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Annomayua. Crnemuduueckue reasl LEPR, PRLR, GHR kpynHoro poratroro ckora SBISIOTCS YacThIO KOMILJIEKCA MOJOYHOM
MIPOAYKTHUBHOCTH, ITOKA3aTeIsIM KOTOPOH NPH OLEHKE KUBOTHBIX NPHJIAeTCs OONbIIoe 3HAUCHHE (YIOH, COAep)KaHHe MAaCcCOBOU JIOIH
OelKa ¥ JKHpa B MOJIOKe). PaccMOTpeHB! akTyallbHbIE BOIPOCH! (DYHKIMOHAIEHON aKTHBHOCTH I'€HOB, OTIOCPEIOBAHHON abTepHATHB-
HBIM CIUIAfiCHHTOM, B IIPOIlecCe KOTOPOTO BO3MOXKHBI (PyHKIMOHAJIBHBIE MyTalllH, HEMOCPEICTBEHHO OTBETCTBCHHEIC 3a Pa3IHUHS
B ¢enorunax. Mmeromuecs: nanHble 00 albTepPHATUBHO CIUlaiicupoBaHHbIX BapuaHtax TpanckpuntoB MPHK renos PRLR, GHR u
LEPR cBuzmeTenbcTBYIOT 0 BBISBICHHBIX ABYX n3odopmax y reHa PRLR (I-PRLR u s-PRLR), uameHeHus: COOTHOIICHHSI KOTOPBIX B
TOM YHCJIE BIHMSIOT Ha SKCIIPECCHIO B-Ka3enHa, sBIAIOIerocs oqHuM u3 OenkoB mosoka. GHR cymectByer B Buue IByx m30(hopm
(fl-GHR u d3-GHR), pacnpoctpaneHHbIX B OonbmuHCTBe nomysanuid, a y LEPR 6buto unentndunuposano mects nzopopm LEPR
(LEPRa — LEPRY). Ilpu stom B mmuHON m3odopme LEPRb MyTamum cBs3aHbl ¢ OXKMpeHHEM M ANCOYHKOMEH runodusa, a poiu
OCTaJBbHBIX U30()OPM OCTAIOTCSI HEOMpPEAEIeHHBIMU. PacKkphITHE B JaMbHEHIINX MCCIICNOBAaHUAX MyTallMi U MOKa3zaTeled M3MEHEHUH
nponopiui B n3odopmax, cenu(pU4HbIX B OTHOIICHUH MOJIOYHOH NMPOJYKTUBHOCTH, MOXKHO pacCMaTpuBaTh Kak HOBbIE M Hauboiee
3¢ eKTUBHBIC MOJIEKYIIIPHO-TEHETUIECKIAE MapPKEPBI.
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Abstract. Specific genes LEPR, PRLR, GHR of cattle are part of the complex of milk productivity, the indicators of which, when
evaluating animals, are given great importance (milk yield, content of mass fraction of protein and fat in milk). The review considers topi-
cal issues of the functional activity of genes mediated by alternative splicing, during which some functional mutations are possible that are
directly responsible for differences in phenotypes. The available data about alternatively spliced variants of mRNA transcripts of the PRLR,
GHR and LEPR genes indicate that two isoforms of the PRLR gene have been identified (I-PRLR and s-PRLR), changes in the ratio of
which, inter alia, affect the expression of B-casein, which is one of the milk proteins. GHR exists as two isoforms (fl-GHR and d3-GHR),
which are widespread in most populations, and six LEPR isoforms (LEPRa - LEPRf) have been identified in LEPR, while in the long iso-
form LEPRb mutations are associated with obesity and pituitary dysfunction and the roles of the rest isoforms remain undefined. Disclosure
in further studies of mutations and indicators of changes in proportions in isoforms specific for milk productivity can be considered as new
and most effective molecular genetic markers.
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3a nocnennue necarmwierus (¢ 1987 mo 2018 r.) MupoBoe MPOU3BOACTBO MOJIOKA, B TOM YUCJIE KOPOBBETO, YBEIH-
qunoch ¢ 522 no 843 muH T (Gonee wem Ha 61 %) [12]. B skoHOMHYECKHX XapaKTEPUCTHKAX, OMPEACISIONUX TPOU3-
BOZICTBO MOJIOKA, 3HAUMMas POJIb OTBOJUTCS FTEHOMHON CENeKINH, O3BOSAIOIEH IPOrHO3UPOBATh KEIaeMyH0 IPOIYK-
THBHOCTH Cpasy MOCJIE POXKACHUS )KUBOTHOTO, a B CIyJasX Nepecagku SMOPHOHOB KOPOBAM-PELUITNEHTaM — Ha CTAINH
071aCTOLUCTBHI.
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ATrPAPHbBIM HAYUHbBIU XXYPHAN

