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Pesrome

IIpuonnvie 3abonesanusn (I13) — pedxue nelpodecenepamugivle paccmpoicmed, 8bi3vleaemvble AHOMATbHLIMU
dopmamu berxa PrP, cnocobnvimu undyyuposams KOHGOPMAYUOHHbIE USMEHEHUSL HOPMATbHBIX DEIK08 U npu-
600UmMb K npozpeccupyioujei oeceHepayuu HepeHou mranu. Imu O0Le3HU OMAULAIOMCA OTUMETbHBIM UHKYOA-
YUOHHBIM NEpUoO0OM U 8bICOKOU L1emalbHOCMbio. Basjcnocme uzyuenus npuoHuslx 3a6onesanuti 00yciosiend
HE0OX00UMOCTbIO paA3padOmMKU Memo008 OUACHOCMUKYU U NPOPUIAKMUKU, d MAKICce NOUCKA IPHeKmuenbix
mepaneemuueckux cpeocme. Ilpedcmagnenvl c6edeHuss 0 MEXAHUIMAX NOPANCEHUS HEPBHOU CUCHEMbl, KO-
yeevlx opmax I3 (6oresnv Kpetimypervoma—Akoba, cunopom [epcmmanna—IlImpaycciepa—Illeiinkepa,
damanvnas cemetinas becconnuya u opyaue), npugedeHbl coO8peMenHble Memoovl OUASHOCMUKU C YKA3AHUEeM
UX 4Y8CMEUMENbHOCMU U CNEeYUDUUHOCUY, d MAKJCe PACCMOMPEHbL NePCHeKMUGHble HANpagieHUs mepanuu
(aHMUCMBICTIOBbLE ONUSOHYKIEOMUObL, AHMUMENd, UHSUOUMOPbI azpeeayuu, AKMueayus aymogazuu, 2eHHas
mepanus).

KnmoueBble cloBa: MNPUOHHBIC 3a00JCBaHMsI, TPAHCMUCCHBHAS rybuaras sHIedaonaTus, HelipoJereHeparms-
HbIe 3a00neBanus, 6enok PrP, 6onesns Kpeitrudensara—Akooda.
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Abstract

Prion diseases (PDs) are rare neurodegenerative disorders caused by abnormal forms of the PrP protein, which
can induce conformational changes in normal proteins and lead to progressive degeneration of nerve tissue. These
diseases are characterized by a long incubation period and high mortality. The importance of studying PDs stems
from the need to develop diagnostic and preventive methods, as well as the search for effective therapeutic agents.
The article presents information on the mechanisms of damage to the nervous system, on the key forms of PDs
(Creutzfeldt—Jakob disease, Gerstmann—Straussler—Scheinker syndrome, fatal familial insomnia, and others), pres-
ents modern diagnostic methods with an indication of their sensitivity and specificity, and also considers promising
areas of therapy (antisense oligonucleotides, antibodies, aggregation inhibitors, activation of autophagy, gene
therapy).
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Coxpawenus: BKSI — 0Gonesnn Kpetitidenbara-
SAxoba; MPT — marHuTHO-pe30HaHCHAs ToMorpadus;
13 — npuonnsie 3a6oneBanus; CILIII — cunapom
I'epctmanna-llItpayccnepa-llleiinkepa; ®Chb — da-
TanbHas ceMeiiHas O6ecconnuna; [[HC — nenTpanbHas
HepBHast cucreMa; D21 — snmekrposHIedanorpadus;
PrP — npuonnslii 6emnok; PrP¢ — npuonHbIi Genok
C HOPMAJIbHO# TPETHYHOU CTPYKTYypoii; PrP% — maro-
Jorudeckas (popma IPUOHHOTO OeJiKa.

TpancMuccuBHBIE TyOdaThie SHIE(ATONATHH WIIH
nproHHbIe 3a0oneBanus ([13) — rpynmna HelipoxereHe-
PaTUBHBIX PACCTPOMCTB C JUTUTEITHLHBIM HHKYOAITHOHHBIM
MIEPHOMIOM U OBICTPHIM MPOTPECCHPOBAHUEM CUMITTOMA-
TUKH, XapaKTEePU3YIOIINXCS TOpakeHHEeM IIeHTpaTbHOM
HEPBHOHN CHCTEMBI i HAIMIHEM HECKOIBKUX (POpM 3a00-
neBanuil. K HUM OTHOCSITCS CIIOpaTUYECKHE, CEMEIHbBIC
" BapuaHTHBIE popMbl Ooe3an Kpettidensara—ikoda
(BKA), cuagpom I'epctmanna—Ltpayccnepa—Llleiinke-
pa, Kypy, daranbHas cemeiiHas O€CCOHHHUIIA U IPyTUE
6omne3nu [1].

ExeronHo B Mupe peructpupyerca okosno 1-2 ciy-
yaeB 13 Ha 1 muH Hacenenus [2], mocie nuka 2001-
2002 rr. konumuecTBo ux cHxkaercs [3]. Onnako B 2023 1.
B BenmkoOputannm ObLT 3aperuCTpUPOBAH OAMH HOBBIH
cinydail stporenHoil BKSI, cBsizanHBIN ¢ mpuemoM rop-
MOHA POCTa YEJIOBEKa, B PE3yIbTaTe Yero o0IIee YMcio
cinyyaeB gocturio 86 [4]. B CIIA exeronHo AuarHo-
ctupyrorcs okono 350 ciyuaeB BKA [5].

O6mee xomnyectBo ciydaeB 113, B Tom uncne BKS
B 34 cTpaHax ¢ JOCTYIHBIMH €KETOAHBIMU MOKA3aTes-
mu coctaBmiio 27 872 u 24 623 coorBercTBeHHO. CTpa-
Hbl ¢ HauOoOJbIIUM KoduuecTBoM ciydae [13: CIIA
(5156), ®pannus (3276), I'epmanusa (3212), Uramus
(2995), Kuraii (2662), Benmukoopuranus (2521), Ucna-
Hus (1657) u Kanana (1311). ExeronHoe konmuecTBo
cinyyaeB [13 1 cMepTHOCTh UMEIOT TEHAEHLUIO K POCTY.
lenernueckue cmyyan coctasuin 6onee 10% oT Bcex
3apeructpupoBanubix [13 [6]. B Poccun nabmromaeTcs
TEHJCHIUS K YBEITMUCHUIO YUCIa MAUEHTOB C MOA03pe-
HueM Ha BKSI, ognako, aHanu3 U peructpauus ciydaeB
BK1 ue npoBoaurcs.

Monekynapuaa ouonozus npuonos. IIpuoHHBIN
0eJI0K ¢ HOPMaJBHOM TpeTHuHOMH cTpyKTypoit (PrP¢ —
aHnL.: cellular — KJIETOYHBIN) CUHTE3UPYETCS Ha IIle-
pOXOBaToM »JHAOIUIA3MAaTHYECKOM DPETHKYJIyMe H Tie-
pemernaercss depe3 ammapar loibIKd, Te MOJEKyla
mmko3wupyeTcst. Ha mmasmarnueckoit memopane PrP¢
BCTpaMBaeTCsl B JUNHUIHBIE padThl U KaBeosbl. B3au-
MmozeiictBue PrP¢ ¢ 3TUMH CTpyKTypamu MPOHCXOAUT
Omaromapsi 0COOCHHOCTSIM €r0 aMUHOKOHIIEBOH ITOCIIe-
JnoBatenbHOCTH. PanHee BrmtoueHue PrPC B nmumuanbie
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padThI BO BpeMs ero OMOCHHTE3a BaXKHO JUTSI aJeKBaTHO-
ro CBOpauMBaHus MoJeKyibl. Ha masmaruueckoit MeM-
Opane PrP¢ moxer moaBepratbCs MPOTECOTUTHYCSCKOM
00paboTKe METaIONpPOTEa3aMH, KOTOPBIE pa3pe3aroT
monekyny PrP¢ Ha 1Be uactu. B pesysbrare o0pasyroTcs:
1) mpucoennHeHHBIN K MeMOpaHe KapOOKCUTepMUHAIb-
HBI (parMeHT, CBA3aHHBIA C MeMOpaHOil; 2) BBICBO-
0OoxJaeMblli BHEKJIETOYHBIH aMHHOKOHIIEBOH (PparMeHr,
OTAETISIIOIINICA OT MEMOpaHbl BO BHEKJIETOYHOE IPO-
CTPaHCTBO. DTOT MPOLECC BasKeH ISl Peryiasiuun QyHK-
it PrP¢ i MoskeT urparth poiik B €ro B3aUMOAEHCTBUN
C IpyTUMH MOJIEKYJIaMH U CUTHAJIBHBIMU Iy TSIMU [ 7].

