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AHHOmauyus. [llpuoH npedcmaernsiem cobol  6enkogyro UHEEKUUOHHYO Yacmuuy
CriocobHyro 8bI3blgamb mpaHCMUCCUBHbIe 2ybyamblie sHUeghanonamuu, omHocsauuecs
K 60s1e3HAM HelpodeseHepamugHo20 mura. Bo3HukHoseHue 3aboriegaHuli ce8si3aHO C
rnpespaweHUemM HOpMasibHO20 Kremo4yHoeo benka PrP¢ e namoeeHHbil PrPSsc.
lMpuoHHble 3aboneesaHusi Heu3neyuMbl, 8 C853U, C 4YeM [pochunakmuyeckue
Mepornpusmusi 3ampyOHeHbI.

Knroyeeble cnoea: [lpuoH, KremouHbil 6erioK, npuoHHble 3aboneeaHus, 605e3Hb
Kpetimuygpenbdma-5ikoba, CUHOpOM 'epcmmaHHa-LLImpeyccnepa-LllelHkepa,
amarnbHas cemelHass UHCOMHusI, 6onesHb Kypy.

BenkoBbin npoaykt reHa PRNP gaBnsetca knetouyHbim Genkom (PrPc),
HakannuBeawLWUMNCAa B uuTonnasmaTmyeckon membpaHe HeMpoHoB 1 umeet maccy 33-35
k[da. OH cOoCTOUT U3 OQHOW NENTUAHOWN LEenu, UMeeT KOMMNAKTHYH CTPYKTYPY U3 YeTblpex
o-crnvpanen n CroXHbIX OnuMrocaxapugoB, MNPUCOEeAMHEHHbIX K 6enky. O6uwas
komno3nuna BknovaeT 2% a-cnupanen n 3% B-cnupanen. PrPc yenoseka cogepxut
253 amnHokmcnoT. [1puMOHHbIE Benkun - 3TO MONEKYIbl, COCTaBMNEHHbIE N3 N3MEHEHHbIX
GenkoB CBOEro XO03sMHA, MMeKLMe aHOMarbHY TPEXMEPHYIO CTPYKTypy. Menkue
GenkoBble 4YacTuubl, UMEKLME YCTOMYMBOCTb K TemnepaType, (epMeHTaTUBHON
WHHAKTMBaLUUKN, PasnUYHbIM XUMUYECKMM U DU3NYECKMM pakTopaMm, 4YTO SABMsIETCS
HETUNUYHBbIM Jaxe ONA HEKOTOPbIX TepMocTabunbHbix 6enkoB. [2]OHM uMeloT manyko
MOSEKYISPHY0 Maccy, He MMEKT aMUHOKUCIIOT, a Tak e He BbI3blBalOT B OpraHu3mMe
BOCNaneHne unnm MMMYHHbIA OTBET. B opraHuame 4yenoBeka reH, KOTOpbIA KogupyeT
CMHTE3 npUOHHro 6enka, Haxoautca B 20 XpPOMOCOME Ha KOPOTKOM nrieye W
obo3HavaeTca PRNP. [1]

HenHpEeKUNOHHbIN KneTouHbIn 6enok obosHavaeTcss PrP¢ n nokanusyetcs B
KneTkax ceneseHKW, CKeNeTHbIX MbILL, NErkMx U CEKPEeTOPHOro 3JnuUTEnusl, pexe B
KneTkax ronoBHoro mosra. CuHTtes PrP°¢ ocyuwecTenseTca B aHOONIa3MaTUYeCKon ceTu,
OoTKyAa nepemelyaeTcs B KoMnsekc onboxn ana co3peBaHud, BnocneacTsmm 6enok
A0CTaBnseTcs K nnasmMatnyeckon membpaHe nocpencTBOM CEKPETOPHbLIX BE3UKYI, rae
OH 3aKkpennseTcss Ha membpaHe nocne paspyleHus 3HAOCOMbl MW noaBepraeTcs
9HOOUMTO3Y W paspywaeTcsa B nums3ocomMax. »KusHeHHbIM uukn PrP¢ coctaesnset no
LecTn Yacos. [2,3]

