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PE3IOME

[MpuoHHvble 6os1e3HU ([16) npedcmasnaom coboul epynny pedKux, HO CMepmeslbHbIX
HelipodezeHepamugHbix 3a60/1e8aHul, 8bI38AHHBIX KOHGHOPMAYUOHHOU MpaHCc-
¢opmayueli HOpMaAnbHO20 NPUOHHO20 beslka 8 NAmMoJsio2uYecKyro U30popmy.
Hecmomps Ha Hu3kyto 3a6onesaemocms, 16 ocmatomcs cepbe3Hol MeduKo-co-
yuaneHol npobnemol u3-3a omcymcmaus 3¢ppekmusHbiX Memooo8 JeyeHus
U pucKka AmpozeHHoU nepedayu.

Llenvio 0630pa A8naemcs 8visig/ieHuUe K/1104Yesblx HepelueHHbIX NpobieM 8 U3yyeHuu
NPUOHHBIX 3a6oesaHul, B8K/IYAA MOJIEKY/IAPHbIE MeXaHU3Mbl NamozeHe3d, 803-
MOXHOCMU paHHeU OUazHOCMUKU U hepcneKmueHble HanpasieHus mepanuu, a mak-
XXe onpedeneHue HauboJsiee akmyasbHblX HanpasaeHul 019 6yOyuux ucce0o8aHudl.
[posedeH cucmemamudyeckuli nouck aumepamypsl 8 6asax O0aHHwuix PubMed,
Google Scholar, eLibrary u CyberlLeninka 3a nepuod ¢ 2016 no 2025 200. Omobpa-
Hbl 53 pesiesaHMHbIX Ny6IUKAYUU, 8K/THOYAA OpUUHAJIbHbIE UCC/Ie008aHUS, 0630pbI
U KJIUHUYecKue cjiy4au. AHaIuU3 86IN0JIHEH 8 COOMBEeMCMBUU C peKoMeHOayuamu
CINAR u kpumepuamu SANRA.

YcmaHoeneHo, Ymo cospemeHHble MemoObl duazHocmuku (RT-QulC, DWI-MPT) 3Ha-
YuMesIbHO yyqwunu 8visgagemocms b, 00HAKo ux HedpeHUe 02PAHUYEHO 8bICO-
Kol cmouMocmeto U HEO6X0OUMOCMbIO CNeyuanu3upo8aHHol nodzomosku. B me-
panuu Haubonee nepcneKMUBHbIMU HANPABIEHUAMU AB/AIOMCSA MOHOK/IOHAIbHbIe
aHmumena (PRN100), aHmucmebiciioseie onuzoHykneomudel u CRISPR/Cas9. Snude-
Muosoeuyeckue 0aHHble NOOMBEPXXOaom CHUXeHUe C1y4aes 8apuaHmHoul ¢opmel
6one3HuU Kpelimygenboma — Akoba 6i1azodaps mepam 6uobe3onacHocmu, Ho coxpa-
HAIMCA PUCKU, CBA3AHHbIE C 051UMeslbHbIM UHKYOAaUUOHHbIM NEpUOOOM.

Ansa ynydweHus ouazHocmuku u sedeHus 16 Heo6xo0UMO co30aHuUe HAYUOHAIbHO20
peaucmpa, pazgumue 1abopamopHoU cemu, obydyeHue Cneyuaaucmos U ycusneHue
mep 6uobezonacHocmu. lMepcnekmugsl ucciedosaHuli c8sa3aHbI ¢ KOMOUHUPOBAH-
HbIMU mepanesmuy4ecKuUMU N0OXo0amu U yesiy6ieHHbIM U3yYyeHUeM MOJIeKYIAPHbIX
MexXaHu3mMos 3a60/1e8aHUs.

Kniouesole cnosa: npuoHHvle 6onesHu, 6oie3Hb Kpelimugenooma — Akoba, namo-
Jl02u4eckas KoHgpopmayus 6esika, 6UOMapKepsbl, SnuzeHemuyeckas peyaayus

Ona uyntupoBaHus: letkoB A.C., MaBnyTuH K.A., YepHbix E.M., XacaHoBa H.M., Tpxn608-
ckuin A.M. MpuroHHble 60N1e3HU: COBPEMEHHbIE NPefCTaBeHUs O NaToreHese, ANarHOCTU-
Ke 1 Tepanuu (HappaTuBHbIN 0630p). Acta biomedica scientifica. 2026; 11(1): 12-26. doi:
10.29413/ABS.2026-11.1.2
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RESUME

Prion diseases (PD) represent a group of rare yet fatal neurodegenerative disor-
ders caused by the conformational transformation of the cellular prion protein into
its pathological isoform. Despite their low incidence, these diseases remain a signifi-
cant medical and social challenge due to the lack of effective treatments and the risk
of iatrogenic transmission.

Purpose of the review was to identify key unresolved issues in PD research, in-
cluding molecular mechanisms of pathogenesis, opportunities for early diagnosis,
and promising therapeutic approaches, as well as to outline the most critical direc-
tions for future studies.

A systematic literature search was conducted in PubMed, Google Scholar, eLibrary,
and CyberLeninka databases for the period 2016-2025. Fifty-one relevant publications
were selected, comprising original studies, reviews, and clinical cases. The analysis was
performed in accordance with CINAR guidelines and SANRA criteria.

Modern diagnostic techniques (RT-QulC, DWI-MRI) have significantly improved
the detection of PD, though their widespread implementation is hindered by high costs
and the need for specialized expertise. The most promising therapeutic strategies in-
clude monoclonal antibodies (PRN100), antisense oligonucleotides, and CRISPR/Cas9
technology. Epidemiological data confirm a decline in variant Creutzfeldt - Jakob
disease (vCJD) cases due to enhanced biosafety measures, though risks associated
with prolonged incubation periods persist.

To enhance the diagnosis and treatment of PD, it is essential to establish a national
registry, expand laboratory networks, train specialists, and strengthen biosafety pro-
tocols. Future research should focus on combined therapeutic strategies and in-depth
exploration of the molecular mechanisms underlying these disorders.

Keywords: prion diseases, Creutzfeldt — Jakob syndrome, protein misfolding, bio-
markers, epigenetic regulation
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AKTYAJIbHOCTb NMPOBJIEMbI

MpuoHHble 6one3Hn (MB) NnpeacTaBnaT cobon yHN-
KasbHYIO Tpynny HempohereHepaTVBHbIX 3a60neBaHui,
naToreHe3 KOTOPbIX CBfi3aH C KOHGOPMALMOHHON TPaHC-
dopmaumen HopmanbHOro KNeTOYHOro NPUOHHOro 6en-
Ka (PrPAC) B ero matonoruyeckyto nsopopmy (PrPASc) [1].
HecmoTpa Ha OTHOCMTENbHO HK3KYK 3ab0neBaeMoCTb
cnopaaunyeckon dopmon bonesHn Kpentudpenbara — Ako-
6a (BKA) — 1-2 cnyyaa Ha MUINNOH HaceneHus B rog [1],
3T 3ab60sIeBaHNA OCTATCA CEPbE3HON MeAMKO-CoLu-
anbHoW npobnemon BBUAY WX HEU3BEXHO NeTasibHOro
MCXofa, YHMKaNbHbIX Oon0orMyeckux CBONCTB Bo30yan-
TenA U pucka ATPOreHHOW nepegayn.

CoBpemeHHble unccnepgoBaHua b 6epyT Hauano
¢ pabot CraHnm lMpy3umHepa, KoTopbii B 1982 rogy BBen
TEPMUH «MPUOH» (OT aH. «proteinaceous infectious par-
ticle») pns 0603HaYeHUsA NPUHLMNMANIBHO HOBOTO KNacca
MHPEKLMOHHbIX areHToB. B oTnnume oT TpaguLMOHHbIX
naToreHoB (BMpPYCOB, OAKTEPUIA), MPUOHbI NPeACTaBAAIT
Cco60l1 UHOPEKLMOHHbIE GENKOBble YacTuLbl, Bbi3blBalo-
Wwme rpynny CMepTesbHbIX TPAaHCMUCCUBHbIX Helpogae-
reHepaTVBHbIX 3aboneBaHWN, BK/OYaA CKpenu y oBel
n bKA y uyenoseka. YHuKanbHble CBOWCTBa MPUOHOB,
B YAaCTHOCTU UX UCKMIOUYMTENIbHAA YCTONUYNBOCTb K UOHU-
3MpyloWwemMy 13yyeHunto, U3HayvanbHO MO3BONWUAW Npea-
NONOXKUTb UX NPUHUMMNNANbHOE OTANYME OT BUPYCHbIX
yactuy. Paguobrionoruyeckue nccnegoBaHna nokasanu,
uTO pasmMep UHPEKLMOHHOIO areHTa 3HaUNTENbHO MEHb-
e TUMUYHBIX BUPYCOB, YTO OODBACHAET €ro Pe3nUCTeHT-
HOCTb K paguaunu. 3Tv HabnogeHUs NoNyYnIn SKCnepu-
MeHTanbHOe NoATBEepPXKAEHME NPU BblAeNeHnr 13 Mo3ra
3apaXkeHHbIX CKpenu XxoMakoB ocoboro 6enka (PrP), ne-
MOHCTPVPYIOLEro yCTONYMBOCTb K OrpaHMUYeHHOMY Npo-
Teonusy npotemHason K. JanbHenwme nccnegoBaHuA
BbIABUMIN KJTHOUYEBbIE XapaKTEPUCTUKM MPUOHOB: BO-Mep-
BblX, MPAMYIO KOPpenAuunto Mexay KoHueHtpaunen PrP
N TUTPOM MHOEKLUOHHOCTU; BO-BTOPbIX, KOQUPOBAHME
reHa PrP reHoMOM XO03fMHa; B-TPETbMX, CMOCOOHOCTb
HOPMaJIbHOTO KJIETOYHOro 6Gesfika TpaHCcGOpPMUPOBaTb-
CA B MaToONOrMyeckyio nsodopmy. T OTKPbITUA Nernu
B OCHOBY COBPEMEHHOW Mapaaurmbl, paccMaTpurBato-
wei PrPASc Kak KOHGOPMALMIOHHO U3MeHeHHYy dop-
My 3HporeHHoro PrPAC, npuobpeTatollyto naToreHHble
cBolicTBa bnarogaps N3MEHEeHUI0 TPETUYHON CTPYKTYpbI
Npu COXPaHEHUU MEPBUYHON aMUHOKUCIIOTHOW mnocne-
[oBaTenbHOCTU. [laHHbI MeXaHN3M MPUHLUNNANBHO OT-
NIMYaeTcA OT KAacCMyecknx MHGEKLMOHHbIX MpoLeccoB
M npeacTaBnseT cO60M YHUKaNbHbIN NpuMmep H6enKoBo
HacnencTBeHHocTw [2, 3].

AHanu3 JocTynHon nHbopmaumnm o pacnpoCcTpaHeH-
Hoct B B Poccum BbIABASET CyLlEeCTBEHHbIE MpPObenbl
B 3MNUAEMMOSIONMYECKOM MOHUTOpPUHre 3TX 3abonesa-
HUI. B oTnnume oT eBpONencKmx CTpaH C LeHTpann3oBaH-
HbIMKM CMCTeMaMK permcTpauum, Takumm Kak EBponenickas
ceTb MoHuUTOpuHra bKA, B Poccum paHHble HocsT ¢dpar-
MEHTApPHbIA XapakTep M OCHOBaHbl MPEVMYLLECTBEHHO
Ha eVHNYHbIX NyOAMKauUAX Y OMMUCAHUAX KITUHUYECKNX
cny4yaes.
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Mpuy 3TOM 3NKAemMnonorMyeckne nccneaoBaHns no-
cnefHNX neT MNPOAEMOHCTPUPOBANN TPEBOXKHbIE TEH-
LeHUuUKn: Hanpumep, B BenukobputaHuy 3a 28-neTHUN
nepuopn HabnogeHn 6bin 3aperncTpupoBaH 2541 cmep-
TenbHbIN cnyyan bKA. XoTAa He O KOHUA MOHATHO, CBA-
3aHO 1M 3TO C UCTMHHBIM POCTOM 3ab60JIeBAaEMOCTY UK
C ynyJweHviem BbisiBneHus bKA, obycnosneHHbIM coBep-
LLIEHCTBOBaHNEM METO[IOB AMArHOCTUKM U rNobanbHbIM
cTapeHvem Hacenenus [1]. Ocobyo 03ab0UYeHHOCTb Bbl-
3blBaeT OOHapyKeHne CYyOKIMHUYECKOrO HOCUTENbCTBA
PrPAScy 1 13 4000 o6crieloBaHHbIX JML, YTO CTaBUT MOA,
COMHEHMEe afeKBAaTHOCTb CYLIeCTBYIOLMX MPOTOKOOB
6nobesonacHoctu [1].