HccenenoBanus mokasaiu, 4to PrPC BeInoiHseT MHO-
ecTBO GyHKUMH [8, 9]: mepeaaya CUTHAIOB BHYTPHU
KJIETKH, BBDKUBAHHWE HEWPOHOB, yYacTHE B alloITO3e,
OKHCIIUTEIBHOM CTpecce, KIETOYHOW aAre3uH, B Ipo-
neccax uddepeHIuanuy  KJIeTOK, WMMYHOMOIYJIsi-
un, Metabonusme MukpoPHK. PrPC, pacmomoxeHHBIi
Ha TOBEPXHOCTH KJIETKH, AKTUBUPYET CHUTHAJIbHBIC
My TH, BIUSIONINE Ha HeliporeHes u cuHanrToreHes [10].
PrP¢ takke perynupyer sMOpHOreHes3, mpoiudeparmo
n auddepeHIpoBKy CTBONIOBBIX KieTok [11, 12]. Ta-
KUM 00pa3oM, PrPC sBrsiercsi MHOrO(GyHKIIHOHAIBHBIM
0eJIKOM, KOTOpBIA WUIpaeT Ba)KHYIO pOJib B Pa3iUYHBIX
OMOJIOTHYIECKHX TIpoIieccax.

CymiecTByeT IB€ OCHOBHBIE MOJIEIIN, OIHCHIBAIOLIHE
NPUPONy MATOJOTMYECCKOW KOH(POPMAIMH MPUOHHOTO
6enka (PrPS® — anmn.: scrapie — ckpeiinu (modyecyxa
osen)) [13]:

1. TereponumepHass MoJenb MpeENonaraeT, 4YTo
npuoHHas Gopma Oeinka (PrP5) sinsiercst MoHOMepoM
C M3MEHEHHOW CTPYKTYpOW M TMpEBpAIllEHHE MPOUCXO-
JIMT Yepe3 B3auMoJeicTBre Mexkay HopMainbHOH (PrP¢)
Y aHOMaJIbHOM hopmamu.

2. IlomumepHass MOIENb paccMaTpUBAaeT HPHOHBI
KaK aMWJIOMJIHBIC (UOPHILIBI, MPEICTABIISIONIUE HEKO-
BAJICHTHO CBSI3aHHBIE OEJIKOBBIE MTOJIMMEPHI. AMUIONUIBI
CHOCOOHBI KaTaJM3NUpOBaTh MPEBpaIlleHHe HOPMaIbHBIX
0CIJIKOB B aHOMAJIbHEIE (JOPMBL.

Cy11ecTBYIOT TaKXe ABE MOJEIH, OOBICHSIOLINE, KaK
PrP5¢ MoxeT BbI3bIBATH U3MEHEHUE HOPMAJIBHBIX MOJIC-
Kyt (PrP€) u npeobpa3oBarh nx B aHOMaJIbHYIO (HOpMY:

1. Monuenb oMoy 1radnona (pedosaunr).

Korma PrP% BsammoneiictByer ¢ PrPC, Bosnukaer
KOH(OpPMAaIIMOHHOE M3MEHEHHEe, B Pe3ylbTaTre KOTOpO-
ro PrP¢ cranosurcst PrPS [13]. Dror mpomecc BKIO-
YaeT pa3BOpadMBaHHE W IOBTOPHOE CBOpPAuYMBAHUE
Oenmka ¢ ydacTHEM IIAllepOHOB, KOTOPHIE PACIIO3HAIOT
amuiouanble (GUOPUIUIBI KaK arperarsl HeNpaBUIIb-
HO CBEPHYTOrO Oeiika M M3BJICKAIOT M3 HUX MOJEKYJIbI
npuoHHoro Oenka. Kpome Toro, mamepoH pasapenser
¢ubpusuTy Ha JIBE YaCTH, KaX/1asi U3 KOTOPBIX CIOCOOHa
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Kaaccupukanus npuoHHBIX 3a00/1eBaHui

Tao6m. 1

Cnopaguyeckue (85%)

HacaencrBennsie (10-15%)

IIpuodperennblie (MeHee 1%)

Cnopanudeckas 6one3ns Kpeifrugenpara—
Sxoba

ITprnonomarus ¢ nmepeMeHHON
YyBCTBUTEIBHOCTBIO K IIpOTEa3e

Ienernyeckas 6ones3ns Kpeiitudenbara—
Skob6a Cunapom I'epcrmanna-1ITpayccnepa-
[eitnkepa
daranbHas ceMeiiHasg 0eCCOHHHUIA
IIproHHOeE 3a0051€BaHKe, ACCOLMUPOBAHHOE
C Iuapeei ¥ BETeTaTHBHON HEBpONaTHer

BapuanTtHas 6one3Hb Kpeiitndensara—Sikoba
SArporennas 6osne3up Kpeitrudensara—koda

Kypy

Classification of prion diseases

Table 1

Sporadic (85%)

Hereditary (10-15%)

Acquired (less than 1%)

Sporadic Creutzfeldt—Jakob disease
Variably protease-sensitive prionopathy

Genetic Creutzfeldt—Jakob disease
Gerstmann-Straussler—Scheinker syndrome
Fatal familial insomnia
Prion disease associated with diarrhea and
autonomic neuropathy

Variant Creutzfeldt—Jakob disease
Iatrogenic Creutzfeldt—Jakob disease
Kuru

KaTaIn3upoBaTh npeppaineaue PrP¢ B PrPSc. Takum 00-
pa3oM, MpH AECHCTBUU LIANIEPOHOB IPOHCXOAUT YABOE-
HY€ TIPUOHHEIX JacTwi] [ 14].

2. Mogenb HyKJIealMU-TI0OJIMMEpPHU3alHH.

B stoit Mmogenu PrP¢ u PrPS¢ maxomsrcs B Tepmo-
JUHAMHUYECKOM DPAaBHOBECHH, CMELICHHOM B CTOPOHY
PrPC. Jlast Toro uto6b1 PrP5¢ crabumusupoBaics u Ha-
9ajl pa3MHOXKaTbCA, OH JOJDKECH MIPUCOEIUHUTBCA K Y)Ke
cyliecTBytomemy arperary PrPs¢. Buyrpu storo arpe-
rara PrP5¢ cTabumm3npyercss U CTAHOBHUTCS CIIOCOOHBIM
NpHBJIEKaTh HOBbIe MOJEKYJbl PrP¢, xotopas mommume-
pusyercst B ammona. Oparmentanus arperatop PrPse
MPHBJICKAIOT HOBBIE MOJIEKYIbl PrP¢ u crmocoGcTByroT
JaJIbHEHIIIEMY pa3MHOXEHHUIO MTPUOHOB [13].

ITytu xorpopmannonuoro nepexomaa PrP¢ B PrPSe:

1. CnonranHo (criopaguueckue GopMmsl);

2. Myrtamuu B reHne PRNP (PRioN Protein) — (Ha-
CJIeICTBEHHBIE (POPMBI);

3. Hoctynnenust maronormyeckoil ¢opmel Oenka
PrPS u3BHe (mproOperennsie Gopmsr) [7].

Ilamozene3 3apaxkeHue NepopaIbHBIM IMYTEM IpO-
UCXOIUT TNpHU YNOTPeOJIEHMM B IMILY IOPAXKEHHOTO
OpHOHAMH Msica, Mo3ra u apyroi muiy. [Tepenaua PrPse
BO3MOXKHA 4epe3 TPYIHOE MOJIOKO OT Marepu K peOeH-
Ky [15]. Koxka )KUBOTHBIX TOXKE MOXKET OBITh UCTOUHUKOM
PrP%¢, xoTopble MOT'YT IMOIACTh B OKPYKAIOIIYIO CPEeLy
IIyTE€M €CTECTBEHHOTO CIYLIMBAaHUs SIUAEPMUCa, IOpe-
30B KOXKH, MOJIyYEHHBIX BO BpeMs CTPIKKH oBell. CBd-
3aHHBIE ¢ Koykell PrPSe uneHTr(HIIMpOBaHBI Ha TO3IHIX
noknuHYeckux cramusax [13 [15]. Tak B 2010 r. 6buIH
omnyOJIMKOBaHbI pe3yabTarhl Bepudukaimu PrP% B koxe
nauuenta ¢ bKS. 3apaxxeHne MoXxeT IpOU30UTH SITPO-
TeHHBIM IIyTeM, HalpuMep, MpU Mepecajike TPyHMHOH
POTOBHITBI, TBEPAOH MO3TOBOH 0OOJIOUYKHU WIIH TPYITHOTO
KOCTHOTO MarepHaia, py HeIOCTaTOYHOW CTepHIIn3a-
MU MEIUIWHCKUX MHCTPYMEHTOB, IIPH MPHEME TOPMO-
Ha pOCTa, U3TOTOBJICHHOTO U3 YEJIOBEUECKOTO IMIodu-
3a [16].

