHTALMIO,
HabntogaeMbix B HEKOTOPbIX YacTsx Tena: B 06-
nacT ronosbl, LUEW, XomnkW, nnedy, pebep u Be-
[ep, — Kak npasuno, B MecTax, rae koxa pacnono-
KeHa Bnvxe K KOCTHbIM noBepxHocTaM. VHoraa y
NakoBo-YanblX fowagein MoryT nosiBNsTLCA Men-
Kne TEMHble NSTHA HenpaBUIbHON POPMbI — Kpan-
yaTocTb (aHrn.: «Speckled patterny) [24].

leonapposble NATHa, ABNSSICL TPETLUM KOMMO-
HEHTOM J1leonapfoBOro KoMnnekca, NpeacTaBnsoT
coboi oKpyrmble WK NpoLoNroBaThle NATHA, pas-
OpocaHHble Ha y4acTkax Tena, MOKPbITbIX 6enbiM
BONOCOM. 4acTo pucyHOK, hopMmupyeMbin Npoaos-
rosatbiMW N1eOnapaoBbIMX NATHAMK, COOTBETCTBYET
HanpaBneHuo pocTa Boroc. Jleonapaosble NsATHA
MOryT Takke HabnaaTbCs Ha MUIMEHTUPOBAHHbIX
yyacTkax B BUAE rMneprnurMeHTMPOBaHHbIX TEMHbIX
naTeH Ha Bonee cBeTnom ¢oHe. Konnyectso neo-
NapAoBbIX NATEH 3aBUCUT OT YnCra KOMWIA annens
LP B reHoTMne nowagu — Hambonbluee WX KOMu-
4ecTBO HabntoaaeTcs y reteposurot [24].

OBbI4HO MacTb noLiaan MOXET LEMOHCTPUPO-
BaTb COMETaHME ABYX UMW TPEX BbilUenepevncreH-
HbIX KOMMOHEHTOB 1EONapAOBOr0 KOMMIeKca, Han-
pumep Hanuumne benoro yyacTtka B obnactu kpyna ¢
neonapaoBbIMA MATHAMKU (MATHUCTLIA Yenpak) u
Hanuyne 3HauuTenbHON npumecy Benbix BOMOC Ha
MUrMEHTUPOBAHHBIX yyacTkax. [pu 3ToM CTeneHb
BbIP@XEHHOCTU B (DEHOTUME Kaxaoro M3 KOMMO-
HEHTOB NeonapoBOr0 KOMMIeKca MOXET 3Hayu-
TENbHO BapbMpOBaTb OT MOSHOTO OTCYTCTBUS B
(heHoTUNe [0 KpanlHe SpKoro nposienenus. [pu
9TOM 4acTO MacCTb MOXET MEHSITbCA B TEYeHue
KU3HU fowaaun, 0CoBeHHO B Criyyae MOSIBMEHMS
BbIpaXeHHO Yanoctu. HekoTopble nowagmn umeroT
nNpu3Hak1 4y6apocTu Npu poXAEHUA, U UX MacTb
COXpPaHSeTCs OTHOCUTENbHO MOCTOSIHHOM Ha Mpo-
TSDKEHWUW BCEI XM3HU, 33 UCKITKOYEHNEM MOSIBIEHMS
[ONONHUTENbHBIX Y4aCTKOB HEOOMbLION YarnocTh B
BUAE HE3HAUUTENbHOW NpUMecK Berbix BOSOC, B TO
BPEMS KaK Apyrve nowagn poxaatorcs 6e3 SBHbIX
NpW3HakoB 4yBapocT WK C KakuM-nmbo OfgHUM
NMPU3HAKOM B MUHWMANbHOM NPOSIBMIEHUM, HO C
BO3paCTOM KapAuHarbHO MEHSIIOT MacTb, rMaBHbIM
00pa3om 3a CyeT NOSIBMEHWS 3HAYUTESTBHON Npu-
MecK B BOMOCSHOM MOKpoBe Gernbix BOMOC B BUAE
«CHEXHbIX XMOMLEB» M NakoBOW Yanoctu [24]. Han-
puUMep, y NoLaam, MMeBLLEN XepebeHKoM Yenpak ¢
neonapgoBbiMi MATHAMKM, HA MUIMEHTUPOBAHHBIX
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yyacTkax Tena MoxeT HabmogatbCs nporpeccy-
pyloLLas ¢ BO3PaCTOM YanocCTb C Kpan4yaTocTbio, B
pesynbTaTte Yero OPMUPYETCS PEHOTUM, CXOXUNA
C NeonapzoBo MacTbHo.

B kpaiiHe MMHUMAanbHOW CTENEHN BbIPaXEHMS B
(heHoTUNe NoLaay Npu3HaKki neonaphoBoro KoM-
nnekca MOryT BbIMA4eTb Kak KpanyatocTb B BUae
HEBONbLUMX TEMHbIX NATHBILIEK HA AEenNUrMEeHTMpPO-
BaHHO koxe B obnacTu ryb, Bek, aHyca u reHuta-
nuin. YacTo KpanyaTocTb KOXM [OMOSHAETCA Taku-
MW XapaKTepHbIMU Npu3Hakamu, kak 6enas cknepa
rna3 u KomblTa C BEPTUKaNbHbIMKA Nonocamu nur-
MEHTUPOBAHHOrO M CBETNoro Tpybyatoro pora
(puc. 2) [24].