CoBpeMeHHble  AMarHOCTUYEeCKe MeToAbl, Takue
Kak amniméourKaunus MPUOHHbIX arperaTtoB B peasibHOM
BpemeHn (RT-QuiC) n guddysmoHHo-B3BeweHHass MPT
(DWI-MPT), 3HauuTenbHO YNyywWnu MPVKU3HEHHYIO
avarHoctuky b [4-6]. OgHako uX WMPOKoe BHeppeHune
CTaNKMBAETCA C PSAAOM OrPaHUYEHUI, BKOUYAs BbICOKYIO
CTOMMOCTb 060PYAOBaHUS M HEOOXOAUMOCTb Creumanu-
31POBaAHHOW MOATrOTOBKU NMepcoHana. Monck HOBbIX GUo-
MapKepOoB, TaKNX KaK O-CUHYKJIEUH B JINKBOPE U Nerkas
uenb HenpodrnameHTa, XOTA 1 EMOHCTPUPYET MHOI00-
Geluatoine pesynbTathl [7, 8], TpebyeT ganbHenwen Banu-
[aLuK B KPYMHbIX KIIMHUYECKMX NCCeOBaHUAX.

TepaneBTrueckne noaxonbl K neyeHuto b octawoTca
KpaiHe orpaHuYeHHbIMU. MOHOKJIOHANbHbIE aHTUTenNa
(PRN100), aHTMcMbIcnoBble onuroHykneotuabl (ION717)
1 MeToAbl reHeTnyeckoro pepaktupoBaHusa (CRISPR/Cas9)
npeacTaBasaoT cobon nepcnekTUBHbIE HanpasBneHusa [9-
11], ogHako mx 3HEKTUBHOCTb 1 6E30MACHOCTb HYXJa-
l0TCA B TLLATeNIbHOW oLleHKe. Oco60ro BHUMAHMWSA 3aCiyXu-
BaeT npobnema NpeofosieHnsa reMatosHuedpannyeckoro
6apbepa 1 JOCTMXKEHNS TepaneBTUYECKUX KOHLIEHTPaLNi
npenapaTtoB B LieHTpasnibHon HepBHow cucteme (LIHC) [9].

HecmoTpA Ha 3HauuTenbHbIA NMPOrpecc B MOHMMa-
HUN MONEKYNAPHbIX MeXaHu3moB b, MHoOrMe acnekTol
MX MaToreHesa OCTaloTCA HeACHbIMW. B yacTHocTu, Tpe-
OyI0T [anbHeNlero u3yyeHus posib SMUreHeTUYeCKom
perynauun [12], 3HaueHne mukpoPHK (ocobeHHO miR-
146a-5p) B pa3BuTUKN HempoBocnaneHua [13], a Takxke
CBA3b MeXAY MPUIOHHBbIMK 1 APYrUMU HeMpohereHepa-
TUBHbIMM 3a6oneBaHusMK [14]. 3T npobenbl B 3HAHUAX
CYLLECTBEHHO OrPaHMUYMUBAIOT Pa3paboTKy dPpPeKTUBHbIX
METO/10B ANArHOCTUKM U NTeYeHNs.

LEJIb Ob30OPA

BbifABNeHME  KIIOUEBbIX  HEpEeLeHHbIX Mpobnem
B m3yyeHun MB, Tpebyowmx AanbHENLLEro MccnefoBa-
HUA, NyTeM KPUTNYECKOrO aHasM3a COBPEMEHHbIX JaHHbIX
0 MONIeKYNIAPHbIX MeXaHM3Max naToreHesa, BO3MOXKHOCTAX
PaHHeN ANArHOCTMKN M MEePCNEeKTMBHbIX HanpaBneHUsaX
Tepanuu. Ocoboe BHMMaHWe yAeneHO MpPOTUBOPEUNAM
B CYLUECTBYIOLIMX KOHLENUMAX NaToreHesa, orpaHnyeHu-
AIM COBPEMEHHbIX ANArHOCTUYECKNX METOZIOB 1 Hapbepam
Ha NyTN BHEAPEHUA HOBbIX TepPaneBTUYECKUX NMOAXOAOB.
O630p Npu3BaH onpenennTb Hanbonee nepcrnekTUBHbIE
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HanpaBneHua gna Oyaywmx ncciefoBaHuii, CroCcoBHbIX
CYLIECTBEHHO YNYUWMWTb AWArHOCTUKY W JiIeYeHne 3STnX
3aboneBaHUNn.

MATEPUAJIbl U METO[bl

MeToponorna nccnegoBaHusA pa3paboTaHa B COOT-
BETCTBMM C COBPEMEHHbIMY CTaHAApPTaMu MOATOTOBKM
HappaTMBHbIX 0630p0B, BK/toyasa pekomeHaaumm CINAR
[15] n KpuTepumn oueHkn KavectBa SANRA [16]. Ocy-
LEeCTBNIEH CUCTEMATUYECKUI NMOUCK NINTEPATYPbI B MEX-
ayHapogHbix (PubMed, Google Scholar) n poccuincknx
(eLibrary, CyberLeninka) HayuHbix 6a3ax faHHbIX 3a Mne-
puoa c 2016 no 2025 roga. NMonck npoBoannca C UCNosb-
30BaHVeM OyneBbiX ONEpPaTOPOB, BKIOUasa Kak 6a3oBble
3anpochl (“prion diseases” or“Creutzfeldt — Jakob disease”
OnA MexAyHapopHbix 6a3, «npuoHHble 3aboneBaHUs»
n «6onesHb Kpentudenbara — Akoba» AnA pOCCUNCKNX),
TakK U Crneunann3npoBaHHble, HAMPaB/eHHbIE HA KOH-
KpeTHble acneKTbl MaToreHe3a, AUarHOCTVKN 1 JIeUeHu .
Ocoboe BHUMaHVe ymenanocb nybnukauusm, nocss-
LLeHHbIM COBPEMEHHbIM METOAAaM HelpoBU3yanu3auum
(MPT, 23IN), aHanu3y nnkBopa (Bkntovasa briomapkepbl 14-
3-3 6enok, Tay-6en10K) 1 NepcnekTUBHbIM TepaneBTuye-
ckum nogxonam (PRN100, CRISPR/Cas9, aHTUCMbIC/IOBbIE
OJIFOHYKeoTnAbl).

OT60p nuTEepaTypbl MNPOBOAWICA B TPWU 3Tana
C NPVYIMEHEHNEM CTPOTUX KPUTEPUEB BKIIIOUEHUSA U NC-
KIIOUeHMA ana obecneyeHns HayuyHo fJOCTOBEPHOCTU
M peneBaHTHOCTU aHanusa. Ha nepsom stane u3 121
BbIAIBIEHHON Nyb6nMKauuym nocne aHanm3a 3arosioB-
KOB 1 aHHOTAUU 6bI10 UCK/oYeHO 47 paboT, He co-
OTBETCTBYIOLLMX KPpUTEPUAM OTOOPA, TaKUX KaK TE3UCHI
KOHbepeHLUMit, MTMCbMa B pefakumnio 1 UCCIIefoBaHus,
MOCBALLEHHbIE  WUCKNOUYUTENbHO  pyHAAMEHTasb-
HbIM acnekTam 6e3 KIWHMYECKOW WHTepnpeTauuu.
Ha BTOopom 3Tane npoBoAnnCA NONHOTEKCTOBbIV aHa-
N3 OCTaBLINXCA 74 cTaTen, NO pe3ynbTataM KOTOPOro
OnA BKIOYeHUA B 0630p 6biiv oToOpaHbl 53 Hanbo-
nee peneBaHTHbIX M METOA0M0rMYeCcK 060CHOBAHHbIX
nyonukauun. Kputepuamm BKIIOUYEHUA CTann OPUrn-
HanbHble WCCIefOBaHMWA, cucTeMaTnyeckue ob3opbl,
MeTaaHanm3bl 1 KIVHUYECKME Cllyyaun, cofepKaliue
3HAUUMYIO KITMHMYECKYI0 MHPOpMaUUio 1 umMeroLne
MOJIHBIN TEKCT B OTKPbLITOM A0CTYyne. bbinv BKOUEHbI
nyo6nMKauum Ha aHMIMNCKOM U PYCCKOM A3blKax, OXBa-
TbiBawOLWME SMUAEMUOSIOTNIO, MaTOreHes3, COBPEMEH-
Hble MeTOoZibl AVArHOCTUKM (BKJIlOUasA HEMPOBM3yann3a-
Lm0, 6MomapKepbl 1 MONEKYIIAPHbIE MeTOAbI), @ TaKKe
HOBble TepaneBTUYecKre noaxoabl. icknioueHbl pabo-
Tbl C HEAOCTATOYHOW METOLO0NIOTMYECKON CTPOrOCTbIo,
TaKne KaKk uccrnefoBaHuA ¢ Manon Bblbopkon 6e3 cTa-
TUCTUYECKOM 3HAUMMOCTU, OTCYTCTBUEM KOHTPOJIbHbIX
rpynn B CpaBHUTENbHbIX aHaNM3ax, a Takxke aybnupy-
Iowpre JaHHble 6e3 HOBbIX BbIBOJOB. B okoHuaTtesb-
HbI aHanu3 BOLWW NCCNeOBaHWA, NpeacTaBasaowme
HanbONbLUY LIEHHOCTb A KIMHUYECKOW MPaKTUKW,
BKJIIOUAA cCUCTEMaTUYecKrMe 0630pbl, MeTaaHanu3bl,
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KINMNHNn4YecKne nccnegqoBaHnAa mn O630pb| no AnarHocCTun-
Ke n nevyeHuto.

CTpykTypa 1 pyHKLMN NPUOHHOro 6esnka

MPUOHHBIN OENOK CyLLecTBYeT B IBYX OCHOBHbIX ¢op-
Max: HopmanbHoW PrPAC (OT aHr. common — OObIYHbII)
n natonorunyeckon PrPASc(ot aHrn. scrapie — nouecyxa
oBeLl, ckpenu). KneTouHbln NproHHbIN 6enok (PrPAC) npen-
CTaBnseT coboli KOHCEePBATUBHbLIA MeMOPaHOCBA3aHHbIN
rMIMKOMPOTENH, SKCMPECCUPYEMbIV B GONbLUMHCTBE TKaHeN
MJIEKOMMUTAIOLLMX, C HANOOSbLLIEN KOHLEeHTPpaLUen B TKaHAX
LIHC. 3T1oT 6enok nokanusyeTcs NpermyLLecTBEHHO B Nias-
MaTU4YeCcKol MembpaHe HEMPOHOB, rAe OH 3aKperyieH Mno-
CPeacTBOM MMKO3UNPOCHaTMANINHOIUTONBHOIO SAKOPS.
OcobeHHO BbicoKas akcnpeccusa PrPAC HabnogaeTca B cn-
HaNTUYeCKUX TEPMUHANSX, UTO YKA3bIBAET HA €r0 BaXKHYHO
pOnb B HENPOHaNbHOW KOMMYHVKauun. BHe HepBHOW cu-
cTeMbl 6eN0K OOHapYKUBaETCA B NMMbOUNIHOW TKaHU, cep-
LEUYHON MbILLLIE 1 fPYTUX OPraHaX, XOTs ero KOHLEeHTpaLms
Tam Ha nopAaaoK Huxke, yem B LIHC. OH yyacTtByeT B noaaep-
»aHVM roMeocTa3a MeTannoB (Meau, LMHKA), HempuToreHe-
3e, Nepefjaye HeMPOHHbIX CUTHAMOB, 3aLLMTe OT anomnTo3a,
a Takxke B AudPepeHUNpOoBKe ONUTrOAeHAPOLMTOB 1 pop-
MUpPOBaHNN MyenuHa [17]. MaTtonorunyeckas ¢popma PrPASc,
HanpoTMB, obnagaeT CNOCOOHOCTbIO K Camopervkauum
N HaKOMJIEHUIO B BMAE TOKCMYHbBIX arperaToB, YTO NMpuUBo-
AUT K HelpogaereHepauun [17].

MoneKkynapHble mexaH3Mbl NaToreHesa

Vallabh S.M. et al. (2020) noguepkuBaioT, UTO BCe
dopMbl NPUOHHbIX 3aboneaHui (M3), Bkniovaa BKA, da-
TaslbHYI0 ceMelnHyto nHcomHuo (OCU) n cungpom lepct-
MaHa-LUtpayccnepa-LUenHkepa (MULW), wumeloT obwwmiA
MOJIEKYNIAPHBI MEXaHU3M — MaTONOrMYecKyto KoHbop-
MaLu o HOPMaNbHOTO MPUOHHOrO 6efnka, Koaupyemoro
reHom PRNP [11]. Mpeobpa3oBaHrie B MaTONOMMUYeCKyo
¢dopmy — PrPASc — ocTaeTcss HeJOCTaTOYHO M3YYEeHHbIM
npoueccom. [peanonaraercs, YTo K/OUYEBYO POJib MOTYT
urpatb gumepwusauma monekyn PrP, gucperynauyua meta-
60n13mMa Meay 1 BUPYCHble nHbekumm [17]. ITOT npouecc
COMPOBOXAAETCA HAKOMMEHMEM TOKCUYHbIX arperaTos,
KOTOpbIe Bbi3blBalOT rMbesib HEMPOHOB U HelpoaereHepa-
uuio [18]. MaTonornyecknii 6enok PrPASc cnocobeH pac-
MPOCTPAHATLCA Yepe3 MMYHHbIE KIeTKN 1 numdounaHble
opraHbl, gocturasa LIHC yuepes KpoBOTOK unv 6ny>xkaatomia
HepB [19]. BHewHMe $paKTopbl, TaKMe Kak OKUCITUTENbHbIN
CTpecc, BocnasieHre 1 CTapeHue, MoryT Cnocob6CcTBOBaTbL
KoHBepcum PrPAC B PrPASc, ycyrybnas natonornyeckumi
npouecc [19]. HenpoBocnaneHne urpaet BaxkHYK pPOJib
B natoreHese [13. AKTUBaUMA MUKPOMIMA N acTPOrIno3
ABNAITCA XapaKTePHbIMU Mpr3HaKamMuU HelpoaereHepa-
UMK Npuv Taknx 3aboneBaHusx, Kak bBKA. OTu npoueccol cro-
COOCTBYIOT MPOrpeccupoBaHuio 3aboneBaHns, ycunmaas
noBpexaeHune HenpoHos [20].

dnureHeTNYeCKNe MeXaH3Mbl B aToreHese

NMPUOHHDbIX 1 MPVIOHONOAO06GHDbIX 3a60NeBaHNn
CoBpeMeHHble UCCNefoBaHUA MOAYEPKMBAIOT KIltO-
UeBYyl0 POJib SMUMEHETUYECKMX HAPYLLUEHWUA B PA3BUTMK
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MPUOHHbBIX 1 MPUOHOMOAOOHbBIX HEMpPOAEreHepPaTUBHbIX
3abo0neBaHN, Takux Kak 6onesHn Anburerimepa, Map-
KMHCOHa, TeHTMHITOHa N GOKOBOro aMMOTPOPUUECKOrO
cknepo3sa (bAC). Kak nokasaHo B pabote Hernaiz A. et al.
(2022), 3T Npoueccbl onocpenyoTCa Yepes METUINPOBa-
Hue JHK, nocTTpaHcnAuMoHHble MoandrKauumn rmcTOHOB
n perynsaumio mukpoPHK, dopmupys obwmne natoreHeTn-
yeckue nyTun [12].