[Tarorenes I13 cocTouT U3 ABYX 3TAIOB: SKCTpaLepe-
OpanpHOTO M 1epedpansHoro [14, 16]. [Ipu nepopains-
HOM 3apakeHun PrPS B opraHmsme MPOMCXOOUT HEM-
POMHBA3H MO OINPENEIEHHBIM aHATOMUUECKUM ITyTAM,
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KOTOpBIE BKJIIOYAIOT CUMIIATHYECKUE W IMapacHMIIaTH-
YECKHE BOJIOKHA CETMEHTAPHOIO OTAENa BEreTaTMBHOM
HEPBHOM CHCTEMBbI, UHHEPBUPYIOLME KUIIEUYHUK. B sKC-
NEPUMEHTaX C BBEJCHUEM IIPUOHOB MBIIIaM OBLIO MOKa-
3aHO, YTO UH(EKIUI HAYNHACTCS B ICHEPOBBIX OJISAIIKAX
KHIIEYHUKA. 3aT€M OHA PacIpOoCTPAHIETC Yepe3 MUH-
TEpaJbHOE HEPBHOE CIUIeTEHHE (CIuieTeHue AyaspOaxa)
W JHTEPAIbHYI0O HEPBHYIO CHUCTEMY B TPYIHOW OTAEN
CIIMHHOTO MO3ra, 3aTeM KaylajdbHO — B MOSCHUYHBIN
U POCTPaJbHO — B LIEHHBIA OTIAEN CHMHHOIO MO3ra,
B JaNbHEHIIEM — K siapaM (KpacHoe, BECTHOYIIpHbBIE)
CTBOJIa MO3Ta, MO3KEYOK M, B KOHEUHOM HUTOTE, B TIOIY-
1apysi, B TOM 4UCJIE B KOPY TOJIOBHOTO MO3ra (aHTepo-
rpajHbIi THI pacnpocTpaneHus). [lapaniensHo ¢ 3TUM
PrPS malifieHBl B TapacHMIIATHYECKUX y3lIaX M IOp-
CaJIBHOM sifipe ONy»KIAIOIIero HepBa, YTO YKasbIBAaeT
Ha MX yJacTue B maroreHese Oone3Hu. Takxe nmeeTcs
JIOKa3aTeJIbCTBO PACHPOCTPAHEHUS] MPUOHHOW HH(pEK-
UM PETPOTPATHBIM MyTeM (OT LIEHTPAIBHBIX CTPYKTYP
K HemopaxeHHBIM niepudepryaeckum) [17]. Yacts nadu-
LUPOBAHHBIX JTUM(OIMTOB U MakpodaroB MOXKeET Hpo-
aukath B [IHC Hampsmyro, mpeojoseBass TeMaTodHIIe-
(annueckuil Gaprep reMaroreHHbIM mmyTeM. Ha Bropom
sTane — IepedpaIbHOM — HapyIIaeTcs Aerpaariis
PrPS¢ BHYyTpH HEHpPOHOB BCIICACTBHE €r0 KOH(pOpMAI-
OHHBIX oTinumii oT PrP¢. B pesynbrare PrP% mpuobpe-
TaeT HEHPOTOKCUIECKUE CBOMCTBA, BBI3BIBAIOINE MEXa-
HU3M MHOTOKOMIIOHEHTHOTO TMOBPEXICHHS HEHPOHOB:
B CBSI3U C BIMSHUEM I1aTOJIOTUYECKOTO O€lKa Ha CUCTe-
My MHKpPOTpYyOOYEK HapylIaeTcsl aKCOHAJIbHBIN TpaHC-
MOPT, BO3HUKACT AUCHYHKIIUSI CHHAITHIESCKON MIacTHY-
HOCTH, IIEIOCTHOCTH M TEKYYECTH MEMpPAaHbl HEHPOHOB
1 MeMOpaH MUTOXOHIPUH, HHIYLUPYETCS] OKHCIHUTEIb-
HBIN CTpeCC U IpOorpaMMHpyeMasi CMEPTh KIIETOK.

IIpu 113 B HepBHOM cUCTEME OTCYTCTBYIOT NpH3HA-
KA BOCHAJNEHWSA. B TOIOBHOM, a WHOTAA W CHUHHOM
MO3T€ Pa3BUBACTCS BBIPAKEHHBINA IPOTrPECCUPYIOMUI
JereHepaTuBHEI mporiecc [18]. Jlms ructomorudeckoi
KapTHHBI XapaKTepHa TpUaja MPU3HAKOB: JAeTreHepanus
HEHpPOHOB ¢ 00pa3oBaHMEM MHOTOYHMCIICHHBIX BHYTpPU-
KJIETOYHBIX BaKyoJIed, acTPONIMO3 M YMEHBIICHHE KO-
JIMYECTBA HEHPOHOB, a TAK)KE HAKOIIJIEHUE aMHJIOMTHBIX
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omsiex. Hambonee BblpakeHBI JaHHBIE W3MEHEHUS
B KOPE BHCOYHOH, TOOHOH, TEMEHHOM JOJISIX, TI0JI0CATOM
Tene, Tanamyce U Mokeuke [19]. B pesynbrare nepe-
YHUCIIEHHBIX MPOIIECCOB U MAacCOBOW rubeinn HeHpOHOB
MO3TOBO€ BEIIECTBO HAIIOMHHAET TyO4aTyIo CTPYKTYpY
(status spongiosus).

Knaccudukanus knmuangeckux ¢opm 113 mpencras-
neHa B Tabm. 1.

Knunuueckue gpopmot

bonesnv Kpeiimygpernoma—Hroba — penkoe, ObI-
CTpO Mporpeccupylolee HelporereHepaTnBHOE 3a0oe-
BaHHE, KOTOPOE HEN3MEHHO 3aKaHYMBAETCS JIETATHHBIM
ucxonoM. CpenHsisi BEKMBAEMOCTh OT Havaja 3aborneBa-
HHS COCTaBIIIET 7,6 Mec.

Brigenstor crnenyromue Gopmer 3aboneBanust [20].

1. Tenernueckas — 10—15% cny4aeB, o0yciioBieH-
HBIX Pa3jIM4HbIMU MyTauusMu B reHe PRNP, ayTocoM-
HO-AOMHMHATHOE HAacjlelOBaHHE ¢ BapHaOelbHOH IeHe-
TPAHTHOCTBIO.

2. Cnopanuueckas opma — Oonee 80% ciydaes
C MJIUONATHYECKUM MEXaHU3MOM Oera- KoH(opManuu
(nmebroT 3a0omeBanus B 60—70 yer, cMepTh B TeUeHUE
roza).

3. llpuobpeTeHHas1, MOCiie XUPYPrHUECKUX Omepa-
uuii (TpaHCIUIAHTAIMS POTOBMIIBI, TBEPIOM MO3TOBOM
000JIOYKH), TapeHTEPaTLHOTO BBEACHHS JICKAPCTBEH-
HBIX MIPETapaToB YEJIOBEUECKOTO MPOUCXOKICHHUS (TIPH-
MEHEHHE YeJI0BEUECKOTro THO(HU3apHOTO TOHAIOTPOTIH-
Ha, YEJIOBEYECKIX TOPMOHOB POCTa).

4. BapuanrtHas (3nuaeMU4ecKasi), CBsI3aHHAs C WH-
(hunupoBaHUEM dYeIIOBEKa MSICOM OONBHBIX CITIOHTHO-
(dhopmHoIi sHIIEPanonaTreii KOpoB («00Ne3Hb KOPOBBETO
OcIIeHCTBAY ).

3aboneBaHue UMEET MATh CTAAUN pPa3BUTHA:

1. IlpompomanbHasi cTagusi MPOTEKAET HEAETH WIH
MECSIIBI JIO TOSIBIICHUS MEPBhIX KIMHHUYECKUX CHMIITO-
MoB. Ee npu3Hakamu MOTYT OBITh CHIJKCHHE BHUMAHUS,
MaMsTH, HAPYUIEHWE MBIIIJICHUS, amaTusi, pacCesH-
HOCTb, YXY/IIEHHE HACTPOEHHS, MOBBIIIEHHAs yTOMIISA-
€MOCTb, HAPYILICHHS aNleTUTa, CHIKEHNE MacChl Tena,
CHIDKCHUE JMOMI0, AHEBHAs COHJIUBOCTb M JpyTue
adQeKTUBHBIE M BereTaTHBHbIC HapyuieHus. MHorma
Ha TIEPBBIH TUTAH BBIXOJAT TICHXOTHYECKHE PacCTPOi-
CTBa, HampuMep, Opes, raJUTIOIMHALINHN, CTpaxX IMpecie-
JIOBaHUS, a TAK)KE TOJIOBHAs OOJIb.