Haubonee n3BeCTHBIMH MapKepaMy, IPUMEHIEMBIMHA B TCHOMHOM CEJIEKITHH, SBIISIFOTCS OOHOHYKICOTHIHBIE MTOJIMMOP-
¢usmsl (single nucleotide polymorphisms, SNP) u3-3a ux BBICOKOH 4aCTOTBI M TUCIICPCHH B TEHOME. JTH MOIUMOP(HU3MBI
MIPEACTABIAIOT cO00H m3MeHeHus B mocienoBarenbHOCTH JJHK 11 MOTYT OBITH CBS3aHBI C IFOOBIM KOHKPETHBIM MPHU3HAKOM,
YTO MO3BOJISIET BBISBIATH HajiexkHble SNP B oTHONIEHNH HHTEpecyIomuX (GeHOTUIOB. B psine nccnenoBanuii coodnianocs o
SNP, accormmpyeMbIX CO 3HAYUTEIHHBIM BIMSHAEM Ha IPU3HAKA MOJOYHOU MPOLYKTHBHOCTH B T€HE PELENTOPA IPOJIAKTH-
Ha PRLR [1], B rene peuenrtopa pocta GHR [3], B rene peuentopa nentuna LEPR [13]. Cnenosarensno, PRLR, GHR, LEPR
SIBIISTIOTCSI MApKEPHBIMU TeHaMHU-KaHIUIaTaAMU 10 OTIPEIENICHHIIO IIPU3HAKOB, CBA3aHHBIX C MOJOYHOW MPOAYKTUBHOCTBIO Y
JIOMHBIX KOPOB.

C HaKOIUICHHEM 3KCIIEPUMEHTANIBHBIX TJaHHBIX CTAHOBHUTCS BCe 00Jiee 0YEeBUIHBIM, YTO TEHOM MIICKOITUTAIOIIHNX MTPE/I-
CTaBJIsIeT COOON TUHAMUYHO (YHKIIMOHHPYIOUIYIO CTPYKTYPY, COIEPIKAIYI0O MHOKECTBEHHBIC PETYISATOPHBIC IIEMEHTHI,
KOTOpbIE KOHTPOJIHPYIOT HE TOIBKO pabOTy TE€HOB, HO M YPOBEHb UX aKTHBHOCTH. OJHUM U3 BaKHBIX MEXaHH3MOB pery-
JISIUU TeHHOM aKTUBHOCTU SIBIISICTCS AIBTEPHATUBHBIN cruiaiicuar [10], B mpoiiecce KOTOPOro BO3MOXKHBI (PyHKITMOHAIb-
HBIE MYTAIlIH, HETIOCPEICTBEHHO OTBETCTBCHHEIE 3a PAa3IM4YMs B (DEHOTHITIAX, YTO MOXKET OBITH MCIIOIF30BaHO B Kaue€CTBE
3 PEKTUBHBIX MapKepOB, aCCOLMMPOBAHHBIX C IMPOAYKTHBHOCTHIO MOJIOYHOTO CKOTA, €I0 YCTOHYMBOCTBIO K OOJE3HSM,
aJJaITUBHOCTHIO K JIAHAIIA()THO-KIMMAaTHYECKUM yCIOBUAM cpenbl. OHAKO NCCIEOBAHNSA IO (PYHKINOHAIBHOMY aHAJH-
3y ¢ BoBineueHueM renoB PRLR, GHR, LEPR B nacrosiiuii nepuoj BpeMEHH SIBISIOTCA HOBBIMU U OTPAXKEHbl B HEMHOTUX
Hay4JHBIX paboTax.