M3meHeHna B metmnmpoBaHun [JHK accoummpoBa-
Hbl C HaKoM/eHnem naTosiornyeckux 6enkos. Hanpumep,
npu 6onesHn AnbLurenmepa rmnepMeTUNINpPoOBaHNEe reHOB
DSCAMLT n PM20D1 HapyLluaeT CMHaNTUYeCKylo niacTuy-
HOCTb, @ Npy 60ne3Hn MapKMHCOHA MMNOMETUINPOBaHNE
npomotopa SNCA ycunmBaeTt arperayuio a-CUHyK/enHa.
B cnyuae BAC runepmeTtnnupoaHue C9orf72 koppenupy-
€T C MNOoJABJIEHVEM €0 SKCMPeccry, ycyryonsas Hempopere-
Hepauwuio. IT ANUreHeTUYECKIE MapKepbl MePCNeKTUBHbI
[ONA ONArHOCTVKM U MOHUTOpPWHIa 3aboneaHuni [12].

BakHyto pornb nrpatot 1 moanduKaLmy rmcToHoB. Aue-
TUnMpoBaHwue ructoHa H3 (H3K27), unayumpyemoe, Hanpu-
Mep, Tay-6enkom npu 6onesHn Anburenimepa, Hapyllaet
CTPYKTYypY XpomaTuHa. WHrmbuposaHve ructoHpeauetu-
na3, Takux kak HDAC6, neMOHCTprpyeT HEMPONPOTEKTOP-
Hble 3bpeKTbl Npy 6one3Hn MapKUHCoHa 1 6onesHn leH-
TUHITOHA, CHUXKaA OKNCAUTENbHbIN cTpecc. OgHako npwu 13,
noBblleHHasA akTMBHOCTb HDAC6 1 cnpTyuHa-1, HanpoTtus,
CHUKaeT ypoBeHb PrPASc, uto noguepKrBaeT KOHTEKCTO3a-
BMCHMYIO POJib 3TUX pepmeHTOB [12].

Takrm 06pa3om, SNUreHeTNUYECKUE MEXaHU3MbI, BKIO-
yas metunmpoBaHue OHK u mogndurKauum rncToHOB,
06beANHAT MaToreHe3 MPUOHHBIX U APYrMX Henpope-
reHepaTBHbIX 3aboneBaHui. VX u3yyeHue OTKpbIBaeT
nyTn AnA pa3paboTKy TapreTHOM Tepanuu, HanpPaBJIeHHON
Ha KOPPEeKLUMO SMUreHeTUYeCKrX ANCOYHKUNI, a Takxe
[NA NMoucKa HOBbIX 6romapkepos [12].

Ponb mukpoPHK B natoreHese

MwukpoPHK npepgctaBnsaioT cobol  BaXHble pery-
NATOPbI SKCMPECCUN TEeHOB, YYacTBYIOLMX B Pa3BUTUK
HelipoaereHepaTBHbIX 3aboneBaHui. B yacTHocTy, miR-
144-3p 1 mMiR-22-5p 6bINM NAEHTUOMLMPOBaHbI Kak 06-
Wwme Ana BCEX MPUOHOMATONOIMI, YTO CBMAETENbCTBYET
06 X KJloueBol ponu B natoreHese. Mpwu M3 nsameHeHus
ypoBHA MUKPOPHK 06HapyK1BalTCA Kak B TKaHU rosios-
HOro Mo3ra, Tak 1 B Mfia3Me KPOBU, YTO OTKPbIBAET nep-
CMeKTMBbI VX WCMONb30BaHUs B KayecTBe GMOMApKepoB
ONA paHHen gruarHocTunkm [12].

B nocnenHue roabl 0cobbii HTepeC Bbi3biBaeT MiR-
146a-5p, nrpatoLan KnoveByo posib B MOOYNALMN BPOX-
OEHHOrO MMMYHHOro oTBeTa K HenposocnaneHusa. Co-
rnacHo nccnegoBaHuam Pogue Al n Lukiw W.J. (2021),
akcnpeccna miR-146a-5p 3HauMTENbHO MNOBbIWEHA MPU
6onesHun Anbureiimepa, BKA n BupycHbIx aHUedpanonatu-
Ax. 9Ta MuKpoPHK perynupyet aktusauuio Toll-nogo6HbIx
peuenTtopoB, NPOAYKLMIO MNPOBOCMANNTENbHBIX LUTO-
KMHOB M KOMMOHEHTOB CUCTEMbI KOMMJIEMEHTa, YTO Cro-
COOCTBYEeT XPOHMYECKOMY HENPOBOCMANEHNO 1 rMbenu
HelipoHoB [13]. bnarogapsa cBoen CTabunbHOCTU B OKO-
NOrMyecKknx »markoctax, miR-146a-5p paccmatpurBaeTca
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KaK MepCcrneKkTVBHbIN GUoMapKep AN paHHEen AnarHoCTur-
KU, @ TaKXXe Kak NoTeHUManbHasA MULLEHb ANA NaTOreHeTu-
Yyeckow Tepanun [13].

JononHutenbHble  ncCcnegoBaHWA, NPOBeAEeHHble
Contiliani D.F. et al. (2021), nogTBep»aatoT, UTo MUKPOPHK
y4yacTBYIOT B perynayum skcnpeccuu PrPAC u moryT BvATbL
Ha arperauuio ero natonoruyeckon nsodopmol [21]. 310
aenaet MMKpPOPHK nepcnekTnBHbIMU TepaneBTUYeCKMU
MULLUEHAMW A8 MOAYNALMM MATONIOrMyYeckoro npouecca
npu M3 [21]. Takum o6pa3om, wusyyeHue npodwuns
MNKPOPHK OTKpbIBaeT HOBble BO3MOXHOCTM AJ1A PaHHEN
OVNArHOCTUKKM, MOHWTOPWHIA 1 Pa3paboTKM TapreTHbIX
MeTofoB neyenus M3.

FeHeTNYeCKMe acneKTbl NPUOHHbIX 3a60neBaHNni

Okono 15 % cnyyaes b MMEIOT reHeTNYeCKyto npu-
poay 1 cBA3aHbl C MyTaumamn B reHe PRNP, kogupyiowem
PrPAC [11]. 2T MyTaumy o6nafatoT BbICOKON NEHETPAHT-
HOCTbIO 1 MOFYT MPUBOAWTb K Pas3fvyHbiM Gpopmam 3a-
6oneBaHUN, TakKNM Kak cemenHasa BKA, OCU v MWL [22].
Hanbonee pacnpocTpaHeHHbIMU MyTauuAMU SBAAKOTCS
E200K, D178N n P102L, koTopble onpenensaoT KAnHn4e-
CKMe 1 natoniornyeckme ocobeHHocTn 3abonesaHun [22].
Monumopdunsmbl B reHe PRNP, Takue Kak METUOHUH-Me-
TUOHVH B KogoHe 129, yBennumsaloT puUck pa3sutna bKA,
Torga Kak nonmmopdursm B KogoHe 219 MoXeT OKa3blBaTb
3almMTHOE aencteue [23].

Snugemuonornyeckne u KNNHNKoO-guarHoctTuyeckmne
0CO6eHHOCTU NMPVIOHHDbIX 3a601eBaHNN

BKA ocTaéTtca pegkmm, HO coumanbHO 3HauYMMbIM 13
¢ rnobanbHol 3aboneBaeMocTbio 1-2 ciyyas Ha MuW-
NMOH Hacenenua B rog [1]. Cnopaguyeckasa bKA (cbKA),
coctaBnawwas 85 % cnyyaes, 4EMOHCTPUPYET POCT 3a-
60/1eBaEMOCT/ B HEKOTOPbIX CTPaHax, YTO CBA3bIBAKOT
C ynyJyweHneM ANArHOCTUKN U CTapeHNEeM HaceneHus.
Hanpumep, B BenukobputaHuu 3a 28 neT 3aperncrpupo-
BaHO 2541 cmepTb oT bKA, ¢ ycTonumebim poctom cnopa-
Anyeckux cnyyvaes [1]. BapuantHaa BKA (BBKA), cBA3an-
HasA C anugemuern rybuyaton sHuedanonaTMm KpyrnHoro
poraToro ckoTa, gocturna nuka B 2000 rogy (28 cmepTen
B BennkobpuTtaHum), a Bcero B mupe 3adprkcnpoBaHo 231
cnyyan, BKNM4Yaa 4 cyyaa nepepauv npu nepenvBa-
HUM Kposu. Ocobylo npobnemy npencTaBnseT Cyoknm-
HUYEeCKOe HOCUTENIbCTBO MATONIOMMYECKOro MPUOHHO-
ro 6enka, obHapyxeHHoe y 1 n3 4000 obcneoBaHHbIX
B BenukobputaHun. Hambonbwuin puck ATPOreHHoMn
nepefayn CBA3aH C HEMPOXNPYPrnyeckMy BMeLlaTeslb-
CTBaMU 1 NPUMEHEeHWeM MnpenapaTtoB ropMoHa pocTa,
XOTA MOCNefHNN MOATBEPXKAEHHbIN Clyyan Xmpypruye-
CKOW nepepauu 3apernctpupoaH B 1974 rogy [1].

B Espone snugemmnonorua BbKA nmeert pernoHans-
Hble ocobeHHocT. B Yexum (2001-2020 rr.) 3adukcu-
poBaHo 305 cnyyaes l1b: 84 % — cbKA, 13 % — reHeTu-
yeckue ¢opmebl, 3 % — T TecTnpoBaHue QOHOPOB
porosuubl (¢ 2007 r.) He BbIABUIO KOHTaMUHALWUN Cpeamn
6590 o6pasuos [24]. B BennkobputaHnm HaunoHanbHbIM
OTAeNoM uccnefoBaHuin 1 Hapsopa 3a bKA obHapyxe-
Hbl BO3pacTHble pasnuuua npu cbKA: y noxwunbix (>80
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neT) — 6GbICTPOE NPOrpeccrpoBaHmne, BbICOKas YyBCTBU-
TenbHocTb RT-QuIC (92 %), HO HM3KasA UHGOPMATUBHOCTb
MPT (67 %) [25]; y monopgbix (<50 net) — 6onee gnvtenb-
Hoe TeuyeHue, npeobnaflaHne HeNnponcUxXmaTPUUeCKnx
CMMMTOMOB (37 % Vs 22 %) 1 yMePEeHHO CHVXKEHHasA UyB-
ctButenbHocTb RT-QuIC (82 %) [26]. Mo paHHbIM EBpoO-
NencKoro LEeHTPa Mo NpodunakTuke U KOHTPoso 3abo-
nesaHuin, B EC/E33 3a 2018-2022 rT. BbIsIBJIEHO NMLLb ABa
cnyyas BBKA, uto nopteepxpaet 3¢deKTMBHOCTL Mep
no nNpefoTBpPaLLEHUIO Nepeaayn NPUOHOB Yepes nulle-
BYto Lenb (c 1980-x). OCHOBHOW NyTb 3apaXkeHnsa — yno-
TpebneHne NHPULNPOBAHHOIO MACA, TOFAA KaK STPOreH-
Haa nepepava (nepenuBaHMe KPOBM, TpaHCMaHTaLuMA)
KpaliHe peaka. OkoHuaTenbHbIN anarHo3 BBKA Bo3mo-
>KEH TOJIbKO MOCMEPTHO, XOTA COBPEMEHHbIE MeToAbl (Ha-
npumep, RT-QuIC) no3BonAT feTeKTUpoBaTb MPUOHDI
B OroxunpkocTax [27]. HecmoTps Ha HU3Kylo 3aboneBae-
MOCTb, COXPAHAKTCA PUCKN, CBA3AHHbIE C ANINTENbHbIM
UHKYOaLMOHHbIM MEPUOLOM Yy HOCUTENEN TeTepO3nUroT-
Horo reHotuna PRNP (kogoH 129), noatomy ECDC peko-
MEHAYET NMPOAOSIXKaTb MOHUTOPUHT 1 CO6MoAaTbh Mepbl
6rnobesonacHocTu [28].