Mpepnonaraetcsi, YTO HEMHMEKUMOHHBIN KNETOYHbIA Benok y4acteyeT B paboTe
CUTHamNbHbIX CUCTEM KNETOK, BXOAUT B COCTAB HAPYXHbIX KIETOYHbIX MeMOpaH u
HeobxoauM NS nogaep’KaHus LefIOCTHOCTM MUENMHOBBIX 06004eK HEPBHbBIX BOSIOKOH
Ha MPOTSHKEHUN XM3HW. HeobxogMmo OTMETUTb, YTO €ero poflb He A0 KoHua
nccnegoBaHa, HO npegnonaraetcs, YTo 3TOT 6enok npuHMMaeT yyactne B
MEXKNETOYHOM Y3HaBaHUN N KNETOYHOW akTusauumn.[1]



MpeBpaweHne PrPC B PrPSc, Bkno4vaetr B cebsa pedonanHr obnacty,
oxBaTbiBatoLwen ammHokncnotel 90-140, koTopble npeobpasoBaHbl B B -cnvpanu. Jta
orpoMHas fgonsa B-cnvpanen npuBoauT K ob6pasoBaHMO amMuniouaHbix  ¢ubpunn,
oBHapyXeHHbIX B Mo3re nogen n 60nbHbIX XMBOTHbIX. B pesynbTate KoHopmauun
MPUOHHBIA Genok PrPS¢ npuobpetaeT WHGEKUMOHHbIE CBOMCTBA. WHMEKLMOHHbIE
MOneKynbl NPUOHOrMAPOdOOHbl. OT HeuHdeKUMoHHOW gopMbl PrPS¢ otnuyaetcs
BbICOKOW YCTOMYMBOCTBLIO K AeNCTBUIO NpoTeas. KoHdopmaunoHHas hopma KNneTovyHoro
NpuoOHHOro 6enka MMeeT BbICOKYHD YCTOMYMBOCTb KaK K BbICOKMM, TaK U HU3KUM
TemnepaTtypam B amanasoHe oT + 130°C pgo - 40°C, cnabyk 4yBCTBUTENBHOCTb K
ynbTpauosieToBoOMy  U3My4YeHWIO W BO3OEUCTBUIO paguaumm, a TaK Xe He
WMHAKTMBUPYIOTCS Npu KOHTakTe ¢ hapmanunHom.[1] Ocoboe cTpoeHne aaHHoro 6enka He
no3BonsieT opraHnamy 60poTbCA C HUM, BCNEeACTBME OTCYTCTBUSA BbipaboTKM aHTUTEN.
MpuoHHbIN 6enok gaxe npu 10-MUNIMOHOM pasBedeHUn okasbiBaeT MHGEKLNOHHOE
BO3[ENCTBME Ha YernoBeka, BHE 3aBUCUMOCTM OT MPUYMHbI BO3HUKHOBEHUA.[2] Takum
obpa3oM, nMpuOHblI Heu3beXHO Bbi3blBAaeT B OpraHu3Me Xo3dAWHa pasBuTue
3abonesaHus. [3]

MpuoHHbIE ©BONE3HM OTHOCAT K rpynne 3aboneBaHwin HempogereHepaTUBHOrO
Buaa, KoTopble OOHapyXmBalTCs Yy 4enoBeka W XUBOTHbIX. [aHHble 6GonesHn
BbI3bIBAOTCA WU3MEHEHWEM OOHOro M3 6erikoB U BCTpevarTCcs AOBOSIbHO penko, UX
PErMcTpUpyOT B BUAE WMHMEKUMOHHLIX, HACMEeACTBEHHbIX, a TaK e crnopaguyeckux
dopm. KnuHunveckass dpeHomeHosorma 6onbluMHCTBA M3 3TUX 6onesHen u3BecTHa
AABHO, HO KOHLENUMSA UX 3TMONOMMKn OTKpbiTa B cepeamHe XX Beka. NpUoHHbIN Benok
ObIN OTKPLIT aMepUKaHCKUM y4YeHbiM CTeHnu Mpy3nHepom.