Lenp nanHOW pabOTHI HAIIPaBIICHA HA BBISBICHUE HCTOYHUKOB KOPPEIHPOBAHHON HH(POPMALINH, CBI3aHHOM C abTep-
HaTUBHBIM crutaiichHroMm B TeHax PRLR, GHR u LEPR mis pacmmpenus 3HaHui 0 QyHKIIMOHATBHONR aKTUBHOCTH 3THX
I'€HOB M 3HAYMMOCTH (DYHKIMOHAJIBHBIX MYTAIMi B CIIEKTPE MPU3HAKOB MOJIOYHOH MPOAYKTUBHOCTH KPYITHOTO POIaToro
CKOTA.

DyHKYUOHATLHAA AKMUBHOCHLL 26H06 MIIEKONUMAIOW{UX, ONOCPEOOBAHHAA ATbMEPHAMUEGHBIM CHIATUCUHZOM.
N3BecTHO, uTO MepBas konus MPHK, monyuennas ¢ JIHK, conepxut B ce6e Bech HaOOp K30HOB U HHTPOHOB (TIpe-
matpuunble PHK), a mpouecc cozpeBanns MPHK Bxitouaer B ce6s cranuio cruaiicunra (splice, cpaimuBanue), B Xo1e
KOTOPOTO HHTPOHBI BEIPE3AIOTCS, @ ’K30HBI CITUBAIOTCS MEXAY CO00H B pa3NHMIHBIX KOMOMHAIIUAX (B PSA/IE CIIyUaeB C
COXpaHEHUEM MHTPOHOB), UTO HA3bIBAETCS aJIbTEPHATHUBHBIM CILUIAHCHHIOM [7]. DTO IPUBOIUT K U3MEHEHUIO CTPYK-
Typbl iepBuyHOTO TpaHckpunta MPHK u mpoxyrnupoBaHuio oHNM TeHOM MHOXECTBa BapuaHTOB n3odopm MPHK,
NMEIONUX PA3INYHYIO0 PU3NO0IIOrHYECKYI0 aKTUBHOCTD U GyHKIUU [10]. AnbTepHATUBHBIN CILUIAWCHHT SIBISETCS CIe-
OU(GUIHBIM JUISL Pa3IMYHBIX TKaHEH W THIOB KJIETOK, HIMEET MHOXECTBO PETYISITOPHBIX MEXaHMU3MOB, NEHCTBYIOIINX
COIVIACOBAHHO, U UT'PAET KJIIOYEBYIO POJb B MOAAEPKAHUHM (PYHKIHMH KJIETOK M TKaHEBOTO I'OMEOCTa3a, B Pa3BUTUHU
1 QYHKIIMOHUPOBAHUU HEPBHOM, MBIIICYHON, HMMYHHOW M Apyrux cucteM [7]. Ha cerogHsmrHul AeHb W3BECTHO,
YTO aJbTEPHATHUBHOMY CIUIalicHHTY nojBeprarorcs 6oiee yem 90 % renos muiekonutatonux [10], Onosoruueckue
(YHKIMH MHOTHX M3 KOTOPBIX IO CHX MOP OCTAIOTCS HEBBIICHCHHBIMH, YTO MOXET OBITh OOBSICHEHO CIOKHOCTBIO
OpraHu3aly IeHHBIX CeTeH M 3HAYMTENbHOHN IUIEHOTPOITHOCTHIO IEHOB, KOHTPOJIUPYIOMUX OOJBIIMHCTBO (EHOTH-
MUYECKUX MPU3HAKOB.

W3zmenenue cTpykrypsl Tpanckpunta MPHK B nporecce ansTepHaTHBHOTO CIIAHCHHIa MOXKET MOBJIMATH HAa KOIUPYe-
MBI OEJIOK ¥ TEM CaMBIM HapYIIUTh €0 CTPYKTYPY M (YHKIHIO, a TAK)KE MOBJIEYb 32 COOOH MyTaIlMy B T€HaX, BIHSIONIHE
MMO3UTHUBHO WJIK HETAaTHBHO Ha ()EHOTHITI, B TOM YHCJIC HA TOKA3aTEIH 3KOHOMHYCCKUX XapaKTCPUCTUK, TAKUX KaK MOJIOYHAS
MIPOAYKTUBHOCTH KPYITHOTO POTaToro ckota [6].

