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Tonecckuii cocyoapcmeentvlil ynugepcumen

Baxxneimum X035 CTBEHHO-TT0JE3HBIM MTPU3HAKOM Y CBUHEH SIBIISIETCS MsICO BBICOKOTO KayecTBa. On-
HAKO Y YacTU >KUBOTHBIX MOCIE 320051 BBISBISETCS MSCO C HU3KUMH MOTPEOMTENTLCKUMH CBOHCTBAMHU.
OnuuM u3 MpUMepoB sBisieTcs: dkccyaaTuBHoe msico (PSE: pale, soft, exudative — Onennoe, msrkoe,
BojsiHucToe). [losiBieHne PSE Moxer ObITh OOYCIOBICHO I'€HETHYECKHMMH TMPHYUHAMU IPU HATUYHA
KpPaTKOBPEMEHHBIX CTPECCOB W YPE3MEPHON BO30YJIMMOCTH KMBOTHBIX. JTO SIBJSIETCS CIIEJCTBHEM HH-
TEHCUBHOM CEJIEKI[MH, HAIIPABJICHHON Ha YBEIMYEHHUE MBIIIEYHON MACChI B TYILIE:

[Ipu BHEMIHUX M BHYTPEHHHMX yrpo3ax JUHAMHYECKOMY PaBHOBECHIO IOMEOCTa3a BO3ZHHKAET CTpECC
Kak 3alluTHas peakuusi opranusma [1, p. 775], BeI3bIBaIOIIMil 3/I0KaYECTBEHHYIO THIIEPTEPMHUIO BCIIS/I-
CTBHE MYTallMU B pHaHOAWH-perienTopHoM reHe RYR1 n cHukeHme ecTeCTBEHHOW PE3NCTEHTHOCTH,
ocablieHre TYMOPAJbHBIX, TKAHEBBIX M KIETOYHBIX MEXaHM3MOB MMMYHUTETA, YTO MPUBOAUT K YBEIHU-
YEHUIO OTXOJ/Ia MOPOCAT, PE3KOMY CHUIKCHUIO BOCIPOM3BOAUTENBHON (YHKIIMH, OTKOPMOYHON MPOIYK-
THBHOCTH, YXYAIIEHNIO KauecTBa Msca [2, ¢. 5-8; 3, ¢. 1648- 1654; 4, ¢.34-36]. IIpu nHanuunn geeKToB B
reie RYR1 B MplmeqHoOl TKaHU MPOHUCXOAMT TOBBIIIEHHE HEKOHTPOJIUPYEMOTO BHIOpOCAa KalbIHs B
KJIETKaX MPH CTPECCOBBIX BO3ACHCTBUSX, M KaK CIEACTBUE, YCUIEHHAs MbIlIeuyHasi paboTa U MHTEHCUB-
HBIW TiKonn3. OTKPBITHE JAHHOW MYyTaIlH TIO3BOJIIIO Pa3padoTaTh MOIEKYISIPHO-TEHETHIECKHI TecT,
MO3BOJISIIOLIMN a0COMOTHO TOYHO uaeHTHdHUIMpoBaTs reHoTHnbl cBuHel (NN-cTpeccycTpoiiunBbie He
Hocutend, NN-CTpeccyCToiYMBbIE CKPBIThIC HOCUTENH, NN-CTpeCcCUyBCTBUTENIbHBIE HOCHTeNH) [5, ¢. 53 -
71].

OueHb BBICOKHU TMPOIEHT XUBOTHBIX, MMcHOImX MyTaiuio B reie RYR1, oOHapyxuBaercs cpeiu
MSICHBIX TIOpOJI: MBETPEH, TeMINIHp, JaHApac Oenbruiickuii W Hemeukud. Cpenu TONBCKHX MOPOJ
HanOOJBIINI MOKa3aTenb 0COOeH, BOCHPHUMYHMBLIX K CTpECCy, 3aperHCTPHPOBAH B MOPOJie MbeTpeH. B
[Monbire 3aperucrpuporano okoio 16% orkopmounukoB ¢ coctaBom Mmsica PSE. B I'epmanun u CIIA,
HECMOTpA Ha MPOBOJAMMYIO TaM, B T€U€HHE MHOTHX JIET, CEJIEKIIMIO B HAIIPABJICHUHU SJIMMHHALMN 3TOTO
reHa, okoino 40% yOuThIx cBUHEH ObLTH O0NBHEI cuHApoMoM PSE.AHanun3 reHeTH4ecKoi CTPYKTYpHI 1O-
MyJSAIUN pa3ingHbIX OTEUECTBEHHBIX U 3apyOEKHBIX IMOPOJ CBHIETENBCTBYET, YTO YAaCTOTa BCTpEYaeMo-
CTH aJUIeNIbHBIX BapuaHToB reHa RYR1 cymecTBeHHO pa3nuyaercsi He TOJIBKO HA MEKIOPOJHOM, HO U Ha
BHYTPHUIIOPOZHOM YPOBHE, U B psifie CllydaeB Ja)ke HE COOTBETCTBYET aHAJOTMYHOMY ITOKa3aTeNlto 3apy-
OexHBIX opo [6, . 62-63].