2. Cranus mepBBIX CUMIITOMOB (HadajbHasi) MOXKET
MPOSIBIISITECA  3PUTENBHBIMH M TIIa30/IBUTaTeIbHBIMU
paccTpoiicTBaMu, aTakCUEN, MapeCTE3UAMH.

3. PasBepHyTas cTaaus XxapakTepusyeTcs cracTHue-
CKMAM TapaiiioM KOHEYHOCTEW, HKCTparmupaMuIHBIMU
CUMITOMaMHU (TPeMOp, PUTHIHOCTb, XOPEOaTeTOUIHbBIE
TUTICPKUHE3bI). B mampHEHIeM MOSBISICTCS aTaKCHs,
amOnuonusi, 3pUTEIbHbIE TaJUTIOLUUHALNKN, HaTbsaep-
HBIE [T1a307BUTaTeIbHBIE PACCTPOHCTBA, MHOKIIOHHH.

4. B TepMUHAIBHYIO CTAANIO OBICTPO IPOrPECCUPYET
JEMEHIINA C aKHHETUYECKUM MYTH3MOM, PacCTPOICTBOM
CO3HAHHA, IEHTPAIBHBIMH TETparape3amMu, THIIEPKHU-
He3aMU, TeHEpaTN30BaHHBIMU MHOKIOHUsSMU [21, 22].

HeoOxogmmo OTMETHTB, HYTO MHOKIOHHWW SIBIIS-
IOTCSl OIHMM M3 BEeOyLIMX W HauOoyiee XapaKTepPHBIX

LECTURE

CHUMIITOMOB 3a00JI€BaHMsl, BXOAIIIUM B AWArHOCTHYE-
ckue kputepun bKSl. Hanbonee xapakTepHbl KOPKOBBIE
MHUOKJIOHHH, KOTOPBIE XapaKTEePHU3YIOTCS apUTMHYHO-
CTBbIO, MOTYT OBITH CIIOHTAaHHBIMH WJIM CTUMYJIMPOBAH-
HBIMH CEHCOPHBIMU Pa3paXUTEISIMA M ACHHXPOHHO
BO3HHUKATh B Pa3HBIX YacTAX Tena. B oTinuuune ot apyrux
3aboneanmii pu bKS MUOKIIOHNY HE TPOXOAAT Iae
BO BpeMs cHa. Crienuduka KOTHUTHBHBIX HapyIIeHHH
npu BKS 3akmrodaercss B UX CKOPOCTH HAaCTYIUICHUS
(«xkaTacTpoduueckasy» JEeMEHINs) U MHOTOOYaroBOCTH;
XapaKkTepHO MOSABJIEHHUE B MEPBYIO OYEPEab HapyIIEHHE
YOPaBISIOMNUX U MHECTHYECKHMX (YHKIHH, a IO Mepe
MIPOrpECCUPOBaHUs NMPUCOEIUHEHNE U ONepaloHallb-
HBIX [23]. @oxanpHBIE MOTOpHBIE Mpunanku nmpu bKA
BCTPEYAIOTCSI 3HAUUTEIIBHO PEXKE U MPOSABISIIOTCS KJIO-
HUYECKUMH MOJEPTUBAHMSAMHU MBI KOHEYHOCTEH WU
mura. VlHOTIa OHU COTIPOBOXKAAIOTCS BTOPHYHOW TeHEe-
panu3zanueii. I'enepanuzoBanHbple npunaaku npu bKA
peaKu, Jare HaONMomaroTes MpY HACIEACTBCHHBIX (Hop-
Max WM aTUIUYHOM TeueHuu [24]. Takxke y malnueHToB
¢ BKS omucanbl ciayyan MHOKJIOHMYECKOTO CTaryca
1 0eCcCyIOPOKHOTO AMIIIENTHYECKOTO CTaTyca, KOTOPhIe
OTPaXKAIOT TSHKETYIO KOPKOBYIO TUCHYHKIMIO HA TEPMH-
HaJbHBIX CTaAusIX 3a0oneBanms [23].

Huarnoctuxa BKS ocHoBana Ha pe3ymbratax 29I,
MPT wu ananuze nepeOpOCTMHATEHOMN KUAKOCTH Ha Ha-
nyre OENIKOBOTO MapKepa BO30yAUTeNsl — raMMa-nu3o-
¢dopmel Oenka 14-3-3 u/unm Tay-npoTenHa ¢ OMOIIBIO
MMMYHOOJIOTHHTa. B MpakTHKy BHEAPEHBI HOBBIE METO-
JIbl TUArHOCTHKHU, HAIPUMeEpP, METO/ BUOPAIMOHHO-UH-
JIyIIAPOBAaHHOTO KOHBEPCHOHHOTO aHalM3a JIMKBOpa
(RT-QulC), xoTopblii OOHapYXHMBaeT MHUHHMAJIbHOE
KOJIMYECTBO MpHOHHOTO Oenka. Ha cramum pa3paboTku
HaxoJHUTCs MeToJ ompexneneHus PrPS B moue (anamms
MUKIMYECKOW aMIUTM(UKAaMK HEeTpaBUIBHOTO CBOpa-
YUBaHUA OElIKa, KOTOPBIA UMUTHPYET in Vitro TPOIecc
peruukanuy npuoHoB mpu BKS). OcHOBHBIM MeToAOM
MUarHOCTHKHU HaclencTBeHHOH ¢dopMbl BKS sBisercs
cekBeHupoBanue reva PRNP [25].

K marornomonnunbsiM MPT-nipuznakam BKS oTHo-
CATCS:

a) CUMIITOM «XOKKEHHOMN KITFOLITKWY» — TUIIePUHTEH-
CUBHBII CUTHAJ B MYJTBBHHAPHOM U JOPCOMENNATHHOM
TaJaMHUYECKUX SApax ¢ 00CHX CTOPOH, BU3YaJIU3UPYIO-
mwiics B pexnme FLAIR, nmerommii hopMy XOKKeHHOM
KITIOIIKH [26, 27];

0) BBISBIICHHUC THUIIEPUHTCHCHBHOTO MP-curHana ot
MOAYIIKU TajJaMyca B 3alHEM TaJlaMyC€ OTHOCHTEIBHO
nepenHel ckopaymnsl Ha T2-B3pemenHoit mimu FLAIR
MPT. JlanHbiil heHOMEH BCTpedaeTcst O4€Hb PENKO, €ro
YyBCTBUTEIILHOCTH cocTaBisier 78-90%, a cneruduy-
HocTh 100% mts BKS [25, 28]. B otHOmennn BK I wame
HCHOJB3YIOT TEPMUH «CHUMIITOM MOAYIIKH TajlaMycay,
TaK KaK 3T0 KOHKpeTHbIH MPT-npu3HaK MOBBIIEHHOIO
CUTHaJa B 3a/lHUX OTJENIaxX TajaMmyca;

B) CUMITOM KOPTUKAaJbHOM JIEHTHI (aHI. — cortical
ribbon sign): 3TO TUNEPUHTEHCUBHBIN CHUTHAT B KOP-
KOBBIX CIIOSIX MO3ra Ha H300paXEHUSX C PEeKUMaMHU
FLAIR u DWI [29]. IIpu 23I'-ucciaenoBanuu y maiu-
entoB ¢ BKSI BeisiBIsIIOTCS Iepuognueckue TpexgdasHbie
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NEKUKMA

OCTpBIE BOJIHOBBIE KOMIUIEKCHI CO CHEHU(PHUYHOCTHIO
90%. Onnako 1mMog00HBIE U3MEHEHUS PETHCTPUPYIOTCS
Y TIpU TePMHHAJIBHOW cTaguu Ooje3Hu AmbIreiimepa,
JIEMEHINH C Tenbliamu JIeBH, a Takxke pu MeTabommye-
cKkoit sHneanonaruu [28, 30].

Cunopom I'epcmmanna—LlImpayccrepa—Illeiinkepa
(Cr'llilll) — penxoe I13 ¢ ayToCOMHO-TOMHHAHTHBIM
TunoM HacienoBanus [31, 32]. 3aboneBaeMOCTh COCTaB-
et 1-10 ma 100 muH B rog, T.e. 10-15% ot Bcex 113
gyenoseka. CI'LIII gebrorupyer mocne 50 set. Cpeqasis
MPOIOKUTETBHOCTD KHU3HU Toce aedrora 2—10 ser.

TUMUYHBIM KIMHUYECKUM TPOSBICHUEM ITaHHOTO
CHHJIpOMa SIBIII€TCS] MEJUIEHHO MTPOrpeccUupyomias Mo3-
YKEUKOBas aTaKCHUs C MOCIEAYIOUTIM KOTHUTHBHBIM CHH-
KEHUEM, KOTOpOe pa3BHBaeTCs uepe3 2—4 roma oT je-
Orora. Taxke XapakTepHBI Mapaiudu, aTpo(ust MBIIII,
MHUOKJIOHYC 1 areTo3. Ha mo3mHuX cTaanusx pa3BuBaeTCs
AKWHETUYECKUH MYTH3M, TIOJIMHEBPOIATHs C HEBpoOIa-
THYECKUM O0JIeBBIM cuHIpoMoM [32, 33].