B meguumHckon npaktuke BblgensaT 3 cnocoba 3apaxeHusi. TPaHCMUCCUBHbIN
cnocob 3apaxeHuss 3aknwyaeTcsa B Nepedaydye MPUOHOB OT  OAHOro  BMAaa
MrekonuTarwmx apyromy. NpuynHamm 3apaxeHus aBnsOTCs, ynotpebneHue B nuuy
MsSiCa UMM MOJSIOKa UK XXe UCMNOoSib30BaHMe BUonornyecknx TkaHem MHPEULMPOBAHHOMO
XMBOTHOrO, KOTOpble obragatoT pasfnnYyHOM CTeneHbio naToreHHocTwu. Tak, Hambornee
3apaX€HHbIMU TKaHAMW SIBMSIIOTCSA FONIOBHOW MO3r U ero 0605104KN, KPOBb U Npenaparbl
KpoBn. HacneacTBeHHbIN Cnocob 3apaXeHud nposiBfsieTca B pesynbTaTe FeHHOW
MyTauumu, kotopasa BO3HMKaeT B 20-M xpomocome. [1py BO3HMKHOBEHUM KakMX-nNnbo
FeHHbIX HapylWeHWA BMECTO HopMarnbHoro ©6enka HayuHaeT CUHTEe3MpoBaTbCA
NPUOHHbIN  Genok. CnopaguyeckMnM cnocob 3apaxeHus Habnwogaetca npu
CMOHTAHHOM BO3HWMKHOBEHMM MaTOreHHoro 6enka, KOTopbIA Bbi3biBaeT 3abonesaHue.
[3.4]

[MproHHbIe 3aboneBaHnsa noapasgensoT Ha HecKosbKo rpynn. K nHEeKUNOHHbIM
oTHocATca bonesHb Kypy, aTporeHHas dpopma 6onesHu Kpentudensara-Akoba (BKA).
K HacnegctBeHHbIM 0OonesHaM  oTHocaTcss ¢opmbl BKA, cuHgpom [epctmaHHa-
Ltpeyccnepa-LUenHkepa (CIrLL) n 6onesHb daTtansHoOM cemernHon MHComMHumn (PCH).
O6e atn rpynnbl coctaBnaT okono 10% oT Bcex HabnwogaemblX MNPUOHHBIX
3abonesaHun n 90% cny4aeB npefcTaBneHbl cnopaanyeckon popmon bKA. [2,4]

BonesHb Kpewntudenbaa-Akoba (BKA) Bxogut B~ CeMenCTBO pegkux wu
CMepTenbHbIX  AereHepaTtuBHbIX 3aboneBaHuMi  4YerioBeKa, XapaKTepusyroLnxcs
nporpeccupyrowen oucdyHKUnemn rofioBHOro Moara.

Cpeon XMBOTHbIX Haumbornee spkMMW NpUMepaMn [JaHHOro 3aboneBaHusA
ABMAKOTCA Cpenu WM no4vecyxa oBel U Oblubs rybyatas sHuedanonatus, 6onblue



n3BeCTHas kak 6GelleHCTBO KPYMnHOro poratoro ckota. Habniopgaetca 3apaxeHue oOT
OZHOroO BMaa MnekonutarLmx K Apyromy, B TOM YUCIe N YEeNOoBEKY.

Ona 4yenoBeka cnopagunyeckas copma BKA  gaensetca  Hambonee
pacrnpoCcTpaHeHHOW, 4YTO cocTaBnseT okono 85% cnyyaeB WU B paBHOW CTeEMNeHU
BCTpeYaeTCcss y MYXYMH U Yy XXEHWWH B Bo3pacte 65 ner u crapwe. YactoTa
BCTpeyaeMocTn 3abonesaHus coctaenset 1- 1,5 : 1000000. OTmMeyaeTca BbICOKUN
ypoBeHb 3a6051€BAaEMOCTM Cpeamn XuTtenem cenbCkon MECTHOCTM N (hepMepPOB, KOTOpbIe
Haxo4ATCA B KOHTaKTe C ApyrMMuM BUAAMW XUBOTHbIX, HOCUTENAMW MPUOHHBLIX
3abonesaHun. CumnTombl, XapaktepHble ana bKA, He uMetoT CyLLeCTBEHHbIX OTNNYMIA
B 3aBMCMMOCTM OT cnocoba 3apaxeHus. Haubonee xapakTepHbl Knaccuieckme
CMMNTOMbI cnaboymmns, CONpoBOXAAKLWMECH YCTaNOCTbio, HEAOMOraHMeM, acTeHUEN,
aHopeKcuen, paccTpOMCTBOM pexumma CHa. YXydwaeT cocTosiHe  BOonbHOro
MO3XXEYKOBas aTakcus, KoTopasa BreyeT 3a cobon nosiBNeHuMe purngHocTu, Tpemopa,
xopeoaTteto3a W MUWOKNOHWYEeCKMe npunagkd. Y 4actm naumeHToB 3aboneBaHue
NPOSIBNIAETCA UCKIMTIOYUTESTBHO B POPME KOMHUTUBHBIX HapyLLUEHUI, COMPOBOXAAOLLMXCA
notepen namaTu, CNyTaHHOCTbIO cO3HaHuA. [1o 90% OOnbHbIX yMUPAKT B TeYeHue
nepsoro roga 6onesHun. Ha cerogHAawHuin geHb BKA oTHOCUTCS K HeunaneymmbiM
OonesHAM, HO npunaralTCa akTUBHblIE YCUINUS  ONs  HaxoxgeHus cnocobos
nannuaTMBHOro rneyenHus. [5,6]