B A3nn snunpgemmnonoruna n reHetrnka bKA nmetot ceon
ocobeHHocTu. B Kutae 3apeructprposaHo >2100 cnyyaes
NPUOHHbIX 6bonesHen (88,7 % — cbKA), cpenHnin Bo3pacT
nebtota — 62 rofa. leHeTnueckne popmbl (11,3 %) accouu-
MPOBaHbl C 3THUYECKM crieunduyHbiMu MyTaumnamu PRNP
(T188K, E200K, P102L), npnuyém BbIKMBAEMOCTb BapbWu-
pyetca ot 16 mecaues npu P102L (TLULL) no 4-6 mecAues
npu T188K/E200K [27]. B AnoHuu n I0xHom Kopee npeob-
napaet cbKfl, Torga Kak AaTporeHHble cnyvanm bKA peagku
N CBA3aHbl C KOHTaMWHMPOBAHHbLIMW TpPaHCMAHTaTaMMW.
YHuKanbHble natoreHHble BapuaHTbl PRNP B pernoHe noa-
YEPKMBAKOT HEOOXOANMOCTb COBEPLUEHCTBOBAHMWA 3MWA-
Hag3opa [29, 30].

AHanu3 AOCTYMHbIX AaHHbIX O PacnpPOCTPaHEHHOCTH
b B Poccnn BbIABNAET CylecTBeHHble Npobesibl B anuge-
MMOJSIOTMYECKOM MOHUTOPMHIE 3TUX 3aboneBaHuin. B oT-
NnumMe OT eBPONENCKUX CTPAH C LLEHTPaNnU30BaHHbIMA CU-
cTeMamu permctpaunm (takumm Kak EuroCJD), poccuiickue
[aHHble HOCAT GpParMeHTaPHbIN XapaKTeP 1 OCHOBBIBAIOT-
CA NPerMyLLeCcTBEHHO Ha ONUCAHMAX eAVHUYHbIX Clly4YaeB
Unn HebonblUMX cepuin (3—4 HabnofgeHNs), Toraa Kak cu-
cTemMaTuyecKkre annaeMmnonornyeckmne NccneaoBaHns oT-
cyTcTByioT [1, 31, 32]. Mo nmetowmmcsa oLeHKam, 3abonesa-
emocTb cbKA B Poccum coctasnsaet 0,5-1 cnyyanm Ha 1 MAH.
HaceneHunA B rofl, YTO HXKe CPeHEMMPOBBIX MNOKa3aTenen
(1-2 cnyyaa Ha MUNAVOH) 1 €BPOMNENCKMX AaHHbIX (1-1,5
cnyyasa Ha 1 mnH.) [1, 31]. OgHako 3Ta pa3HuMua, cKopee
BCEro, OTpaXkaeT NpobiemMbl ANArHOCTUKN, @ He UCTUHHbIE
3NNAEMUONIOTNYECKIME Pa3INYKA.

PernoHanbHble nccnegosaHmna B Poccum gemMoHCTpu-
pYIOT 3HaUUTENbHbIE PACXOXKAEHNA B MOKa3aTeNnAax BbIABNA-
emocTu. B Pecny6nuke Caxa (AKyTus) 3a natuneTHWin nepu-
oa (2014-2019 rr.) 6bIN10 3aPErMCTPUPOBAHO 4 BEPOSATHBIX
cnyvaa cbKAl ¢ pacuetHon 3aboneBaemoctbio 0,82 Ha 1
MWIIMOH HaceneHusa B rof [31]. B MockoBckon obnactu
3a2019-2021 rr. ogHO nccnefoBaHme onucbiBaeT 3 ciyyas
BbKA, npu 3TOomM XapaKkTepHble HenpoBM3yann3aLMOHHble
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npusHaku npu DWI-MPT BbiaBRANUCb y BCcex naumeHToB,
HO MATOrHOMOHWYHbIE M3MeHeHNA 331 — Nub B OQHOM
cnyyae [32]. Takue pasnuuma mMoryT CBUAETeNbCTBOBaTb
KaK O peasibHbIX TepPUTOPUAsIbHbIX OCOBEHHOCTSX pac-
npoctpaHeHHocTu b, Tak N 0 HepaBHOMEpPHOM ypOBHe
AVArHOCTUYECKUX BO3MOXHOCTEN B pasHblX permoHax
Poccumn. SkcTpanonauma STUX JaHHbIX Ha BCIO CTPaHy
(146 MnH. HaceneHus) JaeT OPUEHTMPOBOYHYID LKbPY
okosno 219 cnyyaes bKA B rog, yto 3HauMTENbHO NpeBbi-
waeT odurumanbHble Nokasatenu [31, 32].

OcHoBHble Mpobnembl AguarHoctukm b B Poccun
BK/IOYAIOT  OTCYTCTBME MaTOMOPdOSIOrMyeckoro nop-
TBEP)KAEHNA OMArHO30B, YacTble MepBUYHbIE AMArHOCTU-
yeckre oWwnbKM 13-3a HELOCTAaTOYHON OCBEAOMIIEHHOCTM
Bpauyen O KIUHWYECKUX MPOABIEHUAX 3TUX 3abonesa-
HUM, @ TaKXKe OrPaHNYEHHYI0 JOCTYMHOCTb COBPEMEHHbIX
METOZOB AMArHOCTUKWU. KnioueBble TEXHONOruuv, Takue
kak RT-QulC B kombuHaumm ¢ DWI-MPT, gocTynHbl nub
B HECKOJIbKMX CMeunann3npoBaHHbIX LIeHTpax, npenmy-
wecTBeHHO B MockBe 1 CaHkT-TeTepOypre. [eHeTnyecKkoe
TecTMpoBaHune myTauuin reHa PRNP, no3sonsioLlee BbiAB-
NATb HacnefcTBeHHble popmbl 1B, Takke NpoBoAUTCA Aa-
JIeKO He BO BCEX permoHax cTpaHbl [31, 32].

Ocobyto npobnemy npefcTaBiseT AMArHOCTMKA Ha-
cneacTBeHHbIX ¢dopm b (cemeiHon bKA, MWW, OCK).
B eBponeickoln npaktuke Ha 3T GOPMbl MPUXOAMNTCA
okosno 10-15 % Bcex cnyuaes b, Torga kKak B Poccnn oHn
BbIABNATCA KpaliHe pefKo, UTo, CKopee BCEro, oTpaxaeT
He[OCTaTOYHOE WUCMOb30BaHNE FeHeTUYECKNX METOLOB
[AVArHOCTUKM, @ HE UCTUHHO HU3KYIO PacrpOCTPaHEHHOCTb
HacneacTBeHHbIX popm [31].

CpaBHeHMe C eBpOMenCKMMM [aHHbIMWA BbIABAAET
HeCKONbKO KnoueBbIX pasnunuuin. B EBpone pencreytoT
LeHTPaNn30BaHHble CUCTEMbl MOHUTOpUHra (EuroCJD,
HaLMOHasbHble PErnucTpbl) K NPefyCcMOTPEHO oba3aTesNb-
HOe MaToJ/IoroaHaTOMMYECKOe NOATBEPXKAEHNe AMarHo3a,
YTO MOBbILLAET AOCTOBEPHOCTb CTAaTUCTMKN. COBPEMEHHbIE
mMeToabl AvarHoctuky (RT-QulC, aHanu3 6romapkepoB
NMKBOPA, reHeTnyeckoe TecTmpoBaHue) B EBpone goctyn-
Hbl 3HAUUTENbHO WKpe. Kpome Toro, eBponenckmne gaHHble
BK/TIOYAIOT MHPOPMALIMID O ATPOTEHHbIX M BapUaHTHbIX
¢dopmax b, Torga kak B Poccnn Takne cnyyan odurmans-
HO He pernctpupytotca [31, 32].

MepcnekTyBbl  ynyyweHna SNUAEMUONIOrNYeCKOro
MOHUTOpPUHra MNb B Poccum cBA3aHbl C HECKONbKUMUN Ha-
NpaBieHNAMUN: CO3[aHMEM HAUMOHANbHOIO perncrpa
Mb no aHanorun ¢ EuroCJD; BHeapeHneM COBPEMEHHbIX
[AVArHOCTUYECKUX MPOTOKOMOB B PErvoHasnbHbIX Meau-
LUMHCKMX LIeHTPax; MoBbllleHMEM KBanndbuKaLumm Bpaven
B 001aCTU AUArHOCTUKN PEfKMX HEeMpPOAEereHepaTUBHbIX
3aboneBaHnii; Pa3BUTIEM MEXTabOPATOPHOro COTPYA-
HUYeCcTBa A/1A 06ecrneyeHrs KayecTBa AUArHOCTUYECKIMX
nccnepgoBaHuin. Takum ob6pasom, CyLecTByOLME AaHHbIe
He MO3BONAIOT CAeNaTb OJHO3HAUYHbIX BbIBOJOB 00 UCTUH-
HoW pacnpocTtpaHeHHocTn b B Poccnn. imetowaaca cTa-
TUCTMKA, CKOpee BCEro, 3HaUMNTENIbHO 3aHUXKaeT peasibHble
nokasaTenu 3aboneBaemocTu. PelleHne 3To nNpobnembl
TpebyeT CUCTEMHbIX U3MEHEHWI B OpraHusauuv meau-
LUMHCKOM NOMOLUU NaLneHTam C HelpoaereHepaTBHbIMA
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3a00MeBaHNAMY, a TaKXe Pa3BUTUA CreLMann3mpoBaH-
HOW AVArHOCTNYECKOW NHGPACTPYKTYPbI.

MpuoHonopo6HbIE MeXaHU3MbI 1 NPY ApYyrux
HelpogereHepaTUBHbIX 3a6oneBaHNAX

Hakonnenuve B LUHC 6enkoB ¢ NaToNornyeckom KoH-
dopMauven SBNAETCA KIOUYEBbIM MPU3HAKOM Helpopae-
reHepaTVBHbIX 3a6oneBaHui. MNpu 6onesHn Anburenmepa
Takumu 6enkamu BbiCTynaroT amunong-f u runepdocdo-
PUNMPOBAHHbLIN Tay-6efloK, Torga Kak npu M3 Hakannm-
Baetca PrPASc. Miccneposanua Zhu C. n Aguzzi A. (2021)
[EMOHCTPVIPYIOT, YTO COBPEMEHHbIE TEXHOMOMMM MO3BOJIA-
0T U3yyaTb CTPYKTYpY PrPASC ¢ BbICOKMM pa3peLueHunem,
UTO CMOCOOCTBYET YrNyO6NEHHOMY MOHUMAHWIO MEXaHW3-
MOB HelpogereHepauum [3].

b, Bkntouas BKA, ckpenu y oew 1 K03, rybuaTyio oH-
uedanonaTrio KPYNHOro poraTtoro CKOTa 1 XpOHMYECKYHo
ucTowawllyto 605e3Hb y OfieHel, XapakTepusylTca Ha-
konneHvem PrPASc B LIHC. 3Tu 3aboneBaHus obnagaooT
YHVIKaJIbHON CMOCOBHOCTbIO MepefaBaTbCs Kak BHYTPU
BVAA, TaK U MeXZy BMAAMM, YTO OTIMYAET UX OT Apy-
rmx HempopereHepaTUBHbIX paccTponcTs. Ritchie D.L.
n Barria M.A. (2021) paccmatpuBatoT b Kak YHUKanbHble
TPAHCMUCCUBHbBIE areHTbl U NOAYEPKMUBAIOT UX 3HAUEHKE
B KauecTBe MOAenu OJiA U3yyeHus HelpofereHepaTms-
HbIX Npoueccos [33].

XoTA anMaeMuonoruyeckrie JaHHble He NoaTBepXKAaa-
0T WHPEKUUOHHYI0 npupody OONbLUMHCTBA Henpoge-
reHepaTBHbIX 3a00NIeBaHUN, SKCNepUMEHTaNIbHble UC-
C/lelOBaHNA MOKa3bIBAIOT, YTO MaTOreHHble GeNiky, Takue
Kak amunong- u Tay-6enku, MOryT pacnpoCTPaHATbCA
in vivo w in vitro no mexaHun3my, CXOLHOMY C MPUOHHbIM. TO
BbI3bIBAET OMacCeHus, YTo BENKN C MaTONOMMUYECKON KOH-
dopmauen, He OTHOCALLMECH K MPYOHAM, MOTYT B PeLKIX
crlyyasnx rnepefaBaTbCs Mexay NoAbMU nocie AauTesb-
HbIX MHKY6aLMOHHbIX NeProAoB, 0COOEHHO B pe3synbTaTte
MeONLNHCKMX BMeLwaTenbcTs [33].