OgHum 13 Hambonee pacnpoCTpaHEHHbIX Ba-
PUaAHTOB (PEHOTWMA, KOHTPONMPYEMOro annenem
LP, cuntaetcs yenpayHas mactb (aHrn.. «blan-
ket»), xapakTepusytLLascsa Hanuunem y nowaau
Npu POXAEHUM y4acTka, MOKPbITOro GenbiM BOMO-
com, B obnactu kpyna, 6egep, NOSCHWLbI U CMMHbI
(puc. 3). Pasmep u puCyHOK Yenpaka Xxapaktepu-
3YKTCS WMpoYanilen BapuabenbHOCTbIo, Hanpu-
mep D.P. Sponenberg v R.R. Bellone Bbigensitot 6
€ro pasnuyHbIX BapuaHToB. B camom muHWManb-
HOM MPOSIBNIEHNN MPU3HAK XapaKTepu3yeTcs Hanu-
YneM y noLiaan npu poxaeHun 6enbix NATEeH Ha
Kpyne, nnowagb Kotopblx He npesbiwaet 10 %
obwen nnowaau Tena. Takom (HEHOTMN OMUChI-
BAeTCA B aHrNosA3bIYHON nuTepaType Kak «white
spots over hipsy». TepMUHOM «KPY)XEBHOW Yenpak»
(aHrn. «lace blanket») HasbiBalT Genbie nATHA,
nnowage kotopbix coctaenset ot 10 go 20 % o6-
wei nnowaan tena. GeHoTUN C KPYXEeBHbIM Yen-
paKoOM XapaKTepusyeTcs HepaBHOMEPHbIMW Aenur-
MEHTUPOBaHHLIMM NATHAMW Ha Kpyne noLiagu, Ko-
TOpble BbIMAAAT Kak u3siHoe Gernoe Kpyxeeo Ha
bonee TeMHOM OCHOBHOM (boHe (puc. 4, A) [24].
Benbin venpak (aHrn.: «white blanket», a Tarkke
«snowcap blanket») B OTnMYME OT KpYXEBHOrO
yenpaka npeacTaBneH B BiAe LOCTAaTOMHO 06LmMp-
HOWM cnrowwHoi Bernoit obnactu ¢ 3axsaTom Kpyna,
Begep 1 nosicHUUbl nowwaau, nnowaabio ot 20 go
40 % ot obweit nnowaau Tena nowaau. MsaTHuc-
ThIh Yenpak (aHrn.: «spotted blanket») xapakrepu-
3yeTcs Hanmumem pasbpocaHHbIX Ha HeM neonap-
[0BbIX NATeH (puc. 4, b). bonbLuon 6enbin Yenpak
(anrn.: «large white blanket» u GonbLon nATHUC-
Tblil Yenpak (aHrn.: «large spotted blanket» otnu-
yatotcs 6onblummn pasmepamu — ot 40 go 60 %
obuwie nnowaam Tena nowaau (puc. 4, B) [24].
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Puc. 2. Anmalickasi nowadb ¢ Kpan4amocmbio Koxu, 6eoll cknepol ana3 u npumechro 6erbix 8010C
8 8Ude CHEXHbIX X/10Nbes Ha 8bicmaske «3kaupoc-2005» e Mockee (homo asmopa)
An Altai horse with mottled skin, white sclera, and snowflake pattern
at the Equiros-2005 exhibition in Moscow (photo by the author)

Puc. 3. Anmalickasi kobbina Yyybapol (YenpayHol) Macmu Ha 8bicmaske «Jkeupoc-2004»
8 Mockse (¢pomo asmopa)
An Altai mare with large spotted blanket pattern at the Equiros-2004 exhibition
in Moscow (photo by the author)

Neonapposas mactb (aHrn.: «leopard») — ato
pasHOBMOHOCTL Yybapoir MacTu y nowagew,
WMEBLIMX NPU POXOEHUM Hambonee OBWMPHbIN
yyactok 6enoro useta nnowgagsto ot 80 go 100 %
ot obwei nnowaau Tena (puc. 4, IN. Y nowagei
neonapaoBoi MacTi Ha 6enom (oHe BuaHa poc-
CbiNb NeonapAoBbIX NATeH. PasnnyaioT Takke Ma-
NONATHUCTYI0 NeonapgoByld MacTb (aHrn.: «few
spot leopard»), xapakTepHyld Ans roMO3WrOTHbIX
HocuTenen annens LP n otnuyatoLytocs otcyTeT-
BMEM WM KpaiHe OrpaHWYEHHbIM KONMWYECTBOM
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neonapaoBbiX NATeH. Y GOMbLUMHCTBA nolwagen
neonapaoBol M Mano-nNATHUCTON  fleonapaoBoi
MacTel COXpaHSITCS Y4aCTKM NUTMEHTUPOBAHHOMO
BOMoca B 06/1acTu rofnoBbl W LUEK, 3a NOKTEM U Y
KOJEHHOrO CycTaBa [22, 24].