Cungpom [epctmaHHa-lTpeyccnepa-Lennkepa (CrLULL) oTHocuTCca K rpynne
NPUOHHLIX 6onesHen, obycnosneHHblx MyTauuen reHa PRNP Ha 20 xpomocome B
kogoHe 102, rpe NPOfNH MEHHAEeTCH Ha nenuuH, B pesynbTate MnpoucxoamT
natanornyeckoe M3MeHeHue B CTPyKType Oernka npuoHa, KOTOPbIA HakannMBaeTcs B
rofloBHOM MO3ry, obpasoBbiBad amunongHole OnNAWKKW, MNoBpexaawwme HeNnpoHbI.
MoTeps kneTtok mMo3ra nNpuBOAUT K (OPMUPOBAHUKD MPOrPEeCcCUBHbBIX aTakcum,
HapylWeHU0  KoopAuHauuK,  AeMeHuun, an3apTpun,  HUCTarMm,  3puUTesibHbIX
pacCTpoONCTB, NpPUBOAALWMX K  CrenoTe, 3aTpyAHEHU  [NoTaHus,  FnyxoTe,
napknHcoHusmy. 3abonesaHve HabntogaeTca y nogen B Bo3pacte oT 25 oo 60 net u
MOXeT anutbcs oT 3 mecsaueB Ao 15 net. CpefHss NpoaoSKUTESNbHOCTb XKU3HU
6onbHbix ¢ Cr'W coctaBnsieT okono 5 net. CuHgpom [epctmaHHa-LLTpeyccnepa-
LLlenHkepa Hacrnenyetcss no ayTOCOMHO-AOMWHAHTHOMY TUMY, XapakTepusyrLLMNCcs
HacrneacTBEHHbIM M cnopagudecknm crnocobammn sapaxeHusi. HYactota BCTpeyaemocTu
3abonesaHus coctasnset 2 Ha 1000000. [7,8]

daranbHaa cemenHaas wuHcomHus (PCU) aBnseTcs peakum  NPUOHHBIM
3aboneBaHMeM C ayTOCOMHO-OOMWHAHTHbIM TWUMOM HacnegoBaHUss W HEMNoJSTHOM
NEeHeTPaHTHOCTbLI0, CBA3aHHOe C TodevHou MyTtaumen (GAC-AAC) B kogoHe 178
(D178N) reHa 6enka npuoHa (PRNP), pacnonoxeHHoro Ha 20 xpomocome (20p13), uto
NPUBOOUT K 3aMeHa acrnaparvMHOBOW KUCIOTbl Ha acnaparuH. BospacTHon ananasoH
pa3BuTuA 3abonesaHnst coctaBngaeT oT 36 oo 62 net, B cpegHeM 51roa, He 3aBUCMMO
OT MNONOBOW npuHagnexHocTn. CmepTb HacTynaeT wmexay 8-72 mecsauammn 60nesHu.
3aboneBaHne umeeT yeTbipe cTagun pasBuTus. PaHHMEe cMMNTOMbI NEepBOW CTaaun
pas3BuTMa 6onesHn, ANSAwencss OKOMNO YeTblpex MeCsUEeB, CBf3aHbl C HapyLleHWeM
pexuma CHa, CONpPOBOXAAKLWMECS anaTuen, CHUKEHUEM >XU3HEHHOW aKTUBHOCTW,
dopMupoBaHMEM  pasnnyHbix  GQobuhn M pasBUTMEM  MAHUYECKOro  CTpaxa,
HEOOBACHMMON BeYepHen IMXopadku, apTepuanbHOW TUNepTEH3UU U TaxuKapauw.
AnuTenbHOCTb BTOPOM CTagum OOMNEe3HU COoCTaBnseT OKOSlo NATU  MecsueB U



