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AKTYaJIbHOCTh MCCJIeIOBAHUS: BEJIETCA aKTUBHOE U3yYEeHHE MPUOHHBIX OOJIE3HEH, BXOIAIINX B
rpymiy HeiipounHdekmii. OHU TOpakaloT NEHTPAIbHYI0 HEPBHYIO CUCTEMY U HOCSIT BHE3aIHBIN Xa-
pakrep[1]. B cBs3U C aCUMIITOMAaTUYHBIM MHKYOAIIMOHHBIM TICPHOIOM BaXKHBIM MPEJICTABIISCTCS pa3-
paboTKa OCTYIMHBIX METOJOB TUAarHOCTHKH, CKDUHUHTA U Tepalluy Takux 3aboieBanuil [2]. OgHako
TPYAHOCThH B TMAarHOCTHKE 3aKITIOUAETCS B TOM, YTO IPU KOHCTATAI[UU ITPUYHHBI CMEPTH PEIKO pac-
CMaTpHUBAIOT 00JIC3HU, BEI3BaHHBEIC MproHaMu. DaTtanpHas cemeitHas 6ecconnunmna (PCB), B cBs3u ¢
JIOKAJBHBIM XapaKTepOM CBOEH 3MHIEMUOJIOTHH, SBIISETCS Hanbosee ONTUMaIbHOW HO30JI0THeH aiis
HCCIIEIOBaHUM, TaK KaK HOBBIC CJIy4au 3TOTO 3a00JIeBaHUS PETUCTPUPYIOTCS TIO Ceil JieHb [3].

Leapb nccaenoBaHusi: U3yYUTh MOJICKYIISPHBIE MEXaHU3MEI ITaTOreHe3a (araibHON CeMeiHoi Oec-
COHHUIIBL. PacCMOTpETh MOTEHIIHABHBIE CITOCOOBI JUATHOCTHKY W TEPAITUU TPUOHHBIX OOIEe3HEH.

Marepuajbl ¥ MeTOAbI: KPUTHYCCKHH aHanu3 3apyOeKHBIX JHUTEPaTypHBIX HCTOYHHKOB:
eLibrary, PubMed, Medscape, ACOG.

Pe3ynbrarhi: NpUYUHON HACJIEACTBEHHON (POpMBbI (haTaabHOW CEMEHHONW OCCCOHHUIIBI SIBISICTCS
myTtarus B 178 xonone rena PRNP HopmansHOrO mpronHoro Oenka PRP B coueranuu ¢ 129 komo-
HOM, KofupyromeM MeTHoHUH. [lomuMopdnsm 129 komoHa Ha MyTaHTHOM ajljieie OKa3bIBAaeT BIIUS-
HUe Ha KoH(opMauio HopMainbHOrO puoHHOTO Oenka PRP, B pesynbrare uero obpasyercs Genok
PrPSc, oGnanmaromuM HEHPOTOKCHMYECKMMH CBOMCTBaMHU. Takke OTIMYUTECIBHOH OCOOCHHOCTBHIO
PrPSc, BeI3BIBatOIETO (paTabHyO0 CEMEHHYI OSCCOHHHUILY, SBISIETCS HEOCTATOYHAS MPE/ICTaBICH-
HOCTh HETTMKO3WINPOBaHHBIX GpopMm PrPSc. KpomMe Toro, BO3MOXKHO CyIieCTBOBaHUE JBYX T'PYIIII Ta-
IUEHTOB C pa3HbIM (DEHOTUTIOM: TOMO3HUTOT M TE€TEPO3HUTOT:. Y TOMO3HUTOT, B OTIIMYUE OT FETEPO3UTOT,
MPOJOJDKUTEILHOCTh 3a00JIeBaHUsI KOpoue, OSECCOHHMIIA OOJiee TsXkelias, a TUCTOIMATOJOTUs OoJee
OTpaHUYCHA TAJIaMyCOM. DTO CBs3aHO ¢ 129 KOJJOHOM Ha HOpPMAaJIbHOM ajuielie. TakuM o0pa3oM, Ko-
IoH 129 B couetanuu ¢ mytauueit D178N urpaet ABOHYIO poJib: HA MyTaHTHOM aJjljieJie OH onpese-
JISieT OCHOBHBIE (DEHOTHITHMYECKHE 0COOEHHOCTH 3a00IeBaHms, B TO BpeMs KaK Ha HOPMAJILHOM aJiie-
Jie OH MOAYJIHMPYET MPOIOJDKUTENBHOCTD U TSXKECTh TeueHus 3a0oneBanus. B HacTosmee Bpems ax-
TUBHO BEJETCS CO3JaHHEC M COBEPLUICHCTBOBAHHE UArHOCTHUECKHX KPHUTEPHUEB MJISI BBISIBICHUS
MIPUOHHBIX HO30JIOTHH, yIYUIIatOTCS METOMBI JIAOOPATOPHOM, B TOM YHCJIe MOJICKYISIPHOH, JUATHO-
ctuku. [IpoBoasiTcs rccieoBanms MO TOMCKY METOJOB Tepanuu. llepcrieKTuBHOM MpencTaBisercs
ncnons3oBanue cucteMbl CRISPR/Cas9 nns pemakrupoBannu reHoma pu OCh. [lepBrie mpu3Haku
(hatanabHON ceMeitHONW OSCCOHHHIIBI OTMEUAIOTCS Yallle BCErO B CPEJIHEM U MOXKUIIOM BO3pacTe, HO
9TO HE OTMEHSET MPOsIBIICHHE 00JIE3HU Y 00JIee MOJIOBIX JIOICH.

BriBoabi: OCh sBisieTcss ayTOCOMHO-IIOMHUHAHTHBIM HACJIEJICTBEHHBIM 3a00JIeBaHHEM, CBS3aH-
HbIM ¢ MyTauueit D178N B coueranuu ¢ 129 koqoHOM, KOTUPYIOIIUM METHOHMH. Hale BCcero nposis-
JSIETCSI MEXY 4 U 6 JIeCITUIICTHEM U MPUBOAMT K JIETATHHOMY HCXOJy. DKCIPECC-TUATHOCTHKA MY-
tanuii reHa PRNP B JlaHHBII MOMEHT HE MPEJICTABISICTCS BO3MOXKHON B CBS3U C BBICOKOW OMOJIOTH-
YECKOW OMAaCHOCThID W OTCYTCTBHEM JUArHOCTUYECKMX KputepueB. OJHAKO MEPCHEKTUBHON
BO3MOXKHOCTBIO TIpe/cTaBisieTcss ucronb3oBanue TexHomornn CRISPR/Cas9 B Tepanuu mpuoHHBIX
3a0oeBanuii, B ToM yncie OCB.
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