MacTb nowageit, UMEBLINX MPU POXAEHUM
yyacTok 6enoro Leta pasmepom ot 60 go 80 % ot
obuleit nnowaaun Tena, B aHrMosA3bIYHON NnUTepa-
Type knaccuduumpyetcs kak «near leopardy, T. e.
Br3kas kK neonapoBon [24].
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Puc. 4. XXepebsma ¢ npusHakamu nieonapdo8020 KoMNiieKca Ha 3KChepuMeHmarbHOU KOHIOWHe
BHWW koHesodcmea: A — KpyxesHol Yenpak; b, B — yenpayHas Macme,; [ — neonapdogas macmb
(oomo asmopa)

Foals with the leopard complex patterns at the experimental stable of the All-Russian Research Institute
for Horse Breeding: A — lace blanket; b, B — blanket; I — leopard coat colour (photo by the author)

MacTb nowagn MOXeT AEeMOHCTPUPOBaTb KOM- MM NATHaMK, @ TaKke Hannyue y4acTkoB C npume-
OuHaLMi0 BCEX XxapaKTepHbIX MPU3HAKOB Neonap-  Cbto 6erbix BOMOC B BUAE MHES U CHEXHBIX XTOMbEB
[OBOTO KOMMJIEKCA: Hanuuue YeTKO BbIpaXeHHoW  (puc. 5).

Kpan4yaTocTu koxu, Benbiii Yenpak ¢ neonapaosb-

Puc. 5. KombuHayus pa3nuyHbIx npusHakos 1eonapdoso2o Komniekca ((homo asmopa)
Combination of different patterns of the leopard complex (photo by the author)
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Bnuaxue mytauum LP He orpannymsaetcs u3-
MEHEHUAMIU MacTu folwagen, OHO Takke CBA3aHO C
fonee BbICOKMM PUCKOM HapyLUEHUS (yHKUMIA Op-
raHOB 3peHUs. Y amepuKaHCKUX MUHUATIOPHbIX
nowagen 1 y nowagen nopoasl annanysa, UMeto-
LLMX FOMO3UrOTHbI reHOTUN no annento LP, Bctpe-
YaeTCcs BPOXAEHHas CTalMoHapHas HoYHas creno-
Ta (Congenital stationary night blindness — CSNB) —
HacneacTBeHHoe 3aboneBaHve, Bnusiollee Ha
3peHue noLagen B YCroBUSX HU3KOM OCBELLEHHOC-
M [26-28]. Takke psg UccnedoBaHWA nokasanw,
4TO NOLAaaMW, roMO3UroTHble No annento LP, noa-
BEPXEHbI BONbLUEMY PUCKY BO3HWUKHOBEHMUS peLu-
ovsupyrowero yseuta (Equine recurrent uveitis —
ERU), aBnsioLerocst OCHOBHOM NPUYMHOMN CRenoTbl
y nowagen [29-31]. OTmeyeHo, 4TO Nowaam nopo-
Obl annanysa vaile, Yem nowagu Apyrux nopog,
CTpajanT peLuavBUpYIOLLMM YBEUTOM B (hopme
CnaboBbIPaKEHHOTO XPOHUYECKOTO BHYTPUIMA3HOro
BocnaneHus [32, 33].

WHTepecHo, 4TO MyTaHTHble BapuaHTbl psda
EHOB, KOHTPONMUPYIOLWMX MUTMEHTALMIO Y AOMaLL-
HWX KMBOTHbIX, 00ragalT NnenoTponHeIMA 3g-
(hekTamu, NPUBOASLLMMM B TOM YKUCrE K HapyLue-
HWAM 3pEHNs, Cryxa U HEMPOHHOM aKTUBHOCTY [34,
35]. TakK, LUIMPOKO M3BECTEH NEeTasbHbIA CUHOPOM
Benbix xepebsat (The lethal white foal syndrome) —
BPOXOEeHHas aHoManus, obycnoBneHHas roMosu-
FOTHOCTBbKO MO MyTauuW, CBS3AHHOW C MEroCTbIO
rowazen no Tmny «overoy, Npu KOTopoi Benopox-
[eHHble xepebsTa cTpagaloT OT KULIEYHOW Henpo-
XOAMMOCTH, NPUBOASALLEN K NeTanbHOMY UCXOAY B
TEYEHWe NepBbIX HECKOMbKUX AHen xu3uu [36, 37].
CuHopom naBaHpoBbix xepebsar (Lavender Foal
Syndrome) npefctaBnset cobon Hacnegyemoe no
ayTOCOMHO-PELIECCHBHOMY TuWMy feTanbHOe Hac-
neAcTBeHHoe 3aboneBaHue, BCTpevarolleecs Y
apabckux nowagen ervnetckux nuHuin [38]. Cun-
LPOM BbI3BaH TFEHETUYECKOM MyTauuen B reHe
MYOSA v xapakTepusyeTcsi 0CBETNIEHHO (NaBaH-
[0BOM) MacTblo, TSKEMbIMA HEBPONOMUYECKUMM
HapyLeHuamu n cygoporamm [39]. B cBsa3m ¢ Ta-
KECTBK CUMNTOMOB 6OMbHbIX XepebsT, kak Npasu-
10, NnoABepratT 3BTaHa3uK BCKOpEe Nocne poxae-
HWs [22]. CHOPOM MHOXECTBEHHbBIX BPOXAEHHbBIX
aHomanui rnas y nowagen (Equine Multiple Con-
genital Ocular Anomalies syndrome) — Hacrneacr-
BEHHOoe 3aboneBaHue, BCTPevaloLleecs npeumy-
LLIECTBEHHO Y XMBOTHbIX, SIBMSAOWMXCA FOMO3UIOT-
HbIMW HOCUTENAMM MYTaHTHOrO BapuaHTa reHa
PMEL17, Bbl3blBatOLLErO OCBETNEHME MacTW 3a
CYET NOAABMIEHUS CMHTE3a NMUTMEHTa 3dyMenaHuHa
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[40-42]. CtpykTypHble u3meHeHus B reHe MITF
(melanocyte inducing transcription factor) moryt
ABNATLCA MPUYMHOW NOSBIEHUS NErocTu Mo Tuny
«splashed white», a Takke rnyxotbl U ambpuno-
HarnbHOW NeTanbHOCTM y nowagen [43].