MPT ronosHoro mo3ra y nauentos ¢ CI'THIII xe ot-
JUYaeTCcsi OT HOPMBI Ha PaHHUX CTasIX 3a00JeBaHUA,
3aTeM I0 Mepe MPOTPECCHPOBAHMUS HACTYTAET aTpous
KOpPBI TONyIIapuil u/unu Mmo3xkeuka [32]. V 20,6% nanu-
€HTOB OTMEYaeTCsl BRICOKask HHTEeHCUBHOCTh MP-curHa-
Jla B XBOCTATOM SIJpe MJIM CKOPJIyIe Ha N300paKCHUX
DWI wiu FLAIR. Jluarao3 noaTBepx aaeTcs JaHHBIMU
TEeHETUYECKOTO UCCIIEOBAaHUS.

JId MMarHOCTHKM Tak)Ke HCIONB3YEeTCs HCCIeno-
BaHUE 1epeOPOCTUHAILHON JKUIKOCTH, B KOTOPOH TO-
BHIIIICH YPOBEHb ramMMa-u30¢popmel Oenka 14-3-3 u/unm
tay-niporenHa (B 27% cmydaeB). Ha O3l B ornmumne
ot BKJl, ocTpbie BONMHOBBIE KOMIIJIEKCHI BCTPEYAIOTCS
Tonpko B 19% cmyqaeB. [lpoBenenne crmHTHUTpaduu
DaTscan SPECT no3BosnsieT oeHuTh GyHKIHOHAIBHBIE
nopaMHHEPTUYECKHE HM3MEHEHHS B TI0JIOCATOM Tele
1 KOPPETHPYIOT ¢ KIMHUYECKUMH MPOSBICHUSAMU Opa-
JTUKUHE3UU U MBIIICUHON puruanoctu [33].

Ilpuononamus ¢ nepemeHHOI Yy8CMBUMENbHOCIBIO
k npomease (I1I14911) — peaxoe 113 yenoBeka, KOTOpoOE,
kak U BKSI, BbI3bIBa€T OTJI0KEHHE aHOMAJIBHO CBEPHY-
TBIX arperaroB PrP¢ B roloBHOM Mo3re, 4T0 B KOHEYHOM
WTOTe MPHUBOAMT K JIeTallbHOMY Hcxony. Ha cerommsim-
HUN JIeHb 3aperHCTPHpPOBAHO Ooyiee COpOKa CIydaeB
[ITYII, 4To COOTBETCTBYET MpEAIOIaraéMou pacmpo-
ctpanenHoctu 0,7-1,7% Bcex cmopaguaeckux [13 [34].
Hannas ¢opma I13 cxoxa c¢ CI'HIII maroreHezom
1 OCOOCHHOCTSAMH M3MCHCHHUU HEPBHOW TKaHH, HO OT-
nuyaetcs TeM, uto npu [1ITYII He BhIsIBISETCS Te€HETU-
yeckux MyTanuii. KiroueBoit ueproii stoit [13 sBnsercs
qyBCTBUTEILHOCTh PrP5¢ k mepeBapuBaHHIO MPOTEHHA-
30i1 [35]. 3aboneBanre MaHH(ECTHPYET ICUXUISCKUMHU
paccTpoiictBamu, ada3ueil W/WiIm ITu3apTpUeH, KOTHH-
TUBHBIMH HapyILIEHUSIMA U Ap. MOTyT MPHUCOEIHUHUTH-
cs arakcus W MapKuHCOHM3M [35]. JlmarHocTtrnka Haxo-
IUTCS HA CTauM Pa3pabOTKH: CUCTEMa KalUISIPHOTO
anekTpodopesa, CrocoOHass K BBICOKOTIPOU3BOAUTEIh-
HOM xapaktepuctuke PrPSc, kortopast mpomeMoHCTpH-
poBaia 0oJiee BHICOKYIO YyBCTBHTEIBHOCTh 110 CpaBHE-
HUIO C TPAJUIIMOHHBIMHA METOJaMH BECTEpH-OJIOTTHHTA
B otHowieHuu [IITHII. bnaronaps atomy METOLY MOXKHO
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uaeHTHGUIMpPOBaTh Onoxumudeckuii mpoduns TITTYIT
1 KOCBEHHO MCCIIEIOBaTh CTPYKTypy PrPse [35].
Qamanvuasn cemeninas becconnuya (OCH) — pen-
KO€ ayTOCOMHO-JIOMHHAHTHOE HeWpoaereHepaTuBHOe
3aboneBanne. Bcero B Mupe OBIT BBEISBICH M 3aperH-
ctpuposad 131 nmauuent ¢ ®Cb, B ToM uncie 57 xeH-
mwH U 72 myxunabl. CpenHni Bo3pacT Hayama 3a00-
neBaHus cocraBmi 47,5 net, ¢ nuana3zoHom 17-76 mer.
OCB xapakTepuszyeTcsi OBICTPO TIPOTPECCUPYIONICH Te-
MEHITHEH, TSDKEIOH JIeKapCTBEHHO-YCTOMYNBOM OeCCOH-
HUIICH, BEreTaTUBHOW MUCHYHKIMEH C TaXWKapaueH,
TUIIEPTUIPO30M M TMIIEPTOHMEH, KOTHUTUBHBIMHU Hapy-
LICHUSIMH, BKJIIOYas e(UIUT KPAaTKOBPEMEHHOH mamsi-
tn v BHUMaHusA. OCh cBsa3ana ¢ myramnmeit rena PRNP,
npuBoIsIei K arpoduu Tanamuueckoro siapa [36, 37].
Heiiporucronornueckne msmenenns OCb BkIouaroT
IUCTPO(UIO HEHPOHOB U ITIHO03, 0COOCHHO B CTBOJIE MO3-
ra u Tanamyce. /[ TMarHoCTUKU UCTIONB3YIOT METO/bI
BECTEPH-OJIOTTUHIAa M UMMYHOLIUTOXMMUYECKUN TECT,
a Taxxe nonucomHorpaduio u D3I 3aboneBanne Hen3-
JIEYUMO, CPETHSS TMPONOIKUTEIHHOCTh KU3HU COCTaB-
nsiet 18 mecsines. JleueHne cocpejOTOUEHO B OCHOBHOM
Ha CHMIITOMaTHYECKOW U MaJJTMaTUBHOM oMoty [37].
Kypy — penkoe cMepTenbHOe HeHpoaereHepaTuBHOE
[13, yame BcTpedarolieecs B BBICOKOTOPHBIX paifoOHax
Hogoit I'Bunen y abopureHoB mieMeHn (ope, pacmpo-
CTpaHSIOIIUECS Yepe3 PUTyaIbHbIN KaHHHOanu3M [17].
Cumntomsr Kypy OBICTPO ITpOrpeccupyioT co CMepTeb-
HBIM HCXOAOM B TE€UYEHHE OJHOTO-ABYX JieT. bonesHn
B HacTosIIee BpeMs NMPAKTUUYECKH HE BCTPEUAETCs, HO
ee OTKphITHE B XX B. UMENO peUIaloniee 3HaYCHUE s
NOHUMAaHUS APYTHX MPUOHHBIX 3a0oneBanuii. Kypy ne-
OroTupyeT ¢ Tpemopa (0TKyza U TONII0 Ha3BaHUe 3a00-
JIeBaHUs) C TOCJIEAYIOIIMM Pa3BUTHEM MO3IKEUKOBOH
arakcud. Jlyii HA4aIbHOTO DJTama TaKXKe XapaKTepHbI
KJIOHYCBhl HAJIKOJICHHWKA M CTOIN, SMOLIMOHAJIbHAs Jia-
OMJIBHOCTDh M HEKOHTPOJIHpYEMble 3MoIMU. B nanbHeit-
IIeM BCE€ CUMITOMBI YCHJIMBAIOTCS, HOSBIISETCS BBIpa-
JKEHHasl THIIeppeQIeKcus, CyTIOpOKHbIE TBUKECHUSI 13,
OIICOKJIOHYC U AUCTOHMS. B TepMUHAIBHOM CcTauu ma-
LUEHT IPUKOBaH K MOCTENN, MOXKET Pa3BUTHCS TUcha-
THUs U HellepyKaHUue MOYH, aTeTos, Xopes, AeMeHuus. [la-
LIMEHTH! OOBIYHO YMUPAIOT OT THEBMOHUH HJIM CEIICHCA,
pa3BUBAIOIIETOCA B pe3yabTare mpojiekuei [38].
Ilpuonnoe sabonesanue, accoyuupogarnnoe c ouape-
ell u asmoHoOMHOU Hegponamuell — peaxas Gopma I13,
BriepBhie onricanHas B 2013 . y 11 4ieHoB oxHOM Opu-
TAHCKOM ceMbu. B oTinume ot kinaccuueckux Gopm, oHa
MIPEUMYIECTBEHHO 3aTparuBaeT aBTOHOMHYIO HEPBHYIO
cucremy. IlpuunHOl ciy>xutr HoBast myTauus Y 163X
B rede PRNP, npusBojsuias K yKOPOUEHUO IIPHUOHHOTO
Ocnka, yTpaTHBIIET0 MEMOPAHHBIN «IKOPb». 3a00jeBa-
HUE HAYMHAETCS C CAMIITOMOB MOpaXkeHHs nepudepude-
CKOM HEpBHOW CHCTEMBI, IOPAXKEHUE T'OJIOBHOTO MO3ra
pasBuBaercs nozxe. [lono6Hoe 113 cienyer umers BBU-
NIy y TIAI[IEHTOB C HEOOBACHUMON XpPOHHUUECKOM nuape-
eil 1 mpU3HaKaMu aBTOHOMHOM HEBPONATHH, 0COOCHHO
IpU HAJIWYUKM CEMEHHOro aHaMHe3a, HallOMHHAIOIIETo
aMUWJIOUJIHYIO TIoNIMHeHponaruio. KinuHuueckas KapTu-
Ha MpOSBISIETCA YCTOMYMBOM AUapeei, BbIPaKEHHBIMU
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Tabm. 2

