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[Ipuonnbie 3aboieBaHUS — OSTO CMEpPTENbHBIE HEWpOJETeHepaTUBHbIC 3a00JIeBaHUS
YelloBeKa U JKUBOTHBIX, SIBJSIOUIMECS NEPBUYHBIMU AMHJIOMI03aMH, BbI3bIBAEMBIMU MPUOHAMHU
(HM3KOMOJIEKYJIIPHBIMU Oelikamu ). JlaHHBIe 3a00eBaHUST OTHOCITCS K KOH(OPMAIIMOHHBIM, TaK KaK
B OCHOBE UX IaTOTeHe3a JEeKUT TpaHchopmalus cOOCTBEHHBIX HOPMAIbHBIX OEJIKOB OpraHu3Ma
(PrP®) B undexuuonnyro npuonnyo ¢opmy (PrP¢). Tpanchopmanus HopMaabHOH (GOPMBI
IIPUOHHOTO OelKa MOXET OBbITh pe3ynbTaToM B3amMmoneiictBus PrP¢ m PrPS, cpssanHoro c
YBEJIMYEHUEM YUCIIEHHOCTH IIPUOHOB.

K mpuonHsiM 3a0oneBanusiM oTHOCATCS: Oosie3Hb Kpentidenpara-SIkobda, bonesns Kypy,
¢batanpHas cemeiinas Oecconnuia, cuaapom I['epcrmanna-lltpeyccnepa-llleiinkepa, nepemenHas
MpoTea3Has CEHCUTHBHAs MPUOHANATHS, aMUOTPOPUIECKHM JTEHKOCTIOHTHO3, 001e3Hb AlbIiepca u
IpyTHE.

QaranpHas ceMmeiiHas OeccoHHula Wi QatanpHas cemeitHas uHcomuus (DCU)- peaxoe
HEU3JIeYMMOe ayTOCOMHO-JOMMHAHTHOE 3a00JeBaHHE, XapaKTEpU3YIOLIeecs IpOorpeccupyromen
OECCOHHMIICH, CHMIIATUYECKOW THUIEPAKTUBHOCTHIO, AaTaKCHe, TPEMOpPOM, MHOKIOHHMSIMH U
rajuronuHanusamMu. [IpuBoauT K KpailHEMy HMCTOLIEHMIO M JIETalbHOMY HcXony. Pa3BuBaercs
BCIIeICTBHE MHcceHe-MyTanuu B kKogone 178 (D178N) rena PRNP B coueraHnn ¢ METHOHHHOM B
nomMop(HOM KojioHe 129 Ha TOM ydacTKe Ha TOM K€ MYTaHTHOM ajuiesie (T.€. B IUC-TI0JI0KEHUH )-
ramotunn D178N-129N. Jlannas MyTtanus BO3HHKaeT B pe3ylbTaTe 3aMEHbl aclaparuHa Ha
acrnaparHoBYIO KMcIIOTY B KojioHe 178 rena PRNP. Benencrue npeBpalieHysi HopMalbHbIX O€IKOB
B IIPHOHBI B TaJlaMycCe HAKAIJIUBAIOTCA aMWJIOUAHbBIE OJISIIKH, YTO MPUBOAMUT K HAPYIICHUIO CHA Y
MAIMEHTOB.

Jns  uHpeknMoHHBIX (OpM NPUOHHBIX Oose3Hel XapakTepeH (heKaabHO-OpaIbHBIN
MEXaHM3M Iepeiaul, a TAKKe ATMMEHTapHbIN (ITOCPEACTBOM YIOTPEOIEHHS B NUILY 3apaXKEHHOTO
Msica OOJBHBIX >KMBOTHBIX), MapeHTEPANbHBIN, MHTPAONEPAIMOHHBINA, TPaHCIUIAHTAIMOHHBIA U
remotpanc(py3noHHBIA TyTH mepenayu. Hopmanbubiil 6enok komupyercs reHom PRNP, xoTopsrit
MPUCYTCTBYET HE TOJIBKO y MIIEKONMTAIOMIMX, HO M Yy pbl0 WM OTHL. DTO MO3BOJSET CAeaTh
MIPENIOJIOKEHUE O BO3MOXHOW CBSI3U yNOTPEOJIeHHUs B MUILY PHIObI U MsAca MTULBI, 3apaKEHHBIX
MIPUOHAMHU, M BOSHUKHOBEHHUS Pa3IMYHbIX IPUOHHBIX 3a00s1eBaHuil. B nanHOM ciyuae peida u Msico
NTUIBI OYIyT BBICTYNATh B posid (DaKTOPOB Mepenayn.

NMMyHUTET K NPUOHHBIM 00Je3HsIM He (OopMHUpYyeTcs, JaHHbIE 3a00JIeBaHUS SBISIOTCS
JI€TaIbHBIMH.

daranbHas ceMeiiHas 0€CCOHHMIIA OTHOCUTCS K TeHETHUECKUM IPUOHHBIM 3a00JI€BaHUSIM, HO
TaK)X€ MOXKET MPOSIBIIATHCS B BUJIE CIIOPANUECKON (POPMBI, BHI3BIBAEMON CIIOHTAHHON KOHBEpCHEH
6enka. CymiecTByeT npeanoioxenue o ToMm, uto ®CH MoxkeT BO3HUKATh BCIEACTBUE COMAaTUYECKON
MYyTalUH.

daranbHas ceMeiiHas ”THCOMHUS ABJSIETCs peIKuM 3a0oseBanrueM. Beero u3BectHo 40 cemetd,
r7ie HaOJII01a1ach TaHHAasK MaToJIorus. B oaHOM U3 ceMeit ¢ po1oCIoBHOM 13 288 POJICTBEHHUKOB B 6
MOKOJIEHUSX, 0TMeueHO 29 ciiyuaeB OCU.

[Tockonpky ®CU HacnegyeTcs M0 ayTOCOMHO-AOMUHAHTHOMY THUITY, HET PA3IUUUN MEXITY
MIPOSIBJICHUSMH 3a00JI€BaHUS CPETU MY>KUMH U )KEHIIMH.

[TprioHHBIE 00JIE3HU CUMTAIOTCS HEU3JIEYHMMBIMU CMEPTEIbHBIMU 3a001eBaHusIMU. OTHAKO B
HacTosIee BpeMs pa3padaThIBAlOTCS METObl UX JieueHUs. VIMEIOTCS CBEIEHUS O MOJIOKUTEIEHOM
oTBeTe Ha JiedeHue nanueHTku ¢ ®CU riarokokopTHKOCTEPOUIAMH.
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