[MPUHATO cymMTaTh, YTO NNENOTPONHblE hdek-
Tbl Urpanu BaXHY POfb B 3BOMKOLMM MIIEKONK-
TaloLWMX. YCTAHOBMEHO, YTO reHbl, AEMOHCTPU-
pylOLLME BbICOKUA YPOBEHb NNENOTPONUK, Xapak-
TEPU3YIOTCS LUMPOKOW 3KCNpeccuen B TKaHAX opra-
HW3Ma W y4acTeM BO MHOTUX Bruonornyeckux npo-
Lieccax, a Takke Haxogsatcs nog 6onbwum Aasne-
HWeM oTpuuaTtensHoro otbopa, YTo CBUAETESNbCT-
BYET O 3HAYMMOI PONK NNENOTPONHbLIX 3DPEKTOB B
apantauuv Buaos [44].

[1NenoTPONHOCTL MYTAHTHOMO BapuaHTa rewa,
OTBETCTBEHHOTO 3a MacT¥ IeonaphoBOro KOMMIIEK-
ca, YKasblBana Ha ero yyactue B psige buonorunyec-
KWX NPOLIECCOB, TEM He MeHee nokanusauus myTta-
um LP ponro octaBanacb Heus3BeCTHoOW [45].
B 1990-x rr. uccnegosarenu nony4unm SOCTaToyHo
9((HEKTUBHbBIA MHCTPYMEHT ANS NpOBeAeHUs Kap-
TUPOBaHMS reHoMa nolaan bnarogapst OTKpbITUO
MUKPOCATENNUTHBIX MOCNeLOBaTeNbHOCTEN B €€
OHK [13, 46, 47]. Yxe B Havane 2000-x rr. 6binu
NPEANPUHATBI NONbITKA KapTUPOBaHWA MyTauum LP
B reHOMe floWwagn C WUCnosb30BaHWEM MUKpOCa-
TENNUTHBIX MapkepoB. NepBoHaYanbHO B Ka4eCTBe
kaHauoaToB paccmatpueanuch reHol KIT (Pro-
tooncogene c-KIT), MGF (mast cell growth factor) n
MITF (melanocyte inducing transcription factor),
MyTaLu1 B KOTOPbIX CBSA3aHbI C pasfinyHbIMK op-
Mamu AenurMeHTauun y mnekonutawwmx. B pe-
3ynbTaTe reHeTUYECKOro TECTUPOBAHWS W aHanu3a
rpynn cuennieHnst B CeMbsix NonycmbcoB no oTLOB-
CKOW JIMHWW, COCTOSIBLUMX W3 TETEPO3UrOTHBLIX MO
annento LP xepebLoB 1 NOTOMKOB, NOMYy4YEHHbIX OT
maTepeir 6e3 npusHakoB npucytcTeus LP, Bbina
WcKnoYeHa npuyactHocTb reHos KIT, MGF n MITF
K MyTauum LP, accoummpoBaHHOM C MacTsmu feo-
napgosoro komnnekca [48, 49]. BaxHedwum wa-
TOM K MOEHTU(MKALWUW reHa, OTBETCTBEHHOTO 3a
yybapyto MacTb, CTanu pesynbTaTbl FEHOMHOMO
kapTupoBaHus, onybnukoBaHHble B 2004 r., noka-
3aBwwe, 4to MyTaums LP nokanusoBaHa Ha 1-i
XpOMOCOME NIOLaAN B MHTEpBAre MexXZy MUKPO-
catennmtHeiMi niokycamn ASBO8 n 1CA43 [50].
B kayecTBe 0HOrO M3 BO3MOXHbIX rEeHOB-KaHAMAa-
TOB ObIN ONpeaeneH pacrnonoXeHHbl B 9TON 06-
nactn reH TRPM1 (transient receptor potential
cation channel, subfamily M, member 1).
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B 2008 r. R.R. Bellone et al. meTogom konuyec-
TBeHHoW [P B peanbHOM BpemMeHM BbISIBUNK 3Ha-
ynTenbHOe CHWKEHWe akcnpeccun reHa TRPM1 B
ceTyaTke rma3 1 Koxe y nowasgen, roMo3vroTHbIX
no mytauuu LP [27]. ABTOpbI NpWLWNK K BbIBOAY,
4TO CHWXeHue akcnpeccun reHa TRPM1 B ceTyat-
Ke rra3 u KOXe MOXET U3MEHSATb CUrHasbHble NyTy
OMNONAPHBIX KNEeToK, a Takke (PYHKUMIO MenaHo-
LUMTOB, TEM CaMbIM BbI3blBas Y NoLLaZen Kak BpoX-
[EHHYI0 CTaLMOHAPHYI0 HOYHYIO CrenoTy, Tak u ae-
MUrMEHTaLMIO N0 TUMY N1eonapA0BOro KOMMIIEKCa.