Merton YyBCTBUTEIBLHOCTH CnennpuyHocTh Kparkoe onucanue
MPT (DWI/FLAIR) 90-98% ~93% BrisiBIeHUE TUIIEPUHTEHCUBHBIX CHIHAIIOB B KOPE
1 0a3aJIbHBIX FAHIIHAX (CHUMIITOM «JIEHTBD), «XOKKEHHO#
KITFOIIKM») ripu BKST* [40]
o0r ~60-70% 86-90% INepuonuueckue TpéxdasHble KOMIUIEKCHI, XapaKTepPHbIE
11st mo3aHuX ctaanit BKS [41]
I'amma-m3odopma Genka 14-3-3 ~92% ~80% Mapkep ObICTPOro HEHpPOAEreHePaTUBHOTO IIPOLECCa;
(uepebpocnuHaNbHasK KUAKOCTH ) MOJIOKHUTENEH y OonbInnHCTBa nanneHTosB ¢ bKSI, Ho He
cnenuguyeH [42]
Tay-npoTenH ~80% ~85% Bonee cnenuduyen, yem oenok 14-3-3; ykaspiBaeT
(uepebpocrHATIbHAS KHIKOCTb) Ha MacCHUBHYIO HeiipopereHepanuio [43]
RT-QuIC** (uepedpocnuHanbHast Bonee 80% 98-100% BbisiBIeHHEe MUHUMANBHBIX KostnuecTB PrPSc***;
JKHIKOCTD) «30JI0TOH CTaHIAPT» COBPEMEHHOW AMArHOCTHKH [44, 45]
['eneTndeckoe TecTupoBaHUe 100% (st 100% [onTBepxaaer MyTaruu B reae PRNP, HCTIONB3yeTCs It
(PRNP) HACJICJICTBEHHBIX (hOpM) JIUarHOCTHKHU HACJIeICTBEHHBIX IPUOHHBIX Ooe3Hel [46]
IIpumeuanue: BKS — bonesus Kpelitudensara—ikoda, RT-QulC — meton BHOpaIiMOHHO-MHAYIIMPOBAHHOTO KOHBEPCHOHHOIO aHAlIM3a JIMKBOPA,
PrPS — marosnornueckas hopma IpuOHHOTO Gerka.
Table 2
Methods for diagnosing prion diseases of the nervous system
Method Sensitivity Specificity Brief description
MRI (DWI/FLAIR) 90-98% ~93% Detection of hyperintense signals in the cortex and basal
ganglia (ribbon, hockey stick symptom) in CJD* [40]
EEG ~60-70% 86-90% Periodic triphasic complexes characteristic of late stages
of CID [41]
Gamma isoform of protein 14-3-3 ~92% ~80% A marker of rapid neurodegenerative process; positive in
(cerebrospinal fluid) most patients with CJD, but not specific [42]
Tau protein (cerebrospinal fluid) ~80% ~85% More specific than 14-3-3 protein; indicates massive
neurodegeneration [43]
RT-QuIC** (cerebrospinal fluid) Boxnee 80% 98-100% Detection of minimal amounts of PrPSc***; the “gold
standard” of modern diagnostics [44, 45]
Genetic testing (PRNP) 100% 100% Confirms mutations in the PRNP gene, used to diagnose
(for hereditary forms) hereditary prion diseases [46]

Notes: *CJD — Creutzfeldt-Jakob disease, **RT-QulC — method of vibration-induced conversion analysis of cerebrospinal fluid, ***PrP — pathological

form of prion protein.

paccTpoiicTBaMu aBTOHOMHOM perymsimuu  (opTocTa-
THUYECKasl TUIOTEH3Us, HApYIIEHUS MOYEHCITyCKaHHUS),
a Takke ceHcopHou monuHeBponarueit. [loznHee npu-
COEIUHSIOTCS KOTHUTHUBHBIE HApYLIEHWS WM SIUJIETTH-
YecKkrne NpUNAAKH. bolle3Hbp pa3BUBaeTCS MEMJIEHHO,
MIPOAOJIKUTENBHOCTD AKU3HU MOXKET TOCTHTaTh TPEX Je-
carunernit [20, 39].

CBoeBpeMeHHasl TUArHOCTHKa Kaxaod ¢opmer 113
3aTpyJHEHa, OJHAKO 3HAHHWE MX OTIMYMHA BaKHO IS
maddepeHaTbHON MUArHOCTHKHU. J{HarHOCTHYECKHe
BO3MO)KHOCTH BepH(UKAMK NPUOHHBIX 3a00seBaHHN
MIpUBeIEHBI B Ta0MI. 2.

Ilpocpunaxkmuxa

[podunaktuka 13 HepBHOH CcHCTEMBI OCHOBaHA
Ha TIpeJOTBpallleHuH KOHTaKTa ¢ mpuoHamu. [laHHBIE
OCJIKOBBIE areHThl YCTOHYUBBI K OOBIYHBIM METOJIAM CTe-
pUIH3allM M MOTYT II€penaBaThbCs depes3 3apakeHHBIS
Tkanu [40].

A. MemummHCcKas U 1abopaTopHas mpohrIaKkTHKa:

1) cTporuiéi KOHTPOJIb 3a CTEPHIU3AIUEH MeIu-

UHCKUX HHCTPYMEHTOB (JUIMTEIHHOE aBTOKIA-
BHPOBaHUE TPH BHICOKOM JIABICHWW C HCIIONb-
3oBanueM NaOH wiu rumoxyioputa Harpus),
MO0 BO3MOKHOCTH HCITOJIb30BaHHUE OIHOPA30OBBIX
UHCTPYMEHTOB;

2) WCKIIOYEeHUE JOHOPCTBA OT JIUIl C MPUOHHBIMH
3a00JIeBaHUSIMHM; CKPUHHUHT JOHOPOB KpPOBH,
OpraHoB U TKaHe#l Ha Hanmn4dne (PaKTOpOB PUCKa
(Hanmpumep, TPOXKUBAHHE B CTpaHAX C SIHJC-
MHEH KOPOBBETO OCIICHCTBA, CEMEHHBIN aHaM-
HE3);

3) OTKa3 OT YelOBEYEeCKOr0 THUITO(PH3APHOTO FOPMO-
Ha pOCTa M aHAJIOTUYHBIX MTPETaparos.

b. ITuieBsie Mepsr:

1) m3berarp MOTpeOIIEHUS TPOAYKTOB U3 TOJIOBHOTO
MO3Ta, CIUHHOTO MO3Ta M TJia3 >KHUBOTHBIX, 0CO-
OEHHO KPYITHOTO POTaToro CKOTa;

2) TOKymnKa Msca W3 MPOBEPEHHBIX HCTOYHHKOB,
O0COOCHHO B CTpaHax C perucTpanuei ciydyaeB
ryoyaroii SHIe()aIoOnaTHu KpPYIHOTO POTaToro
CKOTa (KOpPOBBETO OEIIEHCTBA);

3) XeCTKWi BeTepWHAPHBIA KOHTPOJIH 32 KOPMaMHU:
0TKa3 OT MSICOKOCTHOM MYyKH.