I'en peyenmopa PRLR. I'en penentopa nponakruaa PRLR (GenelD: 5618), cornacHo nanasiM NCBI (The National
Center for Biotechnology Information, USA, https://www.ncbi.nlm.nih.gov/gene/5618, mara o6pamenns 14.10.2021),
Tak e u3BectHbIl kak HPRL, MFAB, hPRLrI, RI-PRLR, oTHOCHTCSI K CEeMEHCTBY IIUTOKMHOBBIX penentopoB tuma [ u
B Ka4eCTBE TPAHCMEMOPAHHOTO PEIENTOpa CBA3BIBACT HEHPOIHIOKPpUHHBIA TopMoH niponakTiH (PRL). PRL yuactByer
B peanusanuu 6onee 300 ¢yHKIMHA B mpoueccax BOJHO-3JIEKTPOIMTHOrO oOMEHa, POCTa U Pa3BUTHUs, SHAOKPUHHOU
CHCTEMBI, MeTa00JIn3Ma, BOCIIPOU3BOICTBA, UMMYHOPETYISINH [9], B HHUIUUPOBAHUU W TOAACPKAHUU JAKTAIINH y
MOJIOYHOI'O CKOTA.

[Tnetiorponiubie pyHkmuu PRL omocpemoBansl pasnuaueiMu u3odopmamu ero penentopa PRLR, koTopsrii, kpome
TOTr0, MOXKET (P)YHKIIMOHUPOBATH KaK PELIENITOP €Il IBYX TOPMOHOB: IUIALlEHTapHOI0 JIJAKTOTeHa U TOpMOHa pocTa. CBs3bI-
BaHHeE J1000T0 U3 3TUX TOPMOHOB ¢ PRLR MokeT akTHBHUPOBAThH CIEAYIONINE OCHOBHBIC CUTHaIbHBIC myTh: JAK2/STATS
(stayc-knHaza 2/akruBarop TpaHnckpunuuu 5), MAPK/ERK1-2 (MuTOreH-akTHBHpYyeMas MpOTEHHKHHA3a/peryaupyemMas
BHEKJICTOYHBIMY curHaamMu kuHasa 1-2) u PI3K/AKT (dochonnoszurun-3-kuHaza/mporent kuHasbl B). [Ipu aToM akTH-
BalMsl OTHX IyTEeH 3aBUCHUT OT roMoAnMepu3anuu uin rereporumepusanun PRLR ¢ o6pazoBannem pazinnyHbIx H30popm
aToro peuenrtopa [9].

Cymecrsytor nBe usopopmbel PRLR, oOpa3yembie B pe3ysibrare albTepHATUBHOIO CIUTalcHHTa: JutMHHAs u3ogpopma (1-
PRLR) u xopotkas m3opopma (s-PRLR). Mzmenenne cootHomenus n3opopm PRLR B pa3inuyHBIX TKaHAX paccMaTpUBaOT
B Ka4eCTBE MEXaHU3Ma, PETYJIUPYIOIIEro KIeTouHble (PYHKIMH B TAKUX Mpoleccax, Kak 0epeMEHHOCTb, JIAKTalus, Pa3BUTHE
TKaHEeH, BOCIIATUTENLHBIN 0TBET, 00pazoBanue omyxouu [1]. Cuuraercs BaXKHBIM COOTHOIIEHUE JUIMHHOW U KOPOTKOH M30-
¢opm PRLR B peryssiuuu sxcnipeccun -ka3enHa, sBISIONIEroCst OAHUM U3 OEJIKOB MOJIOKA, O YeM II0Ka3aHO B OIBITAX in
vitro, TIe BBIABIICHA CHIDKCHHAS aKTHBAIUS POMOTOPA T'eHa [3-Ka3erHa, €CIIM COOTHOIICHHE JITMHHON U KOPOTKOH n30(opM
cABHHYTO B cTopoHy S-PRLR [1].
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TI'en peyenmopa zopmona pocma GHR. GHR, ren peunentopa ropmona pocra (GenelD: 2690), cornmacHo gaHHBIM
NCBI (https://www.ncbi.nlm.nih.gov/gene/2690, nata obpamienus 14.10.2021), Taxxxe uzBectHeiit kak GHBP u GHIP,
OTHOCHUTCS K CEMEHWCTBY IUTOKUHOBBIX pelenTopoB Tuma I, cBs3piBaeT ropmoH pocta (GH) kak TpancMeMOpaHHBIH pe-
nentop. [opmMoH pocrta, ABIAsICH MHOTO(QYHKIMOHAIBHEIM, PETYJIUPYET LIMPOKUI CIIEKTP (PU3HOIOTHYECKUX (QYHKLUH,
BKJIFOYasi B ceOs acleKTHl MMUTAHMS, pOCTa, MeTabonn3Ma JINHI0B U yIIEBOJAOB, OCMOPETYJISIINH, BOCIPOU3BOICTBA,
¢yHKUMM UMMYHHOU cuctemsl [3]. BripabaTsiBaercsi B TMrou3e U CEKpETUPYETCsl B KPOBOTOK, IJIE CBSI3BIBACTCS C
GHR BoO MHOTHX THMaX KJETOK, BBI3bIBas BRIPAOOTKY WHCYyIHHONMOM00HOTO (aktopa pocta-1 (IGF-1). CesassiBanue
GH ¢ GHR npoucxoaut depe3 kiraccuueckue curnanbubie nyTH, Bkirouas JAK-STAT, ERK, PI3K-Akt u PKC, oxna-
KO MOJIEKYJIsIpHasi OCHOBa MHOTOQYHKIHOHAIbHOCTH nericTBUs GHR octaeTrcs He sSICHOW B OTHOIICHWH HAIPaBJICHUS
ropmoHa pocra GH B pa3Hble KJIETKH, MM WU3MEHEHUS JIEHCTBUI 3TOr0 TOPMOHA B TpEAeiaX OJHOTO M TOTO )K€ THIIa
KJIeTOK [3].