CONpoBOXAaeTca rannounHaunsaMn, TPEBOXHbIM BO30DYyXOeHneM U 0OUMbHbIM
notootaeneHnem. [1poaormKUTENbHOCTL TpeTberW CTagun COCTaBMsieT OKOMO Tpex
MEecsileB W XapakTepu3yeTcss CTOMKOM 6eCCOHHMLEN, BbI3blBAlOLWEN MNOSHYHO
MCUXONOrMYECKYH0 HEeCOEpP)XaHHOCTb B MOCTyMKaX, yxyAaweHuwem namatu. [ocnegHas
cTagust ONUTCA OKOMO LECTU MecsiueB W COMNpPOBOXAAETCA AeMeHUMen W MOSHOW
6eCCOoHHMLEN, YTO NPUBOAUT K UCTOLLEHUIO U Tnbenu 6onbHoro. PaTanbHas cemenHas
WHCOMHMSA HacnegyeTcs N0 ayTOCOMHO-AOMUHAHTHOMY Tuny. [9]

bonesHb  Kypy saBnsietcs  pasHOBUMOHOCTBIO  MPUOHHLIX  3aboneBaHui
HeMpogereHepaTMBHOIO TUNa C reHeTUYECKUM MPOUCXOXAEHMEM, KOTopas noryyuna
pacnpocTpaHeHune 6narogapsa nnemeHn KkaHHM6anoB, XMBLUMX Ha BbICOKOropbsax lManya-
Hoson [BuHen. PacctponctBa HabntogaloTcsa MPEeMMYLLECTBEHHO Y JKEHLUWH OKOJo
60%, pneten oboux nonos okorno 38% un Tonbko B 2% cnyyaes 6one3Hb HabnogaeTcs
y B3pOCnbIX MYyX4uH. Bospact nauveHtoB cocTtaBngetr oT 4 pgo 60 ner.
MpogomkutenbHocTb 6onesHn 6 - 9 mecaueB. Henpornctonornyeckne mccrnenoBaHus
MOKa3bIBAKOT LUMPOKYID HEMPOHHYKD U MUENWHOBYIO AereHepauuio, acTpornuanbHy u
MUKpOrnunanbHyto nponudepauunio. Hanbornee CUNbHO MNOPaXawwTCAd MO3IXKEYOK U
aKCcTpanupammngHaa cuctema. KrnumHudeckass KapTMHa HavMHaeTcss C MNocTypanbHOW
HEeyCTOMYMBOCTN N TPEMOpA, KOTOpble MPOrpeccupyroT, CONPOBOXAAAChb HapyLUEHWEM
KOOpAMHaUMM M CMOCOBHOCTM CaMOCTOATEHO nNepenBuratbcs. Ha 3aknioumtenbHoM
atane 6GonesHn  HabnganuCb  KOTHUTMBHbIE  HApyLIEeHWsl.  XapaKTepHbIMU
HEeMponaTonorMyeckuMmM CMMMNTOMaMKn SABMSKOTCSA MPUCYTCTBME aMUITOMAHbLIX OnsLlek,
rmaBHbIM 06pa3om, B Mo3xeuke. Cuntaetcs, 4Yto anmaemmss 6onesHun Kypy Hadanach u
pacnpocTpaHunacb 4Yepes puTyasnbHbIi KaHHMGanuM3aM. Ha nuke anugemum 4vactoTta
coctaBnsana 1% HaceneHus. 3anpelleHne Takux puTyanoB B NATUAECATbIX rogax
NPOLLIIOro CTONeTUs NPUBENO NPaKTUYECKN K MNOMHOM NUKBMaaumm sabonesanus. [10]
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