B. I'eHeTnueckoe KOHCYIBTHpPOBaHUE (I HACIeH-
CTBEHHBIX (hopMm): npu Hanuuuu ciydaeB OCB, cemeii-
Holi 6one3nn BKS u np. pexoMeHayeTcs reHeTHIECKOe
TECTUPOBAHUE HA BbIIBIECHUE MyTaluuu B reHe PRNP,
KOHCYNIBTalMs Bpaya-reHeTuka, MHPOPMUPOBAHUE POJI-
CTBEHHHKOB.

I'. Dnunemuonoruueckuii HaA30p:
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1) Benenue HanMOHAJIBHBIX PETUCTPOB NMPHOHHBIX

3a00JIEBaHMI;

2) OOsi3aTenbHasE pETUCTpalldsi W HUCCIIEAOBaHHE

BCEX CIyYaesB.

CoBpeMeHHBIE TTOAXOABI K pa3paboTKe Teparuy mpu-
OHHBIX 3a00JI€BaHUI HEPBHOW CHCTEMBI

Ha cerogmsimamii neHs He cymiecTByeT 3¢ ¢eKTHB-
HOTO JICYCHHs] NPUOHHBIX OOJIe3HEH, OJHAKO HIET aK-
THUBHAsI pa3padoTKa MOTEHIHMAIBHBIX TEPaNleBTHUECKUX
MTOIXOZIOB.

CaMbIM TNEpCIEKTUBHBIM HAalpaBICHUEM SIBIISET-
cs TpUMEHEHHE AHTHCMBICIOBBIX OJIUTOHYKJICOTH/IOB.
[Mpenapar ION717, pa3paboranHblii kommanuein lonis
Pharmaceuticals B corpygamuectBe ¢ Prion Alliance,
HalpaBJeH Ha CHUXKEHHUE 3Kclpeccuu reHa PRNP. Oto
MO3BOJIIET COKpaTUTh KonmmuectBo PrPSe, B 2023 roxy
OBLT aHOHCHPOBAH 3aITyCK TMepBOH (ha3bl KIMHHYECKUX
uccnenosanuii (PrProfile) ays manmeHToB ¢ cuMnToMa-
THYECKUMHU (opMaMHu IPHOHHBIX Oojie3Hei [41].

B Benuxo6purtanuu (MRC Prion Unit nmpu University
College London) anpobupoBan mnpenapar PRN100,
MPECTABISIONUI CO00 MOHOKIIOHAIILHOE AHTUTENO
k PrP%. B mepBoii (aze KIMHUYECKOTO MPUMEHEHHS
npemapar Obl1 BBeZieH mecTH naruentam ¢ BKS. Uccne-
JIOBaHME MOKAa3aJI0 Xopolyio nepeHocumocts PRN100
1 JOCTKEHHE BBHICOKOW KOHIIEHTPAIMH B JINKBOPE, UTO
SIBUJIOCH 0OOCHOBaHMEM ISl TPOIOJKEHHS HCCIIEeA0Ba-
Hus [42, 43].

[lenro3an nonucynegar (PPS) — Bo3MOXHBIN WH-
ruodutop arperamnuu PrP¢. MccenoBanus npoBOIHIINCH
B Slmornn n BenmkoOputannu XoTs B OTAENBHBIX CIY-
Yasx ObUIO 3a(pMKCHPOBAHO CHUKCHUE KOHLICHTPALUU
PrPS B romoBHOM Mo3re, HaHHBIE 00 3((PEKTHBHOCTH
PPS B niennom npoTtuBopedrBEl, U MpenapaTr He MOTY4IHI
OUITMATHHOTO OAOOPEHMS ISl CHCTEMHOTO MpUMEHE-
Hus [44].

HUccnenyrores uHruOuTops! arperamuu PrPSe; npen-
CTaBIISIET MHTEPEC aKTHBAIMS ayTo(aruu 1 IMpOTeacoM-
HOW Jerpajnanyy Ajsl yAaJeHUs! MaToNoTHYeCKuX Oern-
KOB; pacCMaTpHBAaETCs NCIIOIB30BAHNE IMMYHOTEPATHHI
¥ BakuuHBI TpoTHB PrP%, a takke reHHOW Tepamuw,
HaIIpaBJICHHOM Ha pENaKTUPOBAHME MYTALMM B IeHE
PRNP [45].

3akaouenune

Takum 00pazoM, IPHOHHBEIC 3a00JICBAaHUSA HEPBHOM
CHCTEMBI TPEICTABISIOT cO00H YHHMKaJIbHYIO TPYIILY
HeHWpoJeTeHepaTUBHBIX O0JIe3HEH, IPUINHON KOTOPBIX
ABJsieTCs. KOH(OPMALMOHHBIN Oenok. 3a mocienHue
TOZIbl JOCTUTHYT MPOrpecc B MOHUMAHUU HX IaTOTeHe-
3a, pa3paboTaHbl 0ojiee TOYHBIE METOIbI TUATHOCTHKHU
(MPT, RT-QulIC u ap.), 4To 03BOISIET IPOBOIUTH NPH-
KU3HEHHYIO BepupuKanuio 3aboneBanuii. Jlanaerii pakt
JTUKTYeT HEOOXOAMMOCTH BEIEHHS yueTa CIIydaeB MpH-
OHHBIX 3a00yIeBaHUIl, BHEIPEHHUA TNPU3HAHHBIX BaJH-
JTU3UPOBAaHHBIX METONOB TUArHOCTUKHU B KIMHHUUYECKYIO
MPAKTUKY TPHU TOMO03PEHUH HA MPHUOHHYIO MaTOJOTHIO
B Poccuiickoit @enepanuu U co3qaHusl COOTBETCTBYIO-
Iero peectpa nanueHToB. K coxanenuto, mproHHbIE 3a-
OoeBaHUs MO-TIPEKHEMY HEM3JIEUHMBI, U JIETATBHOCTD
ux nocturaet 100%. HecMoTps Ha TO, 4TO 3P PeKTHBHBIC
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Mpenaparkl MoKa He BHEAPEHBI B KIIMHUYECKYIO MPAKTU-
Ky, Pe3yJIbTaThl HCCIIEIOBaHUI — O0COOCHHO aHTHCMBIC-
JIOBBIE OJIMTOHYKIJICOTHUIBl U MOHOKJIOHAJIEHBIE aHTHUTE-
Jla — AT OCHOBAaHM Ul onTuMu3Ma. JlanbHeliee
MPOABIDKEHNE B OOJNACTH MOJIEKYJSIPHOH Onomoruu
U TEHETUKU OTKPHIBAET MEPCIEKTUBY CO3AAHUS MEPBBIX
mo-HacTosmeMy 3¢GGEeKTUBHBIX METOIOB TEPAITHH dTUX
HEW3JICYUMBIX Ha JaHHBII MOMEHT 3a00JIeBaHUH.

Konduinkt unTepecoB. ABTOpHI 3asBISIOT 00 OT-
CYTCTBUU KOH(IINKTA HHTEPECOB.

®duHaHcupoBaHue. VccienoBanue BBINONIHEHO 0Oe3
(hMHAHCOBOH MOIIEPKKH.

JUTEPATYPA/REFERENCES

1. 3aBamumun WU.A., Cnupun H.H., boiiko A.H., Huxkutun C.C.
Xponuueckue ungpexyuu. 2-e n3n. M.: TDOTAP-Menua, 2017.
[Zavalishin I.A., Spirina N.N., Boyko A.N., Nikitin S.S. Chronic
infections (Khronicheskie infektsii). 2nd ed. Moscow: GEOTAR-
Media, 2017. (In Russ.)]

2. Tomsxosa T.A. Cromnbko B Poccun marieHToB ¢ 6omne3Hsio Kpeii-
tidenpara—SIiko6a? JKypuan neeponocuu u ncuxuampuu um.
C.C. Kopcaxosa. 2017;117(6-2):41-43. https://doi.org/10.17116/
jnevro20171176241-4 [Polyakova T.A. How many patients with
Creutzfeldt—Jakob disease are there in Russia? Zhurnal nevrolo-
gii i psikhiatrii imeni S.S. Korsakova. 2017;117(6-2):41-43. (In
Russ.)]. https://doi.org/10.17116/jnevro20171176241-4

3. Houston F., Andréoletti O. Animal prion diseases: the risks to hu-
man health. Brain Pathology. 2019;29(2):248-262. https://doi.
org/10.1111/bpa.12696

4. Houston F., Andréoletti O. Creutzfeldt-Jakob disease (CJID)
surveillance update 2023. GOV.UK. 25 July 2024. https://www.
gov.uk/government/publications/creutzfeldt-jakob-disease-cjd-
surveillance-update-2023/creutzfeldt-jakob-disease-cjd-surveil-
lance-update-2023.