Anderson K.N. et al. (2021) aHanu3umpyoT Cx0ACTBO
MeXZY NPUOHOMATUAMU N HENPOAEreHepaTVBHbIMA Ha-
pYLWeHUAMY, CBfA3aHHBIMU C AHOMAajlbHbIM CBOpPAYMBa-
Huem 6enkoB. Hanpumep, npu 6onesHn Anburenmepa
amunong-f v Tay-6enkyM CnocobHbl PacnpPoOCTPaHATLCA
Mo MO3ry, Bbi3blBas MPOrpeccupyoLlyio AereHepauuo
HeMpPOHOB. AHaNOrMYHble MPOLECCHl BbIsIBAEHbl NpU 60-
ne3Hu MapKNHCOHa, rae a-CrHyKnenH GopmMmumpyeT Tesbla
JleBw, a Takxe npu 6one3Hn EHTUHITOHA, XapaKTepusyio-
LLeNCs HaKoMIEHMEM MYTaHTHOTO Gefika XaHTUHITUHa [14].

MHoXecTBeHHasA cucteMHass aTpooua (MCA), oT-
HOCALAACA K O-CUHYKJIeMHOMNaTWAM, NpeacTaBiseT co-
601 ObICTPO nNporpeccrpymllee HelpoaereHepaTuB-
Hoe 3aboneBaHMe, CoMpoBoOXApatlolleecss 0b6pa3oBaHVEM
bGUbpUNNAPHBIX arperaToB A-CUHYK/ENHa B FnanbHbIX
LUTOMIAa3MAaTUYECKUX BKJTIOUEHUAX, NMPENMYLLECTBEHHO
B OJIUFOAEHAPOUUTAX. DTU arperatbl MPUBOAAT K MyNIbTU-
CNCTEMHOWN HempopereHepauuu, aktmauum rmmm n ge-
muenuHusauuu. Jellinger K.A. et al. (2021) obcyxpatot
rmnoTesy O MPUOHOMOJOOHbBIX CBOWMCTBAX O-CMHYKNEn-
Ha, KOTOPbIN MOXET PacnpOCTPaHATbCA MOCPeACTBOM
caMopenmKaunm 1 MexkneTouHon nepegaun. OgHako,
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HeCMOTpPA Ha CXOACTBO C NPYIOHaMU, JOKa3aTeNbCTB TOrO,
yto MCA sBNseTca NPUOHHbIM 3aboneBaHNeM, HeJOCTa-
TOYHO. DKCNEPUMEHTbI Ha TPAHCreHHbIX MbIlIax NokKasa-
N, 4To a-cMHyKnenH n3 MCA cnocobeH MHAyunpoBaTb
MaTosIornio, HO He Bcerga MNpUBOAUT K 0OpPa3oBaHMUIO
XapaKTepHbIX MMnanbHbIX LMTOMIa3MaTUUYeCKUX BKOYe-
HUIM. Kpome TOro, oTCyTCTBYIOT flaHHble 0 nepefave MCA
MeXay NoAbMY, YTO CTaBUT NoJ COMHeHUe eé Knaccuou-
Kauuto Kak b [34].

MNMomumo HelpoaereHepaTUBHbIX 3aboneBaHunii, PrPAC
MOXET Urpatb posb B natodusmonormm adpdeKkTBHbIX
pPacCcTPONCTB, TaKUX Kak fenpeccua 1 6unonsipHoe pac-
ctporictBo. Chrobak A.A. et al. otmevatoT, uto PrPAC yua-
CTBYET B perynaunuyM HempoTpaHCMNCCUM, CUHANTUYECKON
MNacTUYHOCTA U KOTHUTUBHBIX OyHKUMA. Ero geduuut
accounnpoBaH C AENpPecCcMBHO MOAOOHbIM MOBeAEHVEM
W HapYLUEHMSAMM CHa, YTO AeNlaeT ero nepcrnekTvBHbIM 610-
MapKepoOM [fsi AWArHOCTMKM U MPOrHo3a adpdeKTBHbIX
pacctpomncTts [35].

Knaccudukauyua Nb

M6 MOXHO KnaccuduuMpoBaTb Ha TPWU OCHOBHblE
rpynnbl: Cropajnyeckne, HacneacTBEHHbIE U npuobpe-
TeHHble popmbl. Kaxzaas n3 ¢opm rMeeT CBOU yHUKasb-
Hble 3NUAEMUONOrNYECKNe, KIMHNYECKNE 1 MOJIeKyNnap-
Hble 0COOEHHOCTM.

Cnopaduyeckue ¢popmbl. Cnopagnyeckne MNb passrBa-
t0TCA 6€3 ABHbIX BHELLUHUX MPUYUH 1 COCTABNAOT NOAABNA-
tolee 6onblIMHCTBO (85-90 %) cnyuaes 13 y uenoBeka.
CornacHo kputepuam NCJDRSU, anarHo3s BeposTtHon cbKA
TpebyeT coueTaHus ObICTPO NPOrpeccMpyoLLen AeMEHLUN
C ABYMA W3 YETbIPEX HEBPOMOIMYECKMX CUMMTOMOB (MMUO-
KMOHWW, MO3XEYKOBble HapyLUEHWA, SKCTpanMpammngHbie
PacCcTpONCTBa, 3pUTENbHblE HapyLlleHWa) U Moo Xapak-
TEPHbIMM M3MeHeHUAMK Ha D3I, nubo cneunduryeckumm
HaxofAKamy Ha MPT (rMNepUHTEHCUBHOCTb B GasasibHbIX
raHrnuax unm kope) [36].

CoBpeMeHHble nccnepoBaHus, npoBeAEHHbIe
Ritchie D.L. u Smith C. (2025), no3Bonunu getanbHO OXa-
pakTepur3oBaTb Natonornyecknnm cnektp cbKA. Ha ocHose
MOJIEKYNIAPHBIX 1 TMCTOMATONOMMYECKX OCOOEHHOCTEN
OblJ10 BblAENIEHO LIECTb OCHOBHbIX MOATUMNOB 3a00/1eBaHUS.
Knaccudumkaums yuutbisaet tunbl PrPASc n nonvmopdusm
KonoHa 129 reHa PRNP (MeTOHWH/BanuH). K BbigeneHHbIM
noatunam otHocATcA MM1/MV1, MM2-KOpTUKanbHbIN,
MM2-tanamunuecknin, MV2,VV1 nVV2, Kaxabln 13 KOTOPbIX
06nafaeT YHUKaNbHbIMU KIUHUYECKUMA 1 MATOMOPOso-
rMYecKUMM Xapaktepuctnkamm [37].

MpumepHo y 10 % nauueHToB ¢ cBKA Habniopatotca
aNunenTnYeckne NpUCTyrbl, CPen KOTOpbIX Npeobnaaa-
0T pOKasibHble MOTOPHbIE MPUCTYMbl Y HEKOHBY TbCUBHbI
3NUNENTUYECKUI CTaTyC. dneKkTpo3sHUedanorpadpuyeckme
nccnefoBaHMA MOTYT BbIAIBNIATb Neprognyeckre natepa-
NM30BaHHbIE WU FeHepann30BaHHble INUIenTUOPMHbIE
pa3pAagbl (PLEDs, GPEDs), KoTopble B HEKOTOPbIX C/Tyyasax
NpeaLWwecTBYOT MOABMEHUIO TUMUYHBIX MEePUOANYECKNX
OCTpbIX BOJH. [laToreHeTNYECKNE MEXaHU3Mbl SMUNENTO-
reHe3a npwu cbKA ceazaHbl ¢ ytpaTton ¢dyHKumm PrPAC 1 Ha-
KOMJIEHMEM €r0 aHOMAsIbHO CBEPHYTOW n3odpopmbl [38].
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HacnedocmeeHHvle ¢opmbl. HacnenctBeHHble MPUIOH-
Hble 6one3HN BbI3BaHbl MyTauuamu reHa PRNP, KOTOpbIN
KoAVpPYeT NPUOHHbIN 6enok PrP. 3tn myTauumn nepepatot-
CA NO HaCNeACTBY Y NMOBLILAIOT PUCK Pa3BUTUA MPUOHHbIX
3aboneBaHui. Mprmepamn HacneaCcTBEHHbIX popm ABNA-
totca UL v OCW. ML xapakTepumsyeTca nporpeccmpy-
lOLen aTakcmen n gemeHumen, Torga kak OCU npusoant
K MOJIHOW NnoTepe CNoCO6HOCTU CMaThb M B KOHEYHOM UTOTe
K cmepTtun. Mytaumna D178N B reHe PRNP aBnaeTca Kntoye-
BbIM AnarHoctTnyeckum mapkepom ana OCA [39].

Takada L.T. et al. (2018) oTmeuyaloT, UTO reHeTuyYeckmne
MB mMoryT nposABnATbCA Kak ObICTPO MPOrpeccrpyowm-
MU popMamMm C [emMeHUMel, aTakCueln, MUOKIJIOHYCOM
W OpYyrumun ABuUraTefibHbIMU HapyLeHUAMM, NPUBOAALLM-
MU K JIeTallbHOMY MCXOAY B TEUEHME HECKOTbKUX MeCALEB,
Tak 1 6onee MegieHHbIMY GOpPMaMK C NErKMU KOTHUTUB-
HbIMW HapyLIEeHUAMK, aTakCuerl WM MapPKUHCOHU3MOM,
KOTOpble No3)e nepexodaT B geMeHunio. COBpeMeHHble
MeToAbl ANArHOCTUKY, Takme Kak DWI-MPT n aHanu3 uepe-
6pocnuHanbHon xuakoctn (LICXK) ¢ ncnonbsoaHnem RT-
QuIC, 3HauUTENBHO YNyYWWIN BbIABNEHNE T€HETUYECKNX
B, XxoTA Nx YyBCTBUTENIbHOCTb BapbMpyeT B 3aBUCMMOCTH
OT TMNa MyTaumm 1 Bo3pacTa nauneHTa [40].

MpuobpemerHsie popmebl. TNpuobpeTteHHble 3 yeno-
BeKa pa3BMBAIOTCA B pe3ynibTaTe SK30reHHOro nonagaHua
MaToreHHbIX MPUOHHBbIX 6enkoB B opraHusm. CornacHo
COBPEMEHHbIM [aHHbIM, BblAENAT ABE OCHOBHble Gop-
Mbl TakuUx 3aboneBaHun: ATporeHHas BKA, Bo3HuKatowyto
BC/1eACTBME MeAULIMHCKUX BMELLATeNbCTB, 1 BBKA, cBsi3aH-
HYI0 C aIUMEHTapHbIM MyTeM 3apaxkeHusa [2, 41, 42].

AATporeHHas bKA moxkeT nepenaBatbCca uepes pasnmu-
Hble MeauLMHCKIMe npouenypbl. OCHOBHbIMY Ny TAMU Nepe-
Jaun ABAAIOTCA: TPAHCMIAHTaUMA UHOMLMPOBAHHbBIX 6G1O-
NIOMMYeCKnX MaTepuranoB (porosuubl, TBEPAON MO3rOBOW
060/10UKM), KCNONIb30BAaHMNE KOHTAMVWHUPOBAHHbBIX Hen-
POXUPYPrNYECKNX WMHCTPYMEHTOB U CTEPEOTAKCUYECKUX
SNEKTPOAOB, a TakXKe NPYMeHeHVe NpenapaToB ropMoHa
pOCTa YeioBeyeCcKoro NpoucxoxaeHns. KnnHnueckas Kap-
TUHa AaTporeHHon bKA aHanornyHa cnopaanyeckon popme
3a00MeBaHNA, OLHAKO [ANUTENbHOCTb WHKYOALMOHHOMO
neproaa 3HaunTeIbHO BapbupyeT B 3aBUCUMOCTL OT NyTH
HdrLMpoBaHmA. Hanbonee KOPOTKUA MHKYOALMOHHDIN
nepvopg (16-28 mecsueB) HabntogaeTca NPy NPAMOM KOH-
TaKTe C HEPBHOW TKaHbIO, B TO BPeMsa Kak npuv nepudepu-
YeCcKOM BBEe[EeHUN FOPMOHa POCTa OH MOXKET JOCTUraTb
30 net [42]. Ocobyto 3NMAEMMONIOTMYECKY0 3HAUYMMOCTb
UMeIoT Cilyyaun TpaHCY3MOHHON nepepaun npu nepenu-
BaHMN KPOBU OT JOHOPOB ¢ BBKA, 3apernctpupoBaHHble
BO Bpems anuaemnn B Bennkobputanum [2].