MMocnegytowme MoneKkynspHo-reHeTU4eckune uc-
cnepoBaHus Bbin CoCpefoTOYEHb! Ha MoUcKe no-
numopcuamoB B 06nactv reHa TRPM1, cBf3aHHbIX
C npu3Hakamn rneonapgoBoro Komnnekca [51].
B koHue 2010 r. Bbilen B CBET cnewuumanbHbii (J0-
MOMHUTENbHBLIN) BbIMYCK XypHana «Animal Gene-
tics», nsgasaemoro MexayHapogHbiM 06LLeCcTBOM
reHeTukn *uBoTHbIX (ISAG). Bbinyck Gbin noces-
LieH Haubonee akTyarnbHbIM W NepesoBbIM uccre-
[0BaHMAM B 061actv reHeTuku nowaau. B nybnu-
kaumm R.R. Bellone et al. Bbina npefcraeneHa nH-
opmaums 0 Tpex OLHOHYKNEeOTUAHbIX MOIMMOop-
¢usmax  (ECA1  ¢.108281765T>C,  ECAT1
9.108288853C>T u ECA1 g.108337089T>G), non-
HOCTbIO aCCOLMMPOBAHHBIX Kak C MacTaMu neo-
napaoBoro KoMnnekca, Tak W C BPOXAEHHOW CTa-
LIMOHApHON HOYHOW crienoTton nowapen [52]. Oga-
HaKo aBTOpbI CTaTbM Mpeanonaranu, YTo, BEpoOsT-
HO, OBHapyXeHHble OAHOHYKNEeOoTUAHbIE NOMMMOp-
(PM3Mbl NMKLWb CRyYalHO accouMMpoBaHbl C NpuU3-
HakaMu NeonapaoBoro KOMMIeKca u He SBRSKTCS
MPWUYUHHBIMK MyTaLMAMU. TeM He MeHee oboit n3
atux SNP wmor ucnonb3oBaTbecst B kavectse [JHK-
TecTa Ha MacTu fleonapAoBoro KOMMeKca u BPOX-
OEHHYI0 CTaLMOHApHY HOYHYK CrenoTy Jo Tex
nop, noka MpuyuHHas MyTauus He ByaeT uaeHTu-
uvumpoBaHa unu nogTeepxaeHa [53].

Hakoney, B 2013 r. R.R. Bellone et al. coobwyu-
nm 06 uaeHtugukaymum B uHTpoHe 1 reHa TRPM1
nHcepunn anuHon 1378 n.H. (ECA1:9.108297929_
108297930ins1378),  npencTasnsBlwen  coboi
AJMHHBIA KOHLLEBOM MOBTOP PETPO3NEMEHTA 3HAO-
reHHoro petposupyca Il knacca [54]. Ans nog-
TBEPXOEHUS NOMHOW accoumaumn oBHapyKeHHON
UHCcepuuu ¢ reHoTunom LP v BpoXaeHHoW cTaumo-
HapHOW HOYHOW CrenoToi 6bINo NPOBEAEHO TeCTU-
poBaHue MeToAoM annenb-cneyuduyHon MLUP 511
nowagei cemu nopog, CerpervpyroLmx no ¢eHo-
TUNY MacTel NeonapaoBOro KOMMMekca, a Takke
43 nowagei ¢ NoATBEPXOEHHbIM AMArHo30M Mo
BPOXOEHHON CTaLMOHAPHOW HOYHOW cnenote. As-
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TOpamu uccnefoBaHus Gbino NokasaHo, YTO ANWH-
HbI KOHLIEBOW MOBTOP 3HOOMEHHOTO PETpOBUMpYCa
HapyLlaeT TpaHckpunumio reHa TRPM1 npexge-
BPEeMEeHHbIM NonuaLeHnIMpoBaHneM.