Pe3ynpTaThl McciaeOBaHUI IO TEHOTUITHIECKOMY TECTUPOBAHUIO Ha cTpecc-(hakTop HEKOTOPBIX ILIa-
HOBBIX TIOPOJI PECITYOIMKH 110 BapHaHTaM PUAHOAMHOBOTO T'eHa-pelenTopa MPeICTaBICHBI B TAOHIIE.
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Tabnuua — ['eHeTHueckas CTpyKTypa pa3IuuHBIX TOPOA CBUHEW pa3BoauMBIX B benapycu

no reny RYR1
YacTora BCTpeYaeMOCTH TEHOTHIIOB
[Topona Yuciio ToioB NN Nn n
B cpeanem Konebans

bextopyceias 1500 79 20,5 0-29 05
MsICHasI
Kpynnas Genast 787 94 6 0-27 -
Benopycckad 4-nn 540 74 26 15-33 -
Hropok 104 96 4 0-5 -
[Ieerpen 36 25 75 50-100 -
[Tomecu ¢ neerpeHom 179 0-75 57 15-100 -
[Tomecu ¢ nanapacom 118 33-86 40 14-67 -

[Ipouecc nacnenoBanus rena RYR1 derko moguunsiercs 3akony MeHaens: eciau HoI00p OCyLIecTB-
JISIIOT Ha TETEPO3UTOTHBIX POIUTENAX, TO 25% moToMcTBa cBOOOJHBI OT3TOr0 I'eHa, MOJIOBUHA OyAeT
HECTH B CBOEM TeHOMe MyTaHTHbIH awtens RYR1", a 25% OymyT ABISTECS pelecCMBHBIMU TOMO3UTOTa-
mu RYR1™ (cTpeccuyBCTBUTENLHBIMMY).

VYCcTaHOBNIEHO, YTO OTIMYHUS MO YaCTOTE€ BCTpeyaeMOCTH MyTaHTHOro ayutens rena RYR1 y cBuneit
OJHOM MOPOABI, MPUHAISKAMINX K Pa3IUYHBIM MOMYJISLUSAM, HPEBBILIAIOT MEKIOPOIHBIE Pa3InUMAL.
3TO CBS3aHO C HANpaBJICHHEM CEICKLIMOHHBIX MPOLECCOB U MHTEHCUBHOCTBIO. OTOOpa Ha YBENWYCHHE
KOJTMYECTBa Msica B TyIE U YMEHbILICHUE TONIIMHBI mnuka. Kpome Toro, yacrora BcTpedaeMoCTH rere-
PO3UTOTHOTO T'€HOTHIAa y XPSAKOB NMPOU3BOMUTENECH MpEBbIMIACT AaHHBIN TIOKA3aTeNb Y CBUHOMATOK H
TJIEMEHHOTO MOJIOIHSKA.

Takum 06pa3om, BBICOKHI ypoBeHb Hamuaus awtens RYR1Y B nomysisiiuy MACHBIX OO M MX TIOMe-
ceil CBUIETENLCTBYET O HEOOXOJUMOCTH 0053aTENBHOrO TeHETUYECKOTO KOHTPOJIS TNIEMEHHBIX M IMITOp-
TUPYEeMBIX >KUBOTHBIX MeTogoM JIHK-muarnoctuku. Ucmonr3zoBanue nonumopdusma rena RYR1 B ce-
JIEKIMOHHBIX MporpamMMmax Tpedyer andepeHIMPoBaHHOrO NOAX0/a B 3aBUCHUMOCTH OT T'€HETHYECKOH
CTPYKTYPBI TIOPOABI U KOHKPETHOM CENEKLMOHHON 3aayH, IPU 3TOM HEOOXOIUMO YUHTHIBATH, YTO pac-
MpeeeHne TeHOTHIIOB MTPH CKPELIMBAHUH COMNIACYETCS ¢ MEH/IENEEBCKOM CXEMOH.
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