Hanuune skcnipeccun GHR B snuTennanbHBIX KIETKaX MOJOYHOHN jKeJIe3bl KPYITHOTO POraroro CKOTa MO3BOJIMIIO
MpeanonokuTh, 9To0 GH MOXeT cTUMYynHpoBaTh SKCIPECCHI0 HECKOIBKUX OCHOBHBIX T€HOB MOJOYHOTO OElKa B MO-
JIOYHOM JKele3e, HAPSIMYEO BO3ICHCTBYS Ha SMUTENUAIbHbBIC KICTKH U BIIHsS Ha BRIpaOOTKY Moiioka [ 15]. Beuto noka-
3aHO0, YTO TOPMOH pocTta yBenuuauBai skcrnpeccuto MPHK aS1-kazenna, aS2-kazenna, f-ka3enHa U O-JTaKTaITLOyMHUHA
B 16—117 pa3 B TpaHcunupoBanubix kinerkax MAC-T, B To BpeMsi Kak OH He BJIMsJI Ha JKCIIPECCUIO K-Ka3euHa U
B-makTornmoOynuua [15].

Penenitop ropMoHa pocrta CyliecTByeT B BHIE ABYX M30(OPM, paCHpOCTPaHEHHBIX B OOJIBIIMHCTBE MOMYJSIIUI U pa3-
JTUYAOIINUXCS COXPaHEHUEM HITM MCKITIOYeHHEM dK30Ha 3: moiHopasmepHas m3odopma (-GHR) u nzodopma ¢ ynameHHbIM
9k30HOM 3 (d3-GHR). CymiecTByeT HEMHOTO MCCIIEIOBaHUM, MTOCBSIICHHBIX H3YUYCHHIO SKCIPECCUH ITHX U30(OPM B pas-
JIUYHBIX TKAHAX [5].