BapuaHTtHas dopma BKA, accouumnpoBaHHas ¢ ynotpe-
651eHeM MACa KPYMHOro pPoraTtoro CKoTa, MHGMLMPOBaH-
HoOro Bo36yauTenem rybuaton sHuedanonatny KpyrnHoro
poraToro CKOTa, MMeeT XapaKTepHble KITIMHUKO-ANarHoCTu-
yeckre 0cobeHHOCTU. B COOTBETCTBUU C COBPEMEHHBIMM
OVArHOCTUYECKMMU KPUTEPUAMMU, K KNIOYEBBIM NPU3HaKaM
BBKA oTHOCATCA: nporpeccupyowme HenponcmxmaTpu-
yeckme HapylleHua (genpeccus, TPeBOXHble PaccTpo-
CTBa, anaTus), HeBponormyeckasa CMMNToOMaTnKa (atakcms,
MUWOKJIOHYC, AEMEHLMS) MPOAOSIKUTENIbHOCTbIO boree
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6 MecsALUeB Mpu OTCYTCTBUM afibTEPHATUBHOIO AMArHoO3a
[41]. BaxkHOE 3HaueHue B ANarHOCTKe NMeeT HeNPOBK3Y-
annsauma: xapaktepHbim MPT-npu3Hakom BbKA cuntaetca
LBYCTOPOHHWIA TMNEPUHTEHCUBHbIN CUFHAM OT Ny/bBUHAP-
HbIX Afep. B CNOXHbIX AUArHOCTUYECKMX CITyUYasiX MOXEeT
6bITb MOKa3aHa TOH3UNNApPHas buoncus [41].
CoBpeMeHHble 3MVAEMUONOTNYECKUE WCCIIef0BAHUS
NMOAYEPKMBAOT HEOOXOAVMOCTb NMPOAOIKEHNSA aKTUBHOTO
HaA30pa 3a BbKA B cBA3M ¢ NOTeHLManbHbIMX OTAANIEHHbI-
MW MOCNeACTBAAMY SNaeMun rybyatoli sHuedanonatnm
KpYmnHOro poratoro ckota. Ocobyt 03ab0YeHHOCTb Bbi3bl-
BaeT OOHapy»KeHMe NPUOHHbIX 6eJIKOB B TMMQOVAHON TKa-
HU NpU cnopagnyeckrx Gopmax 3aboneBaHus, uTo TpebyeTt
nepecmoTpa CyLLIeCTBYIOLLMX MPOTOKONIOB H10OrMyeckon
6e30MacHOCTN B MeAULMHCKON NpaKTurKe [2, 41].

AunarHocTtuka Nb

JunarHoctuka Mb npeacTaBnseT cO60M COXHYIO 3aAa-
Uy 13-3a pefKoCTU 3TNX 3aboneBaHniA, OTCYTCTBUSA Crieuu-
GUYHBIX PaHHMX MAPKEPOB 1 Pa3HO0bpasns KNUHUYECKNX
npossneHui. B HacToAwee Bpema grarHocTmka Nb ocHo-
BbIBAETCA NPENMYLLECTBEHHO Ha MOCMEPTHOM UCCNeno-
BaHUM TKaHen LUHC. Kak otmeuvatoT KanbHoB CJ1. 1 coaBT.
(2020), BCe BanuampoBaHHble 1 OPULIMANBHO YTBEPKAEH-
Hble MeToZbl, 32 UCKJIUeHreM B6ronpobbl, TpebytoT aHa-
nv3a o0pasLUoB TOJIOBHOIO WAWM  CMUHHOTO  MO3ra
C VMCNONMb30BaHMEM TUCTONOTMNYECKUX U MMMYHOJO-
rMYyecknx MEeTOAMK, BKI/OYaA MMMYHOMMCTOXUMUNYECKNI
aHanms, MMMyHOGbEPMEHTHbBIM aHanu3, MMMYHOXPOMAaTO-
rpaduio n UMMyHOONOTTUHT [43].

KntoueBol npobnemoin anarHoctukn Mb sBnsercs
HeobXoAUMOCTb BbisiBNieHUA PrPASc, KoTopbiii CinyXnt
€OUHCTBEHHbIM CrneundpuyeckuMm Mapképom 3abone-
BaHMA. Kak nogyépkmBaloT umccnegoBaTtenn, 4yBCTBU-
TENIbHOCTb 1 CNeyndrUYHOCTb CYLLeCTBYOLWMX METOL0B
HanpPAMYI 3aBUCAT OT CBOWCTB WCMOJIb3yEeMbIX MOHO-
KNOHaNbHbIX aHTUTen [43]. [lnarHocTnyeckumin npouecc
BKJTIOUYAEeT KOMMJIEKCHbI NoaxoA, 00beanHSIWNA Knu-
HUYeCKre, NHCTPYMEHTalbHble 1 NlabopaTopHble MeTo-
Abl, @ TaKXe reHeTnYeckoe TeCTUpOBaHUeE 4NA BbiABMe-
HUMA HacneaCTBEHHbIX GOopM.

KnuHuueckue nposigneHus

M3 xapakTepusylTCA reTeporeHHOCTbIO KANHUYe-
CKMX MNPOABAEHWUN, BKIOYAOLWUX HEBPONOrnyeckmne
N ncuxmaTpuyeckne CUMMTOMbI, NporpeccupyoLme
no mepe paseuTus 6onesHn. OCHOBHblE KIVMHUYECKME
NMPU3HaKN npeacTaBsieHbl B Tabnuue 1, OHU BapbupyoT
B 3aBMCMMOCTM OT popMbl 3aboneBaHNA (Cnopagnyeckas,
HacnefCTBEHHanA, ATPOreHHas, BapuaHTHaa bKA) [44, 45].
CpaBHUTeNbHan xapakTepuctuka ¢opm M3 npepcrasne-
Ha B Tabnuue 2.

JlabopamopHas u UHCMpyMeHMasnbHas OudzHOCMUKa

OunarHoctuka Mb 6a3npyeTca Ha KOMMIEKCHOM MOA-
xope, BKovawwem aHanmu3 UCK, MHCTpymeHTanbHble
MeTObl U MoneKynsAapHble TexHonoruu [1, 37]. B nuksope
KnoueBbiIMM GrioMapkepamy BbicTynatoT Oenok 14-3-3
(netektupyetcs y 77 % nauueHToB ¢ cbKf) [46], Tay-6enok
(noBbiweH y 87 % 60JIbHBIX 1 KOPPENUPYET C NPOJOTKU-
TeNIbHOCTbIO 3aboneBaHus) [47], a TaKKe O-CUHYKIEWH,
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ypoBeHb KoToporo npu BbKA pgoctoBepHO npeBbiwaeT
nokasatenun nNpu Jpyrux HenpogereHepaTyBHbIX MaTo-
norusix (4yBCTBUTENbHOCTb 89 %, cneunduryHOCTb 92 %)
[7]. Cpegn VIHCTPYMEHTaNIbHbIX METOAOB HaMOOSbLYO
ONArHOCTMYeCKyl0 UeHHOCTb umeeT DWI-MPT, pgemor-
CTpupytoLwasa yyBCcTBUTeNbHOCTb 91 % (95% [N: 84-95%)
1 cneundryHoCcTb 97 % (95% AN: 94-99%) ans cBKA [5, 6].
23I, HaNpoTuB, 06N1aaeT orpaHNYeHHON UHPOPMATUBHO-
CTbl0 (YYBCTBUTENBHOCTb 66 %) 1 BbIABNAET XapaKTepHble
3NeKTPodM3MOoNornyeckne naTTepHbl NNWb Ha MO34HMX
cTapuax 6onesHu [4, 48]. CpaBHUTENIbHAA XapaKTepucTu-
Ka MHCTPYMEHTaNbHbIX METOAOB NMpu AnarHocTuke cbKA
M nokKanmsauma natonornyeckux nsmeHeHunm npu cbkA
no gaHHbim DWI- MPT npepcTaBnieHbl B Tabnuuax 3 v 4, co-
OTBETCTBEHHO [4-6, 48].

TABJIMLA 1

KNMMHUYECKUE NMPOABNEHUA NPUOHHbIX
3ABOJIEBAHUN

CumnTomaTmKa YacroTa (%)

XapaKTepHble 0CO6eHHOCTI

MpopbiB B AMArHOCTUKE CBSi3aH C BHEAPEHMEM Me-
TOAOB  aMnAndUKauMyM  MNaTONOTMUYECKUX  MPUOHHbIX
6enkoB, Takux Kak RT-QulIC (uyBctBMTENBHOCTL> 90 %
ana TunuuHbix ¢opm cbKA npu cneunduruHoctn 100 %)
[17, 49] n umKnuMyeckasa amnanduKauma naTonoruye-
cKol KoHpopmaumm 6enka, Kotopas nmeet noutn 100 %
cneundunyHocte ana BBKA [17]. RT-QuiC apantupoBaH
NS HEMHBA3UBHOW AWArHOCTUKN Yepe3 Ha3asibHble Ma3-
KN C YyBCTBUTENBHOCTbIO 97 % [5], UTO ynpollaeT paHHee
BblsiBNIeHMe. [1nA HacneaCcTBeHHbIX GOPM NPUOHHbIX 3a60-
NeBaHUI KPUTMYECKM BaXKHO reHeTUYECKOe TECTUPOBaHNE
MyTauunm reHa PRNP (E200K, D178N, P102L) [22]. AnarHo-
CTUYeCKasa LIeHHOCTb N1abopaTopHbIX METOAOB NMpencTaB-
neHa B Tabnuue 5 [4, 7, 44, 47], a apdektnBHOCTb RT-QUIC
npw pasHbix dopmax Mb B Tabnuue 6 [17, 49, 50, 51].

TABLE 1
CLINICAL MANIFESTATIONS OF PRION DISEASES

OunddepeHymanbHO-ANarHocTnyeckoe
3HauYeHune

KoeHumueHoie HapyweHus

Beictponporpeccupytowan

90-100 PasButne 3a Hegenn-mecaupl [MaTOrHOMOHMYHbIN cumnTom cbKA
aemeHuna
Hesposnoauyeckue cumnmomel
MUOKAOHNN 70-80 ACUHXPOHHbIe NnogeprnBaHuna,  [1aTOrHOMOHWYHBIN NPU3HAK Ha NO34HUX
rmnepaKnieKkcns cTagmax
Mo3xeukoBble HapyLUeHuA 60-70 Atakcus, AvapTpua, Yawe npu cbKA, yem npu ATporeHHon BKA
WHTEHLNOHHbI TPEMOP
3KCTpaﬂl:1paMI/I£|Hble - PurngHocTb, 6paanknHesns MoryT umnTtrpoBaTb 60ne3Hb MapKMHCOHa
paccTponcTea
3puTenbHblE HapyLEHs 20-30 KopkoBas cnenorta, PaHHUI npu3HakK npy BapuaHTe XangeHxamHa
rannouuHaumnm cbKA
lcuxuampuy4eckue cumnmomel
Hanbonee yactasa owmnboyHas MoryT npepLwecTsoBaTb HEBPONOTNYECKON
[lenpeccrBHble COCTOAHUA 41,9
OVarHocCTrKa CMMMNTOMaTUKe
McnxoTnyeckme cumnTombl 23,3
BunonsapHoe paccTponcTso 11,6
TABJINLA 2 TABLE 2
CPABHUTEJNIbHAA XAPAKTEPUCTUKA ®OPM COMPARATIVE CHARACTERISTICS OF PRION
MNPNOHHbIX 3ABONIEBAHUN DISEASE FORMS
KnuHunuyeckan HacnepcrBeHHble popmbl
XapaKTepucTHKa Cnopapguueckasa bKA BapunantHasa BKA (FLULL/DCH)

[NemeHuna + MUOKNOHUN +
aTakcma

OCHOBHble CUMMTOMbl

CpeaHAa NPoAo/IKUTENBHOCTL  4-6 MecALEeB

TunuyHble AnarHocTUYeckne
OLNGKN

bonesHb Anbureimepa,
sHuedanut

Mepuopnueckne Komnnekcbl Ha
[MaTOrHOMOHUYHbIE NPU3HaKN
n ctpnatyme Ha DWI-MPT
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33T, rMNepUHTEHCMBHOCTb B KOpe

Mos3xeukoBble (ML) nnn
MHCcoMHMYeckune (OCKN)
CUMMTOMbI

MNcrxmnaTpuryeckme cMmMnNTOMbl
+ Tanammyeckme HapyweHmAa

12-14 mecaueB logbl

ATakcum gpyrow 3Tmonoruu,

[Henpeccusa, ncuxos
napacoMHum

«[MynbBUHAPHbIN 3HAK» Ha
MPT (runepuHTEHCMBHbIN
curHan B T2/FLAIR-pexume)

CemelHbI aHaMHe3,
cneunduryeckme myTaumm
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TABJIULA 3

CPABHUTEJIbHAA XAPAKTEPUCTUKA
WHCTPYMEHTAJIbHbIX METOAOB

TABLE 3

COMPARATIVE CHARACTERISTICS
OF INSTRUMENTAL DIAGNOSTIC METHODS

OrpaHunyeHus
MeHee uyBCTBUTENEH
npy aTUNMYHbIX NOATMMNAX

Huskas nHpopmaTMBHOCTD
INA NPAMOro AnarHo3sa

Huskas 4yyBCTBUTENBHOCTb
Ha PaHHWX CTaAnAX

NP AUATHOCTUKE cbKA FOR SPORADICCJD
M YyecrBUTenbHoctb  CneundpuyHocTb KnioueBble guarHocTuyeckme
eroq,
(%) (%) npyusHaKun
DWI- N N [MnepuHTEHCMBHOCTDL B Kope (60%),
MPT 91(84-95) 97 (94-99) cTpratyme (60%), Tanamyce (21%)
KT <50 - WcknoueHne CTPYKTYPHbIX MOpaXKeHUNn
3r 66 ) MNepunoanueckne Komnnekcol (No3gHmne
cTagun)
TABJINLA 4 TABLE 4