CrepyeT OTMETUTb, YTO GHOOTEHHbIE PETPOBM-
pyCbl NPEACTaBNAT CoBON (pparMeHTbl reHOMOB
WHC(EKLMOHHBIX PETPOBUPYCOB, KOTOPbIE WMHTErpu-
pOBanNCb B reHOMbl MNEKONUTAILLMX BCEACTBUE
WH(ULMPOBAHUS  PETPOBUPYCOM  3apOfblLLEBbIX
KNeToK Xo3sMHa (T. €. CnepmaTo3ouaoB, auLekne-
TOK UMW paHHEro aMbpuoHa) 1 cTabunbHO Hacne-
pyroTcs [55]. [eHOMbI COBpPeMEHHbIX MekonuTato-
WKMX COAepXaT ThiCAYM MocnefoBaTeNlbHOCTEN,
MOSyYeHHbIX OT PETPOBUPYCOB, KOTOPbIE MOMWUMO
MacCUBHbIX TEHOMHbIX 3IIEMEHTOB MOTyT Wrpatb
BaXXHY0 POSib B (POPMUPOBAHUM IBOMOLMM FeHOMa
X039MHa MOCPEACTBOM  CMOXHbLIX  MEXaHW3MOB,
BKMIOYAIOLWMX TEHETUYECKNe MHHOBALMM, UMMYHO-
MoZynauuMo 1 agantaumo BugoB [55]. MpucyTtct-
BYS B TeHOMaXx YeroBeka W XXUBOTHbIX, S3HOOTEHHbIe
PETPOBUPYChI MOTYT BNWUSATbL HA CBOMX XO35€B MOC-
PeLCTBOM NpeAoCTaBMEHNS TEeHOB, UCMOMb3YeMbIX
reHOMaMW X035ieB AN BbINOMHEHWS KaKux-nnbo
cusnonorndecknx yHkumin. bonee ToOro, gaxe
nocrneaoBaTenbHOCT SHAOTEHHBIX PETPOBUPYCOB,
He KoaupytoLme Genku, MoryT urpatb BaXHyo ¢u-
3MOMOrNYECKYH0 POSib, HANPUMEP OKa3blBas Cyluec-
TBEHHOE BNWSIHUE HA PErynauuio aKkcnpeccuu re-
HOB [96].

OyeBMAHO, YTO 9BOMKOLMS TEHOMOB MIIEKOMM-
Tawwwmx (opmMmupoBanacb BO B3aMMOLEWNCTBUW C
SHOOreHHbIMK peTpoBupycamu. Mpu 3TOM peTpo-
BUPYCHbIE WHCEPUMM, KOTOpblE NWWb HEe3HauW-
TENbHO BpPEedHbl WM CENEeKTUBHO HeWTparbHbl,
Mornm BbiTb 3apMKCMPOBaHbI B MONYNALMAX CIy-
yanHo. OfHaKo HEKOTOpble U3 HWX, NO-BUAUMOMY,
Oblnmn 3athuKCMpOBaHbl B CBA3WN C WX CENEKTUBHbI-
MU MPeUMyLLecTBamMm, CBA3aHHbIMW C BbIMNOMHe-
HUEM BaXHbIX uamonorndecknx GyHkumin [56].
A3BECTHO, YTO SHOOrEHHbIE PETPOBUPYCHbIE AMWH-
Hble KOHLEBble MOBTOPbI MrpatoT LEeHTpanbHYHo
POSib B BUPYCHOM PennvkaLum, UHTErpaLmm u aKkc-
Mpeccun reHoB, NOCKOMbKY OHW COAepXaT aneMeH-
Tbl PErynsaLmum TpaHckpunumm [54].

Takum 06pa3oM, MHCEPUMS B MHTPOHE 1 reHa
TRPM1, npeactaBnstowas cob0on LMHHBIA KOH-
LLeBOW MOBTOP PETPOBMPYCA U CBA3aHAHHAs Kak C
(DEHOTUMNOM NUTMEHTALWNW, Tak U ¢ 3aboneBaHnem
rnas y nowagen, sIBNSETCS OQHUM U3 MPUMEPOB
BMUSHWS PETPOBUPYCOB Ha 3BOJOLMIO BUOOB NOC-
PELCTBOM W3MEHEHWI PErynsauuu reHoB, Kak npa-
BMNO, 32 CYET LMC-OEeNCTBYIOWMX nocnesoBaTtenb-
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HOCTEN, KOTOpble (DYHKLUMOHMPYIOT Kak anbTepHa-
TUBHbIE NPOMOTOPbI UM HOBbIE CUrHanbI Nonuaae-
HUMPOBaHMA [54].