TI'en peyenmopa nenmuna LEPR. LEPR, ren peuenropa nentuna (GenelD: 3953), cornacno nanasiM NCBI (https:/
www.ncbi.nlm.nih.gov/gene/3953, nara obpamenus 14.10.2021), Tak xe uzBectusrii kak OBP, OB-P, CD295, LEP-R,
LEPRD, oTHOCUTCS K CEMEHCTBY LHUTOKHHOBBIX peunentopoB gpl30 nenTuHa, KOTOPBIA ABISETCS aJUMNOLUT-CIEIU-
(hrIecKUM TOPMOHOM, YYACTBYIOIIMM B PETYJISAINN JIUIOIN3a (METaboIn3M JXKHPOB), a TaKXKe B KPOBETBOPHOM IyTH,
HE00XOAMMOM JUIsl HOpMaJIBHOTO JuMQorod3a. Y kpynHoro poraroro ckora LEPR, nzydaemslii B kauecTBe MapKepHOToO
reHa-KaHJuJaTa, BIUAIONEro Ha XapaKTePUCTHKHA MOJIOYHOM MPOIXYKTHBHOCTH, OMMCHIBACTCS KaK KapTUPOBAHHBIN Ha
xpomocome 3q33, cocTosIUN U3 BOCEMHAIUATH SK30HOB [4], IKCIPECCUPYEMBIil B OOJBIIMHCTBE TKaHEH, BKIIOYAs
MOJIOYHBIE JKeJIe3bl, BIUAIOMMN Ha dHepreTudeckuil 6ananc [13]. OOHapy K eHHBIN B MCCAEAOBAHUIX HECUHOHUMHUTHBIH
SNP B sk30He 20 rena LEPR, BrI3pIBaromuii 3aMeHy TpeOHUH — METHOHMH BO BHyTpHuKiIeTouHOM goMmeHe LEPR mo
ocrarky 945 (LEPR-T945M), paccMaTpHuBalOT Kak MPUIMHHYIO MYTaIlHIO, BIHSIONIYI0 HA KOHIICHTPAILMIO JISTITHHA BO
BpEMsI CTEJIBHOCTH, a TAK)KE CBA3aHHYIO C COJIEpXKaHUEM MOJIOYHOTO )upa 1 Oenka [13]. [lokazan n3MeH4YHMBBIN yPOBEHB
skcnpeccnu TeHa LEPR B Moo4HOM kene3e, SABISSICh HU3KUM y TEJIOK IMpenyOepTaTHOroO BO3pacTa, HO 3HAUYUTEIHHO
yBEIUYEHHBIH y KOopoB [14].

YV muekonuraronux uaeHTudumuponano mects n3ohopm (LEPRa — LEPRY) rena penentopa nentuna LEPR, o6pa-
3YIOLIMXCS ITyTEM aJIbTEPHAaTHBHOTO CILIAHCHHTa, CPEAM KOTOPBIX Tak Ha3biBaeMas JuinHHas nzopopma (LEPRD) umeer
MTOJTHBIM IIUTOTIA3MAaTHYECKHUM IOMEH U OTBEYAeT 32 OONBIIMHCTBO (hu3nonorundeckux d¢pdekron nentuHa [13]. LEPRD
cocTouT 13 302 aMHHOKHMCIIOTHBIX OCTaTKOB M CUMTAETCs OCHOBHOM M30(OpMOi, Iepeaaroleil CUrHai OT JIENTHHA K
runotanamycy. [lpu 3ToM ocTtansHbBIe H30(hOPMBI, OOHAPYKEHHBIE BO MHOTHX TKAaHAX W KJIETKaX, TAKUX Kak JIETKHE,
MOYKH, TICUYCHb, CEIC3eHKAa U Makpo(daru, UMEIT IUTOIIa3MaTuyeckue qoMeHsl oT 32 no 40 amuHokucior. LEPRD
OTIOCpeayeT OONBIIYIO YacTh MePeJadyr CUTHAJIOB JICNTHHA Yepe3 aKTUBAIIMI0O MHOXKECTBA BHYTPUKICTOYHBIX CUTHAIb-
HBIX IyTEH, AeHCTBYIOINX COIIacOBaHHO, Takux kKak JAK?2 (snyc-kunaza 2), STAT3 (akruBarop TpaHCKpunuuu 3),
PI 3-kinases (¢hochounozutua-3-knnaza), MAPK (Mutoren-aktupupyemas nporennkunasa), AMPK (5’ AM®-akTuBu-
pyemas nporenHkuHasza) 1 mTOR (nmporenHKnHA3a CepUH-TPEOHHMHOBOI cenuduuHocTH) [8], a ocTaapHbIe H30()OPMEI
LEPR yuactByroT B Tpancnopte jentruHa depe3 myTb MAPK ¢ mepenaueit 6onee cmadbwix curaanos, uem LEPRbD, poinb
KOTOPBIX €Ile NPEJCTOUT U3YUUTh.