NOKANU3ALUA NATONIOTMYECKUX U3SMEHEHUIA

MNPU ¢c6KA NO AAHHbIM DWI-MPT

LOCALIZATION OF PATHOLOGICAL CHANGES
IN SPORADIC CJD ACCORDING TO DWI-MRI FINDINGS

CpaBHeHMe ¢ ApyruMun meTogamm
DWI 6onee uyBcTBUTENEH,
yem CSF 14-3-3 1 331

DWI BbiABnAeT n3amMeHeHnA paHblLue,
yem I3

MeHee cneunduueH, Tpebyet
nnddepeHUmnanbHom AUarHOCTUKN

MPT 6onee nHpopmatuseH, yem KT

DWI npeBocxogut CSF-aHanu3
Ha paHHKX CTaguAX

DIAGNOSTIC VALUE OF LABORATORY METHODS

KnuHuyeckas 3HaUMmMocCTb

- nopTeepxaeHve cbKA

- Koppenauna C AnnTenbHOCTbIO 60n1€e3HM

Jlokanusauunsa YactoTta K
NNHNYECKoe 3HaYeHune
nopaxeHus BbiABNeHNA (%)
Hanbonee xapakTepHblIii naTTepH AnA
AERITETENE - EI LB 60% cbKA, ocobeHHo noagTnos MM1/MV1
M3onnpoBaHHbIN 30% Yale BcTpeyaeTca Npu aTUMUYHBIX
HeoKopTeKC 0 nogTtunax (VV2, MV2)
Tanamyc 21% MoxeT yKka3biBaTb Ha BapuaHTHYyt0 bKA
Mos3euok 8% Yawe npm atakcuueckux popmax
M30nnpoBaHHbINn 79 Pepkuin nattepH, TpebyeT ncknoyeHns
cTpuaTym 0 APYryX NPpUYnH
TABJINLUA 5 TABLE 5
ANATHOCTUYECKAA LEHHOCTb JIABOPATOPHbIX
METOL OB
Bunomapkep/metop YyscTBUTEnbHocTb (%) CneuundunyHocTb (%)
CSF 14-3-3 77
CSF Tay-6enok 87
CSF a-cnHyknenH 89 (80-95) 92 (86-95)
RT-QuIC (CSF) >90 (MM1/MV1) 100
RT-QuIC (Ha3zanbHbIN) 97 100
TABJINLA 6 TABLE 6

SOOEKTUBHOCTb RT-QUIC NMPU PA3HbIX

SMD=1.98 vs KOHTpOb
BKJtoueH B KpuTtepun CLUA

HeVHBa3MBHaA afibTepHaTBa

EFFICACY OF RT-QUIC ACROSS DIFFERENT PRION

®OPMAX Nb DISEASE FORMS
®opma Nb YyecTBUTENbHOCTD (%) MpumeyaHuna
cBbKA MM1/MV1 >90 onTumanbHas 3¢PpeKTMBHOCTb
cbKA MM2C/VV1 70-80 CHUXKEHHAA YyBCTBUTENIbHOCTb
reHBbKA (E200K) 85 3aBUCUT OT MyTaummn
OCK/rwt <50 OorpaHmyeHHas NPUMEHMMOCTb
BBKA (KpoBb) 89 TpebyeT cneunduyecknx cybcTpaTos
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MepcneKTBHbIE HaMpaBieHUA BKJOYAOT paspa-
60TKYy aHanM30B KPOBM Ha OCHOBe OMOMapKepoB, Ta-
KMX KaK ferkas uenb HepodunameHTa n COOTHOLEHNE
t-tau/p-tau [8], a TakXKe yCOBepLIEHCTBOBAHNE VMMY-
HOXUMUYECKMX METOAO0B C UCMOJIb30BaHNEM MOHOKNO-
HanbHbIX aHTUTEn [43]. OnTuManbHble AMarHocTuye-
CKue anropuTmbl NpeanonaraloT KOMOUHALUIO METOOOB:
ana cbKA — DWI-MPT + RT-QuIC + aHanu3 nukBopa [5,
49, 52], pna BBKA — MPT c oueHKOI «nNynbBMHAPHOTO
3HaKa» U UMKInYeckas amnnndrKkaLms naTtonormnyeckon
koHpopMaumm 6enka [15, 41]. T cTpaTerum, OcCHo-
BaHHble Ha COBPEMEHHbIX UCCeAOBaHUAX, NO3BOUIN
3HAUYMTENIbHO YNYYWNTb MPUXKU3HEHHYK ANArHOCTUKY
3aboneBaHun, KOTopble paHee BepUPULMPOBaNnCb NC-
KNOYNTENbHO NOCMEPTHO [43, 52].

CoBpemeHHble noaxoapbl K neyeHuto NMb

MBb ocTalTCcA HeusneuynmbiMn HenpopereHepaTus-
HbIMK 3a60NeBaHNAMM, NPY 3TOM COBPEMEHHbIE Tepa-
neBTUYECKME MOAXOoAbl B OCHOBHOM OrpaHUYMBalOTCA
noagepXnBatoLwwen 1N nananaTMBHom nomoulbto. OCHOB-
Hble CNOXXHOCTU B pa3paboTke 3¢pdEeKTUBHOroO NeyeHus
CBA3aHbl C OTCYTCTBMEM MMMYHHOrO OTBETa Ha MPUOHbI,
UX WCKIIOUNTENIbHOW YCTOMUYMBOCTbIO K Ae3UHpeKLmm
N CNOXKHOCTbIO MaToreHe3a, o6yC/IOBNEHHOTO KOHpopMa-
LUMOHHON TpaHchopmauwmelt PrPAC B PrPASc [41]. Kak oT-
meuatoT Watson N. et al. (2021), npoBefieHNE KINMHUYECKNX
UCMbITaHUN CyLeCTBEHHO 3aTPYLHEHO PEfKOCTbIO 3a60-
NeBaHNi, ObICTPBIM MPOrPeCcCcMpPOoBaHEM Y HEOOPATMbIM
XapaKTepoM HelpoaereHepaLmy K MOMEHTY MOCTaHOBKM
anarHosa [41]. Cpefgn COBpPEeMEHHbIX TepaneBTUYeCcKUX
CTpaTerui Hanbornee NepcneKkTUBHbIMK NPeACTaBAATCA
TPV OCHOBHbIX HaNpaB/IeHMA: Masible MONEKYJSIbl Y Peno3u-
LMOHMPOBaHHbIe npenapaTtbl, UMMyHOTepaneBTUYecKme
MEeTOAbl U reHeTUYeckne metoAbl Tepanuu. Manbie mo-
neKkynbl (2-aMUHOTUa305bl, 6EH30KCa30/bl, LUKINYECKne
TETPanMpPPOSIbl) AEMOHCTPUPYIOT BbiPaXKeHHYI0 aHTUNPU-
OHHYI0 aKTUBHOCTb in Vitro n in vivo, 0QHaKo NX KNuHn4ye-
CKOe MPVMEHEHNEe OrpPaHNYEHO TOKCUYHOCTBIO Y HU3KOW
6MOLOCTYNHOCTbI0. Peno3numnoHnpoBaHHble npenapatbl
(DOKCMLMKNUH, GNynnpPTUH) NoKasanu Nlib YMEPEHHYI0
3ddekTMBHOCTD [42]. VIMMyHOTEpaneBTUYECKME MOAXO-
Obl, B YaCTHOCTY MCMNONIb30BaHMEe MOHOKIOHANbHbIX aHTU-
Ten PRN100, no3BonAioT cHMXaTb ypoBeHb PrPASc n Bpe-
MEHHO CTabunM3npPoBaTbh COCTOAHNE MALNEHTOB, OAHAKO
He OCTaHaBJ/IMBAlOT NMpPOrpeccupoBaHmue 3aboneBaHusa [9,
53]. MNpwn 3Tom aHTWUTeNa, HanpaeieHHble Ha N-KOHLEeBOW
gomeH PrPAC (Hanpumep, POM2), yckopsAwlT perpaga-
uuto PrPAC, Torga Kak aHTUTena K rnobynspHomy fome-
HYy MOTYT BbI3blBaTb HEMPOTOKCUYHOCTb [53]. Ocobbii
MHTepecC NpeacTaBnAT reHeTnYecKkne Metoabl Tepanuu:
AHTMCMbICNIOBbIE  OJIMTOHYKNEOTUAbI, CHUXKAKOLWME 3SKC-
npeccuio PrPAC, OemMOHCTpUPYIOT YBENMYeHMEe BbIKU-
BAaEMOCTUN MOAESNbHbIX XXMBOTHbIX Ha 98 % [10], Nnpuyém
npenapaT ION-717 B HacTosILee BpeMA NPOXoaUT KINNHK-
yeckme ucnbitTaHus ¢asbl 1/2a (NCT06153966) [10]. Tex-
Honorua CRISPR/Cas9 uccnepyetca ana pegaktmpoBaHua
reHa PRNP, ogHaKo nokKa HaxoguTCA Ha AOKIMHUYECKON
ctagun paspabotkm [11]. KnuHnueckoe wnccnenoBaHue
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PRN100 (Mead SS. et al., 2022) nokasano, 4To npenapart Mo-
KeT JocTuraTb TepaneBTUYeCcKMX KoHueHTpauun B LHC
(9.9-27.4 MmKr/r B TKaHW MO3ra), BbI3blBas BpPEMEHHYIO
cTabunmzaurio cumnToMoB y 3 13 6 nauyuneHToB ¢ BKA [9].
HeponaTtonornyeckuin aHanm3 BblABUA U3MEHEHHOE
pacnpegeneHue PrPASc 1 pa3BuTre LepebpanbHOro amu-
noupo3sa, uto TpebyeT fanbHenwero nyyeHus [8]. Takum
06pa3oM, COBPEMEHHbIE CTpaTErnun neveHns (aHTUCMbIC-
NOBble ONIMFOHYKNEOoTUAbl, UMMyHOTepanua) Hanpasne-
Hbl MpenMyLecTBeHHO Ha nopasneHune PrPAC, opgHako
nx 3¢ GEeKTUBHOCTb OrpaHMUYeHa No3aHen ANarHoCTUKON.
Hanbonee nepcnekTMBHbIMU st AOCUMMMITOMATUUYECKOTO
BMeLLaTeNIbCTBA, 0COOEHHO NPU HacNeaCTBEHHbIX GopMax
(OCK, TWL), npepcTaBnAoTCA reHeTUYECKMe MeToabl (aH-
TUCMbICNOBble onuroHykneotuabl, CRISPR) [10, 11], Toraa
KaK NofaeprkmBatoLian Tepanmua OCTaéTcAa OCHOBOW NMOMO-
WM NauneHTam Ha Tekyulem 3tane [10, 41].

MepcneKkTuBbl nccnegoBaHum Nb

Wccneposanua NB HOCAT MeXANCUMMIMHAPHDBIA Xa-
paKkTep, 00befVHAA AOCTUKEHUS MOJEKYIspHON 6uo-
norvu, HeBposiorMn 1 GpapmMakonoruu, M akTUBHO pas-
BMBAKOTCA MO TPEM K/OYEBbIM HaMpPaBNEHUAM, KaKpoe
M3 KOTOPbIX MMEEeT BaXXHOe 3HauyeHue Ofid MOoHMMaHuA
1 NleyeHns 3Tux 3aboneBaHnn.

Pazpabomka Hosbix OUAZHOCMUYECKUX MApKepo8

OpHom u3 Hanbornee akTyasnbHbIX 3aayY OCTAeTCs CO-
3[aHVe BbICOKOUYYBCTBUTESIbHBIX 1 CMeLMPUYHbIX METOI0B
paHHen anarHoCcTuKu. B nocnegHme rogbl, 3HAYNTENbHbIN
nporpecc AOCTUrHYT Grarogaps BHEAPEHMIO TEXHONOTM
RT-QuIC, koTopaa no3BonseT obHapyXrBaTb MATONOMU-
yeckre MPUOHHblE GENKU B OGUONOTMYECKMX >KUAKOCTAX
(Hanpumep, B LCXK) c BbICOKOW TOYHOCTbIO. DTOT MeTof
OTKpbIBaeT NPUHLUMNNANbHO HOBblE BO3MOXXHOCTU A1 J0-
KINUHUYECKON ANAarHOCTMKY, YTO MMEET KPUTMYECKOe 3Ha-
yeHMe [NA CBOEBPEMEHHOro Hauana TepaneBTUYECKUX
BMeLLaTenbcTB. BaXXHO noguepKHyTb, YTO AarnbHelLwee Co-
BEPLUEHCTBOBAHME [AMArHOCTVKM TPebyeT KOMMIeKCHOro
NoAXOAa, BKIKYUAOLWero CTaHAapTM3aumio gnarHocTmye-
CKMX MPOTOKOJIOB Ha HaUMOHA/IbHOM YPOBHe, co3faHne
ceTn pedepeHC-LeHTPOB, OCHALLEHHbIX COBPEMEHHbIM
obopynosaHuem ans nposeaeHus MNLP-aHanu3a, cekseHu-
poBaHus reHa PRNP 1 »MMyHOGNOTTUHIa, a TakXKe BHefpe-
Hue 06sa3aTeNnbHOro NaToMopoNornyeckoro nccienoBa-
HUA BCeX CJlyYaeB HelpopereHepaTBHbIX 3aboneBaHWi
C HescHoW 3Tmonorvei. Ocoby 3HAUMMOCTb Mprobpe-
TaeT pa3BUTUE CUCTEMbl BOBAHKOB OJ1A JONrOCPOYHOro
XPaHEHWA 1 N3yYeHrA 06pa3sLIOB TKaHel 1 61oNornyecknx
Xungkocten nauneHTtos c Ib.