C uenblo ycTaHOBMEHUS Bo3pacTa MOeHTUU-
UMpoBaHHOW Yy u4ybapbiX JOWagen MHcepumm
R.R. Bellone et al. npotectupoBanu ¢ ucnonb3osa-
Huem TexHonornn NGS Bocemb apeBHUX 06pa3LioB
[HK, koTopble nnbo paHee Gbinn TMIMPOBAHDI MO-
NOXUTENbHO MO  OJHOHYKNEOTUAHOMY MOMIUMOp-
uamy (SNP), cBsisaHHOMY C neonapaoBbIM KOM-
NnekcoM, Nbo CYNTannUCb XOPOLLO COXPaHMBLLM-
mucs obpasuamu [54]. MHcepums Gbina obHapyxe-
Ha B Tpex WuccrnegoBaHHbIX obpasuax, npuyem
OOMH 13 3TMX 0bpasos aatuposancs 14-15 Teic.
net 0o H. 3. MonyyeHHble pe3ynbTaThl NO3BONNIMN
aBToOpaM NpeanonoXuTb, Y4TO OBHapyXeHHas UMK
PETPOBUPYCHAs MHCEpUMS SBRSIETCH  OpeBHeN
CTPYKTYpPHON BapuaLumen, MOSIBMBLLENCA B TEHO-
(boHZe nowiagen 3a8onro 4o Ux OLOMalLHMBaHWS
W COXpaHsIBLUENCS B NOMyNALMSX He MeHee 17 ThbiC.
neT, BEPOSATHO, obecrneunBas HEKOTOPOE Cenek-
TUBHOE MPUMYLLECTBO B NPOLLAOM [54].

MacTu neonapgoBoro komnnekca 6bliv gocta-
TOYHO MONYNSPHBIMKA (heHOTUNaMU Cpean AoMalu-
HWUX noLaZen ¢ OpeBHUX BpeMeH. Tak, B xoge re-
HETWYECKOTO TECTUPOBaHUS OCTAHKOB [OMAaLLHWX
nowagein n3 Kolipknapenu-Kannureunt (Typuus),
patmpyembix 2700-2200 rr. o H. 3., 6bino obHa-
PYXEHO BOMbLIOE KONMYECTBO HOCUTENEN MyTaLuu
(6 n3 10 uccnenoBaHHbIX 0cobeit), BKMOYas OaHy
romosurorty [57].

MacTu neonapaoBoOro KOMMMEeKca BCTPeYaloTCs
B HECKOJIbKMX COBPEMEHHBIX NOpoAax LOMALUHMX
nowagen W xapakTepusylTcs npexae Bcero fe-
nUrMeHTaumen n ocobbiM y3opom 6enbix NsATEH,
KOTOpble, KaK MpaBuio, CUMMETPUYHBI U COCPeno-
TOYEHbI Ha kpyne n Begpax. OgHako pasmeps! fe-
NUrMEHTUPOBAHHbLIX 0bnacTen pasnuyakTcs U Mo-
ryT BapbMpOBaTbHCA OT HECKOMbKMUX Genbix NATHbI-
LWEeK Ha Kpyne 40 MOYTU MOSMHOCTLIO Benoi macTtu
[24]. Wrpas kntoyeByo ponb, myTauus LP B reHe
TRPM1 npuBoauT K NOSIBNEHUIO YHWUKANbHbLIX Ba-
PUAHTOB AEnUrMeHTauuu y nowagen, npu 9ToMm
Opyrue reHeTuyeckne (akTopbl OTBEYalT 3a W3-
MEHEHWE CTENEHW BbIPAXEHHOCTU AenUrMeHTalum
y HocuTenen annens LP. B cBasn ¢ atum cpeau
nowapen-Hocutenen annensa LP Habniopaertcs
TaKoe LWMpoKoe pasHoobpasne Bapuauuin heHoTu-
MoB Mo MacTy.

B 2016 r. H.M. Holl et al. npeacraBunu gokasa-
TEeNbCTBa CyLLEeCTBOBAHWUS OCHOBHOTO MOAW(ULI-
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pylowero  paktopa, MOMy4MBLUErO  Ha3BaHWe
Pattern 1 ¢ gomuHaHTHEIM annenem PATN-1, npu-
CYTCTBME KOTOPOrO 3HAYUTENIbHO Koppenupyet ¢
bornee OBWIMPHBIMKA yyacTkamn LENUTMEHTALMM Y
yybapbIx nowagen. bbin BbISBNEH OJHOHYKNEO-
TUAHbIA NONMMOPGU3M B 3'-HeTpaHcnMpyemoit 06-
nactv rena RFWD3 (Ring Finger and WD repeat
Domain, ECA3:23658447T>G), accoLumpoBaHHbIN
c annenem PATN-1. Kak npasuno, y nowagen,
UMEoLMX B reHoTUNe coveTaHue annens LP ¢ Ba-
puaHtom PATN-1, npu poxaeHuu genurMeHTalmen
oxeayeHo bonee 60 % moBepxHOCTW Tena, XOTH
9Ta accouuaums 1 He SBNSeTCs NonHoum [58).