BonpmmacTBO MyTanuii B anmuHHONM n3ohopme LEPRD cBsi3anbl ¢ okupenneM n AucPyHKIHeH runodusa. Brisapien-
HbIC Y MBIIIEH M YEJIOBEKa, OHU BBI3BIBAIOT MATOJIOTNYECKOE OXKUPEHHE, TUIIep(aruio, MeTaboIMYeCcKHid CHHAPOM, a TaKKe
psAa IpyruxX HEHpOdHTOKpUHHBIX nuchynkiuii [11]. Tak, HanmpuMmep, y MAKHUCTAHCKUX JETEH C TSHKEIBIM OKUPEHHUEM BHI-
sBJeHHass romo3urorHas mytauust LEPR B caiire crutaiicunra sx3ona 15 (¢.2396-1 G> T) u HoHceHc-MyTauus 9k30Ha 10
(c.1675 G> A) cBsi3aHa ¢ HapylIeHHEM CHUTHAJIBHOTO IyTH JienTuH — LEPR.

Takum 00pa3om, IpH PeryisILUH IeHOB PELENTOPOB albTepHaTuBHBIMU n3odopmamu MPHK m3mensromeecs cooTHome-
HHUE M30()opM, a TaK)Ke MyTaIlll B HUX IPUBOIAT K U3MEHEHHUIO KJICTOYHON PEaKINH, BBI3BIBAs MHOKECTBO (PyHKIIMOHAIB-
HBIX OTBETOB B KJIeTKe [3].

Ha cerogasmramii nesp naopmanus o GyHKIHOHATHHEIX MYTAIMAX B T€HAX Y KPYITHBIX MJICKOIUTAIONIINX OTPaHH-
YeHa B OCHOBHOM JIIOIBMHU, TIPOBOAMTCS MHOXECTBO HCCIICAOBAHUHI 10 0OHApyKEHUIO abeppaHTHBIX COOBITUH CIlIaii-
CHHTa, KOTOPBIE MOTYT OBITh MCIIOJIF30BAaHbI B KaUeCTBE MUIIICHEH AT IEKapCTB H/WIH OMOMapKEPOB C IIENNbI0 yCKOPEHUS
CO3/1aHUs HOBBIX JIEKAPCTB JUJISl IIUPOKOTO CIIEKTpa reHeTHYecKuX 3aboneBannii [2]. C HapylIEHUsIMU aJIbTEPHATUBHOTO
CIUTalficHHTa y YeJoBeKa CBSI3aHO OONBIIOE KOTHMYECTBO MATOIOTHYECKHUX COCTOSHHI, B TOM YHCIIE OHKOJIOTHYECKHUX,
CEpIIEYHO-COCYANCTHIX, HEBpPOJIOTHUecKkux 3aboseBanuii [2]. Takum oOpa3om, uzydeHue QyHKIMOHAIBHBIX MyTalMi B
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n3odpopmax MPHK, mpogynupyemsix B mporiecce albTepHATUBHOTO CIIJIalCHHTA, MMEeT KakK MPUKIagHOe, Tak U QyH/aa-
MEHTaJbHOE 3HaYeHue [7].

Nudpopmanus o Bnusaun uccienyemeix reioB LEPR, PRLR, GHR u ux uzodopm, 00pa3yronuxcs myTeM alib-
TEPHATHBHOTO CIIJIAHCHHTA, HA MPU3HAKU MOJIOYHOW MPOAYKTUBHOCTH B PA3JIMYHBIX MOMYJISIUAX KPYITHOTO POTaTOTO
CKOTa BCE elle sBJsieTcs KpaliHe orpaHmueHHod. Ho yxe ceifuac sicHO, 4TO HapylI€HHWE CUTHAJbHBIX MYyTEH MpHU
B3aumogericteuu renoB LEP, PRL u GH ¢ ux penenropamu LEPR, PRLR u GHR, coorBeTcTBEHHO, MOXET NpH-
BOIUTH K (PYHKIIMOHAJIBHBIM MapKePHBIM MyTamusaM, 9TO TpeOyeT ydeTa B METOJAaX TeHOMHON CENEeKIINH MOJIOYHO-
ro CKOTa.

Paboma evinonnena 6 pamxax cocyoapcmeenno2o 3a0anus 8 cghepe nayunou oesmenvhocmu Nel21052600344-8.
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