louck mepanesmuyeckux MuweHeu

B TepaneBTMYeCKOM acnekTe COBPEMEHHbIe NCCeao-
BaHMA KOHLEHTPUPYIOTCA Ha TPeX OCHOBHbIX CTpaTerusx.
MepBasa cBA3aHa C MOWCKOM M pa3pabOTKONM MasbiX MO-
neKyn, cnocobHbix 3pdeKTMBHO 6I0KMPOBaTb KOHPOpP-
MaLVoHHbI nepexon PrPAC B PrPASc, nubo yckopatb
KNUpeHC nocnepgHero. Bropaa ctpaterusa npegnonaraet
NCMNONb30BaHNEe [OCTVXKEHWUI MMMyHOTepanuu, B u4acT-
HOCTW, MPUMEHEHNE MOHOK/OHANbHbIX aHTUTeN (Takmx
kak PRN100), cneundunyeckn HaueNeHHbIX Ha NMPUOHHbIe
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6enku. TpeTbe, Hanbosee NHHOBALMOHHOE HanpaBJieHune,
OCHOBaHO Ha TEXHOJIOTUAX FeHEeTMUYECKOro pefakTupo-
BaHus (CRISPR/Cas9) n ncnonb3oBaHUM aHTUCMbICITOBbIX
ONIUTOHYKNEeOTNAOB ANA MOAABNEHNA SKCNPeccun reHa
PRNP. YunTbiBaa WCKNIOYNTENbHYIO C/IOXKHOCTb MaTore-
He3a [1b, Hanbonee NepcrneKTVMBHLIMK MPEeACTaBAATCA
KOMOVHMpPOBaHHbIE MOAXOAbl, BO3[AENCTBYIOLME OOHO-
BPEMEHHO Ha HECKOJNbKO KJIlOUEBbIX 3BEHbEB 3aboneBa-
HUsA. [Ins ycnewHom peannsanmm 3STUx cTpaTeruin Heobxo-
OMMO CO3[aHne CUCTEMbl MOHUTOPUHIA 3G EKTUBHOCTY
SKCMepMMEHTaNbHbIX Tepanui 4yepes LeHTpann3oBaH-
HbIl PErncTp MaUMeHTOB, pa3paboTka NporpaMmMm CKpu-
HUHra rpynn pucka (BKiyaa naynmeHToB C CEMENHbIMA
dopmamm Mb 1 peunnnueHToB JOHOPCKUX TKaHen), a Tak-
e BHeJpeHue NpoTOKOSIOB MOCTKOHTAKTHON Npodunak-
TUKW AN MegMLUMHCKOro nepcoHana.

Ponb npuoHo8 8 Opyeux HelipoOe2eHepamusHbIx
3a6o051e8aHuUAX

Ocobblll HTepec NpeAcTaBAeT U3yyeHre Ponv Npu-
OHOMOAOOHBIX MEXaHW3MOB B MaToOreHese ApPYrnx Heu-
pooereHepaTMBHbIX 3a00NeBaHNA, TakKUX Kak 6onesHb
Anburenmepa, NMapKNMHCOHa 1 pasnnyHbIX Taynatun. Ha-
KOMJIeHHble B MocsiefHne rofbl AaHHble CBUAETENbCTBY-
0T O CYLLECTBOBAHUMN OOLWIMX MOMEKYNAPHbIX MEXaHW3-
MOB, NieXKalmx B OCHOBE 3TMX naTtonorun. iccnegoBanuma
OPOXKeBbIX MPUOHOB (Hanpumep, [PSI+]) npegocTtaBnaioT
YHVKa/NbHble BO3MOXHOCTW A/l MOHMMaHus byHOaMeH-
TaNbHbIX 3aKOHOMEPHOCTEWN arperayuu amuaongoreH-
HbIX 6eNkoB. ITV MCCNefoBaHNA He TONbKO YrinyonsioT
Halln NpeAcTaB/eHNA O MexaH3Max HelpogereHepaLumy,
HO U CO3[al0T OCHOBY AJ1A Pa3paboTKyM YyHUBEPCANbHbIX
TepaneBTUYECKUX CTPATErnii, NPUMEHNMbIX K LUNPOKOMY
CnekTpy 3aboneBaHuni. [na MakCUManbHOW peanvsauumu
3TOro noteHuuana TpebyeTca UHTerpauus gaHHbix no b
B UCCNefoBaHUA LpYrix HempogereHepaTMBHbIX 3abone-
BaHWI, Pa3BUTE CUCTEMbI MEXANCLUUMANHAPHBIX KOHCU-
JINYMOB C y4acTMEM HEBPOJIOrOB, NMATOIOrOB U FreHETNKOB,
a TaKXKe COBEpLUEHCTBOBaHNE yyeTa ATPOreHHbIX PYCKOB
B CCTEME 3NUAEMUNONIONMYECKOro Haa3opa.

OrpaHn4yeHunA nccnefoBaHnA

HecmoTpsA Ha TwatenbHbI METOLONOMMYECKUIA NoA-
XOf, HacTosillee MCCnefoBaHve MMeeT psAf OorpaHuye-
HUI, KOTOpble criefyeT YUMTbiBaTb NPU MHTepRpeTauum
pe3ynbTaToB:
«  OxBaT NCTOYHMKOB: MOUCK NMPOBOAWIICA TONbKO B Ye-
TbIPEX OCHOBHbIX 6a3ax AaHHbIX (PubMed, Google Scholar,
elLibrary, CyberLeninka), uto morno npvBecT K NPonycKy
peneBaHTHbIX UCCIeA0BaHUA 13 APYrUxX Creuuanvsnpo-
BaHHbIX OMGNMOMETPUYECKNX 6a3 AaHHbIX, K KOTOPbIM OT-
CyTCTBYeT JOCTYM.
«  fl3blIkoBas NpepAB3ATOCTb: B 0030p BKJIKOUEHbI Mpeu-
MYLLECTBEHHO aHIIOA3bIYHbIE 1 PYCCKOA3bIYHbIE My6nu-
KaLuu, YTO MOXKET OrpaHUYMBaThb NPEACTaBIEHHOCTb AaH-
HbIX 13 JPYrUX PErMoHOB, rae 3MMAEMUONONIS NMPUOHHbIX
6one3Hen MOXET MMETb YHUKasibHble 0COHBEHHOCTU (Ha-
npumep, cTpaHbl AbprKy unu JIaTUHCKo AMepUrKN).
«  JloCTYynHOCTb [JaHHbIX: B aHaNn3 He BOLUMM MPENpPUH-
Tbl 1 Heomnyb6NMKOBaHHbIE pe3ynbTaTbl UCCIe[oBaHUN,
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4YTO MOINI0 MPUBECTU K HEeLOOLIEHKe HOBENMWMX pa3pa-
60TOK B 00MacT OMArHOCTVMKA W Tepanuu MPUOHHbIX
3aboneBaHui.

- Teorpaduryeckas penpeseHTaTUBHOCTb: NpeacTaBeH-
Hble 3NNAEeMMONOrnYecKme gaHHble B OCHOBHOM OTpaXka-
0T CUTyauuto B Pa3BUTbIX CTpaHax (BenvkobpuTtaHus, Ye-
xus, Kntan), Torga Kak uHpopmauus no passriBaloWwnUmMcs
pervoHam OCTaeTcsA OrPAHNYEHHON, YTO MOXKET UCKaXKaTb
rno6anbHyo KapTUHY 3a601eBaeMOCTL.

«  [lpakTuueckasa NPUMEHUMOCTb: NPY OOCYKAEHWM CO-
BpeMeHHbIX anarHoctnyeckux (RT-QulC) n tepaneBtuye-
ckmx (CRISPR/Cas9) nogxonoB HEAOCTAaTOYHO paccMoTpe-
Hbl BOMPOCbI UX AOCTYMHOCTA U BHEAPEHMA B Pa3INYHbIX
CMCTEMAX 34 PaBOOXPaHEHUA.

YueT 3TUX OrpaHuUYEeHUn BakKeH MNpu MHTepnpeTta-
L1 pe3ynbTaToB M MiaHNPOBaHUK Byayuimx nccnemno-
BaHWI, HanpaB/ieHHbIX Ha 6ofiee BCECTOPOHHEE M3yye-
HIEe NPUOHHbIX 6onesHen.

3AKNTIOYEHUE

CoBpemeHHble unccnegoBaHua [1b  BbiIABUAN  HO-
Bble KJIIOUEBbIE aCMeKTbl WX MaToOreHesa, BKOYaa Poib
SMUreHETNYECKMX MexaHu3moB (metunupoBaHne [HK,
MOANGOUKALMN TUCTOHOB) U PErynAaTOpHbIX MUKPOPHK
(miR-146a-5p), KoTOpble MOTYT CNYUTb NEPCNEeKTUBHbI-
MUK Gromapkepamu. [uarHocTka 3HaunTeNbHO MPOABU-
Hynacb Gnarofapa BHEOPEHMIO BblICOKOUYBCTBUTENbHbIX
meTtonoB: RT-QuIC (97 % uyBCTBUTENbHOCTM NPW aHanunse
06oHsTeNbHOro anutenusa), DWI-MPT (91 % sddekTms-
HocTb Ana cbKA) n HOBbIXx GrIOMapKepoB (a-CMHYKIEWH,
nerkas uenb HenpodunameHTa).

B Tepanuu Hambonee nepcrneKkTMBHbIMU Hamnpaee-
HUAMW ABMAIOTCA MOHOKNOHaNbHble aHTUTena (PRN100),
reHeTnyeckoe pepaktnposaHue (CRISPR/Cas9) n penosu-
LMOHMPOBaHHble NpenapaTbl (AOKCULMKINH). NMgemmno-
NornyecKkre faHHble MOATBEPXKOAIOT CHVKEeHUe CryyaeB
BBKA 6naropapsa mepam 61106€30MacHOCTH, XOTA COXPaHsi-
I0TCA PUCKU ANUTENBHOTO UHKYOALIMIOHHOTO Neproaa.

WccneposaHua MNb co3paloT ocHoBy Ana Oyaywiumx
NMPOPbLIBOB, HO TPEOYIOT CUCTEMHOIO NOAX0AA K INNAeMun-
0NOrMYecKkomy MOHUTOPUHIY. OCHOBbIBAACb Ha AAHHbIX
npeacTaBieHHOro 0630pa, Mbl peKOMeHAyeM Co3faHue
HauuoHanbHoro peructpa b no aHanoruu ¢ EuroCJD,
pa3BuTe nabopaTopHon ceTu AnA obecneyeHus Ao-
ctynHoctn  RT-QuiIC, reHeTMyeckoro TeCcTUpOBaHMA
N HelipoBu3yanu3aumm, obyueHre Bpayen (HEBPOJIOros,
MHOEKLMOHNCTOB, MaTO/IOr0aHAaTOMOB) MO AWArHOCTU-
ke MbB, ycuneHne mep 6Mo6e30MacCHOCTU B MeauLUH-
CKUX yupexpeHuax 1 nabopatopusx, COTPYAHUYECTBO
C MeXZyHapoAHbIM/ 6a3amu JaHHbIX s obMeHa onbl-
TOM 1 CTaHZapTM3auum AnarHocTukn. CoBepLUeHCTBO-
BaHMEe SMNUAEMNONOrMYecKoro Hagsopa 3a b gomxHo
BKJIIOUATb YHUMKALMIO AMArHOCTVKY, LEeHTpanun3auuio
yJyeTa U BHegpeHUe COBPEMEHHbIX TeXHONOTWIA. ITO MNo-
3BOJIT He TOJNIbKO YNyYllnTb BbISIBNAEMOCTb 3abonesa-
HU, HO N YCKOPUTb Pa3paboTKy 3GPeKTUBHbIX METOLOB
nevyeHus.
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Takim 06pa3om, HECMOTPS Ha MMeloLmecs TPyAHO-
CTW, BKJIIOYAsA OTCYTCTBME pafMKasibHbIX METOLOB neuve-
HUA, COBPEMEHHble WCCNIefoBaHNA CO3JAl0T MPOYHYIO
OCHOBY Ayis Oyayumx NpopbiBOB B 06M1aCTU MOHMMaHUS,
anarHoctruku n Tepanuu [b. MNepcneKkTrBbl AanbHeNwWwero
pa3BUTUS 3TON 0BNACTU CBA3aHbl C Pa3paboTKoN Komou-
HUPOBAHHbIX TEePaNeBTUYECKMX MOAXOA0B, ONTUMM3aLMeEN
METOAOB MMMYHOTepanuy, BHEAPEHNEM HOBbIX AMArHO-
CTUYECKNX aNiTOPUTMOB M CO3JaHMEM KOMIMIEKCHOWN Cu-
CTeMbl 3NNAEMNONIOrNYeCcKOro Hagsopa. Peannsauna stnx
Hanpae/ieHN TpebyeT KOHCONMAALMMN YCUNIA CCNeloBa-
Tenew, KNMHULMCTOB 1 OPraHM3aToOpPOB 34PaBOOXPaHEeHUsA
Ha HaUMOHANIbHOM U MeXAYHapPOAHOM YPOBHSIX.

OuHaHcMpoBaHue
WccnepoBaHue 1 nybnunkaums ctatbh OCyLLECTBIIEHDI
Ha NIYHble CPeACTBA aBTOPCKOMO KOJINEKTHBA.

KoH$NUKT nHTepecoB
ABTOpbI [aHHOW CTaTbX MNOATBEPAWAN OTCYTCTBME
KOH)NIMKTA UHTEPECOB.
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