OT6op N0 MacTh ¢ Lenbto NONy4YeHNs noLiagen
C SIPKO BbIPAXEHHbLIM NeonapaoBbIM PEHOTUNOM —
OfHa M3 LeHTpanbHbIX Leneil pasBefjeHns aBCT-
puckon nopogbl Hopukep [59, 60]. MeHoTMNMpOBa-
Hre 191 nowagm nopofbl HOpUKEP NeonapLoBOK
macTtn no mapkepam LP un Pattern 1 nokasarno, 4to
97 % W3 HUX BbINK reTepO3UrOTHBIMM NO MyTaLMK
LP 1 umenu no kpainHen Mepe OAHY KON annens
PATN-1, nogreepamB, 4TO reTepo3UroTHOCTb MO
nokycy LP B coyeTaHuu ¢ Hanmunem SOMUHAHTHO-
ro mogndukatopa PATN-1 npuBogut K npeanoyTu-
TEMbHOMY XOPOLLO BbIPXEHHOMY NEONapA0OBOMY
teHoTuny [61]. G. Grilz-Seger et al. uccnegosanm
BNusiHWE 0TOGOpa MO MacTW, aHanu3npys nepekpbI-
BalOLLMECS FOMO3UIOTHbIE PEernoHbl (Tak HasblBae-
Mble ocTpoBa ROH) B nonynsauum nowagen nopo-
Obl HOPUKEP, W BbISICHANN, YTO MAEHTU(ULMPOBaH-
Hble ocTpoBa ROH cogepxanu kak reHbl, CBsi3aH-
Hble C pa3MepoM Tena 1 NUrMeHTaumen Bonoc, Tak
n ¢ daktopom PATN-1, 4TO CBMOETENBLCTBYET O
CYLLECTBEHHOM BIISHWM HanpaereHHoro otbopa
no heHOTUMY XOPOLLO BbIPAXEHHOW NeonapLoBom
mactu [62]. B nopoge Hopukep B MIiEMEHHbIX Lie-
NAX He MUCMOMb3YKTCA NoWaau, UMEKOLLME reHoTU-
Mbl, aCCOLMMPOBAHHbIE C HEXenaTenbHbIMU Mac-
TAMM, TaKUMW Kak neonapgoBas ¢ ManbIM Konnyec-
TBOM nsiTeH (reHotun LP/LP PATN-1/-) unm yen-
payHas (reHotun LP/- patn-1/patn-1). Takas nHTeH-
CMBHas cxema oTbopa OObACHSIET BbICOKY pac-
npocTpaHeHHocTb reHoTunos LP/lp PATN-1/PATN-1
n LP/lp PATN-1/patn-1 cpeau 4ybapbix nowagei
nopogp! Hopukep [61].

3aknoyeHue. K HacTosiLemy BpeMeHu UoeH-
TUUUMPOBAHO ABa NOKyca, MyTauuum B KOTOPbIX
accounMpoBaHbl C KOHTPONEM BapuabenbHOCTH
MacTen neonapAoBOr0 KOMMMekca y [AOMAaLUHMX
nowwazaen: HenonHOCTbH AOMUHAHTHBIN MyTaHTHbIN
annenens LP  (ECA1:9.108297929_108297930
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ins1378) N QOMWHAHTHBLIN MOAUMULMPYIOLWMA an-
nenb PATN-1 (SNP ECA3:9.23658447T>G). Bax-
HO OTMETWUTb, YTO, KaK NpaBusIo, TOMbKO reTeposu-
rOTHOCTb No annento LP B coveTannn ¢ Hannuvem
B reHOTUNe NoLaan JOMUHAHTHOTO MoaudukaTopa
PATN-1 npuBogut K npeanoyTuTeNisHOMY XOpOLLO
BbIpaXeHHOMY (DEHOTUMY neonapgoBOM  MacTw.
MyTauns LP sBnsetcs OCHOBHbIM (pakTopoM, on-
pefensiowym  Hanuune pasnnyHbIX BapUaHTOB
AenurMeHTauuu, Habnogaemon y vybapelx nowa-
aen. lpu 3TOM reTeposnroTHble nowaam (C reHo-
Tunom LP/Ip) oBbl4HO AEMOHCTPUPYIOT Knaccuyec-
KWe BapuaHTbl Yybapon MacTv B BWAe neonapgo-

BbIX NATEH Ha 6enoM PoHe 1N Yany mMacTb. Xa-
paKTep U UHTEHCUBHOCTb MPU3HAKOB AenurMeHTa-
UMM MOTYT 3HAYUTENBHO BapbUPOBATLCS B 3aBUCH-
MOCTU OT [OMOMHUTENbHbIX FEHETUYECKUX (PaKTO-
poB. [OMO3nroTHble nowwaaw (reHotun LP/LP), kak
npaBuno, AeMOHCTPUPYOT Bornbluyo CTeneHb Ae-
nurmeHTauun. B To Bpems kak annenb LP wrpaet
LieHTpanbHy ponb B NOSIBNEHUM NPU3HAKOB Yyba-
poil MacTW, [Apyrue reHbl-MoanduKkaTopbl MOryT
yCUnuMBaTh Unu ocnabnsaTb MUrMEHTaumio BOMoC,
pacLumpsas CnekTp (HeHOTUMOB, CBA3AHHbLIX C Neo-
napAoBbIM KOMNAEKCOM.
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