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AKTYaJILHOCTB HccienoBanms: Ceifdac BBISIBJICHO JIMIIh HECKOIBKO 3a00JICBaHUMN, BHI3BAHHBIX
npuoHamH [4], K YUCITy KOTOPBIX OTHOCUTCS U (aranbHas cemeiiHas 6ecconnuna [1]. lannaeie maro-
JIOTMM MOTYT MMETh BHE3allHOE HalpaBiieHHe TeueHus. KpaifHe penko K BO3MOXKHBIM NPUYHHAM
CMEPTH, BBI3BAHHOHN MMOPAKEHUEM LICHTPAJIILHOM HEPBHOM CUCTEMBI, OTHOCST IIPHOHHBIE 3a00JIeBaHUS
[2]. [ToaTOMyY OYEeHB BaKHO M3yUCHHE MOJICKYISIPHBIX MEXaHU3MOB C IICJTBI0 CO3MaHUs Hanmboiee J10-
CTYIHBIX AMATHOCTUYECKUX KPUTEPHEB, KOTOPBIC MOMOTYT BBISBIATH 3TH MMATOJOTMU B LIEJIOM U Ha-
XOJIUTh BO3MOXHBIE CITIOCOOBI UX Tepanuu [3].

Leap ucciaenoanusi: M3yduTs MoJIeKyISIpHbIC MEXaHU3MBbI IIATOTEHE3a NPUOHHBIX HH(PEKUNH, B
JaCTHOCTH, (aTadbHON CeMeitHO# OeCCOHHUIIEI.

Marepuaiasl u Metoabl: Kpurnmueckuii anamm3 3apyOeKHBIX JHUTEPATYPHBIX HCTOYHHKOB:
eLibrary, PubMed, Medscape, ACOG.

Pesyabrarpl: ®aranbHas cemeiiHas OecCOHHUIA CBsA3aHa ¢ MyTauueil B 178 koloHe reHa, KOau-
PYIOIIero HOpMaJIbHBIN MPUOHHEIN O0enok, PRNP B coueraHnn ¢ KomoHOM, KOAUPYIOIIEM METHOHUH,
B mo3unuu 129. Mytanust D178N B coueTanuu ¢ KoqoHOM 129, KOOUPYIOMHUM BajuH, TPUBOINUT K
cunnpomy Kpedtidenpara-Axoda. [Tomumoppusm 129 kojoHa MYTaHTHOTO aJieNs BIUSET HA He-
npaBuiibHOE cBepThiBaHue PRP, uTo mpuBoIuT K 00pa30BaHUIO OTIUYUTENBHBIX [ITAMMOB IIPUOHOB
co crneurUYecKUMH HEHPOTOKCUUYECKHMMH CBOWCTBaAMH. Takke OTIMUYUTENBHOM OCOOEHHOCTBHIO
PrPSc, BbI3bIBatomero (aranbHy0 ceMelHyI0 O€CCOHHUILLY, SBISETCS HEAOCTATOUHAs MPEACTABICH-
HOCTh HEerTUKO3MIHpoBaHHBIX (hopM PrPSc. Kogon 129 nHa HopmanbHOM aniesne JOMOIHUTEIHHO U3-
MeHsieT (eHOTHN TpH (paTanbHOW ceMelHOW OECCOHHHMIIE, OMPEACISIONINN CYyIIeCTBOBAaHHE TPYIIT
MAUEHTOB U3 TOMO3HUIOT M TeTEPO3UTOT. AJlenbHoe npoucxoxaeHue PrPSc He oObsicHseT 3Ty Ha-
XOJIKY, ITOCKOJIbKY B 00oMX ciydasix (aranbHOll cemelinoit Oecconnuunsl PrPSc skcmpeccupyercs
TOJIBKO MYTAHTHBIM aJIJICJIEM.

daranbHas cemeitHass OecCOHHHIA 0OOBIYHO MPOSIBISIETCS MEKIY YETBEPTHIM U IIECTHIM JICCATH-
JISTUEM HU3HU, Yallle BCero B Bo3pacte oT 51 1o 60 jeT, HO TakKe U3BECTHBI Ciiy4yau 00Jiee paHHEro
MPOSIBIICHUST OOJE3HHU.

BbiBoabl: AHanM3 MOMyYEHHBIX AAHHBIX [TOKa3bIBAET, YTO (paraibHas ceMeiiHas O€CCOHHULA SIB-
JISITCsl HACJIEeICTBECHHBIM MaJIOW3y4YEHHBIM 3a00JI€BaHUEM, CBS3aHHBIM ¢ MyTauueil B 178 komone
rena PRNP, xonupytoniero npronHslil 6enok. [IposiBiisieTcs 0HO yaiie Bcero B 0ojiee MOXKHMIOM BO3-
pacTte, HO B TPYIITY PUCKa BXOJUT JOCTATOYHO OOIBIION BO3PACTHOH JHAaNa30H.
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