5. Kranty K., Sitammagari C., Masud W. Creutzfeldt Jakob Dis-
ease. StatPearls [Internet]. Treasure Island (FL): StatPearls Pub-
lishing; 2025 Jan. Updated 2024 Jan 30. Available from: https:/
www.ncbi.nlm.nih.gov/books/NBK507860/

6. Gao L.-P, Tian T.-T., Xiao K., Chen C., Zhou W., Liang D.-
L., Cao R.-D., Shi Q., Dong X.-P. Updated global epidemiol-
ogy atlas of human prion diseases. Frontiers in Public Health.
2024;12:1411489. https://doi.org/10.3389/fpubh.2024.1411489

7. Grassmann A., Wolf H., Hofmann J., Graham J., Vorberg I. Cellu-
lar Aspects of Prion Replication In Vitro. Viruses. 2013;5(1):374—
405. https://doi.org/10.3390/v5010374

8. Linden R., Cordeiro Y., Lima L.M.T.R. Allosteric function
and dysfunction of the prion protein. Cellular and Molecular
Life Sciences. 2012;69(7):1105-1124. https://doi.org/10.1007/
s00018-011-0847-7

9. Gibbings D., Leblanc P., Jay F., Pontier D., Michel F., Schwab Y.,
Alais S., Lagrange T., Voinnet O. Human prion protein binds ar-
gonaute and promotes accumulation of microrna effector com-
plexes. Nature Structural & Molecular Biology. 2012;19(5):517—
524. https://doi.org/10.1038/nsmb.2273

10. ChengF., Lindqvist J., Haigh C.L., Brown D.R., Mani K. Copper-
dependent co-internalization of the prion protein and glypican-1.
Journal of Neurochemistry. 2006;98(5):1445-1457. https://doi.
org/10.1111/1.1471-4159.2006.03981.x

11. Steele A.D., Emsley J.G., Ozdinler P.H., Lindquist S.,
Macklis J.D. Prion protein (PrPC) positively regulates neural
precursor proliferation during developmental and adult mamma-
lian neurogenesis. Proceedings of the National Academy of Sci-
ences of the United States of America. 2006;103(9):3416-3421.
https://doi.org/10.1073/pnas.0511240103

12. Aguzzi A., Heppner F. Pathogenesis of prion diseases: a progress
report. Cell Death & Differentiation. 2000;7(9):889-902. https://
doi.org/10.1038/sj.cdd.4400737



RUSSIAN NEUROLOGICAL JOURNAL, N¢ 6, 2025
DOI10.30629/2658-7947-2025-30-6-82-90

14.

15

16.

17.

18.

20.

21.

. Kymnupos B.B. IIpuonbl M aMuIOuAbl: KIIOYEBBIE CBOMCTBa

u pons B npupone. [Ipupoda. 2014; Bem. 3. https://elementy.
ru/nauchno-populyarnaya_biblioteka/434370/Priony i _amiloi-
dy klyuchevye svoystva i rol v prirode [Kushnirov V.V
Prions and amyloids: key properties and their role in nature.
Nature (Priroda). 2014;(3)]. https://elementy.ru/nauchno-pop-
ulyarnaya_biblioteka/434370/Priony i amiloidy klyuchevye
svoystva_ i rol v_prirode

Koshy S.M., Kincaid A.E., Bartz J.C. Transport of Prions in the
Peripheral Nervous System: Pathways, Cell Types, and Mecha-
nisms. Viruses. 2022;14:630. https://doi.org/10.3390/v14030630

. Notari S., Moleres F.J., Hunter S.B., Belay E.D., Schon-

berger L.B., Cali 1., Parchi P., Shieh W.-J., Brown P., Zaki S.,
Zou W.-Q., Gambetti P. Multiorgan detection and characteriza-
tion of protease-resistant prion protein in a case of variant CJD
examined in the United States. PLoS ONE. 2010;5(1):e8765.
https://doi.org/10.1371/journal.pone.0008765

Crotiza H.W., 3apanumua U. A. [IpronHbIe 60ne3Hu. JKypHan He-
sponocuu u ncuxuampuu um. C.C. Kopcaxosa.2012;112(9-2):59—
63. https://www.mediasphera.ru/issues/zhurnal-nevrologii-i-
psikhiatrii-im-s-s-korsakova-2/2012/9-2/031997-72982012930
[Stoyda N.I., Zavalishin I.A. Prion diseases. Zhurnal nev-
rologii i psikhiatrii imeni S.S. Korsakova. 2012;112(9-
2):59-63. (In Russ.)]. https://www.mediasphera.ru/
issues/zhurnal-nevrologii-i-psikhiatrii-im-s-s-korsako-
va-2/2012/9-2/031997-72982012930

Gajdusek D.C., Zigas V. Degenerative disease of the cen-
tral nervous system in New Guinea; the endemic occurrence
of kuru in the native population. New England Journal of
Medicine.  1957;257(20):974-978.  https://doi.org/10.1056/
NEJM195711142572005

3yeB B.A. IlpuoHsl — 0COOBIN KiTacc BO30ymUTEICH MEIJICH-
HBIX HHQEKIMH YeNOBeKa U KUBOTHBIX. PyccKutl MeouyuHcKul
orcypran. 2013;30:1559. https://www.rmj.ru/articles/nevrologi-
ya/Priony _osobyy_klass_vozbuditeley medlennyh_infek-
ciy_cheloveka i ghivotnyh/?ysclid = m84c5vr9yi725670314
[Zuev V.A. Prions — a special class of slow infection agents in
humans and animals. Russian Medical Journal (Russkiy meditsin-
skiy zhurnal). 2013;30:1559. (In Russ.)]. https://www.rmj.ru/arti-
cles/nevrologiya/Priony _osobyy klass vozbuditeley medlen-
nyh_infekciy cheloveka i ghivotnyh/?ysclid = m84c5vr9yi725
670314

. Mazypenxo E.B., Conoseit H.B., [Janunkosuu JI.C. bone3nn

Kpetitupensara—SIko6a: poiab COBPEMEHHBIX METOOB 00-
CIICIOBAaHUS B MPKU3HECHHOH [MarHOCTHKE 3a00JeBaHMSL.
Meouyunckue  nosocmu.  2019;4:35-41.  https://www.re-
searchgate.net/publication/343019006_Bolezn_Krejtcfeldta -
Akoba_rol sovremennyh metodov_obsledovania v_priziznen-
noj_diagnostike zabolevania [Mazurenko E.V., Solovey N.V,,
Danilkovich L.S. Creutzfeldt-Jakob disease: the role of modern
methods of examination in the life-time diagnosis of the dis-
ease. Medical news (Meditsinskie Novosti). 2019;4:35-41. (In
Russ.)]. https://www.researchgate.net/publication/343019006_
Bolezn_Krejtcfeldta -Akoba rol sovremennyh metodov_
obsledovania_v_priziznennoj_diagnostike zabolevania
3aBanenko H.H., Xonakapsu [L111., Bem6eesa P.11., Xonun A.A.,
Cagepckas E.H. [IpuonHsie 3a001€BaHHS YENOBEKA: COBPEMEH-
Hble acnekTel. JKypran nesponocuu u ncuxuampuu um. C.C.
Kopcakosa. 2018;118(6):88-94. https://doi.org/10.17116/jnev-
ro20181186188 . [Zavadenko N.N., Khondkaryan G.Sh., Bem-
beevaR.Ts., Kholin A.A., Saverskaya E.N. Human prion diseases:
current aspects. Zhurnal nevrologii i psikhiatrii imeni S.S. Korsa-
kova. 2018;118(6):88-94. (In Russ.)]. https://doi.org/10.17116/
jnevro20181186188

Bregman N., Shiner T., Kavé G., Alcalay R., Gana-Weisz M.,
Goldstein O., Glinka T., Aizenstein O., Ben Bashat D., Alcalay Y.,
Mirelman A., Thaler A., Giladi N., Omer N. Natural history of
preclinical genetic Creutzfeldt-Jakob disease (CJD): a prospec-
tive longitudinal study protocol. BMC Neurology. 2023;23:151.
https://doi.org/10.1186/s12883-023-03193-8

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

LECTURE

Ocramnuyk E.C., Kopons B.P., Bepbax T.O. [IpuonHnsle 60ne3HH.
Bonesns Kpeiitiipensara— Sxoda. Dppexmusnas papmaxome-
panus. 2024;20(14):50-55. https://doi.org/10.33978/2307-3586-
2024-20-14-50-55. [Ostapchuk E.S., Korol V.R., Verbakh T.E.
Prion diseases. Creutzfeldt—Jakob disease. Effective Pharmaco-
therapy (Effektivnaya Farmakoterapiya). 2024;20(14):50-55. (In
Russ.)]. https://doi.org/10.33978/2307-3586-2024-20-14-50-55
Manix M., Kalakoti P., Henry M., Thakur J., Menger R.,
Guthikonda B., Nanda A. Creutzfeldt-Jakob disease: up-
dated diagnostic criteria, treatment approaches, and research.
Frontiers in Neurology. 2015;6:158. https://doi.org/10.3389/
fneur.2015.00158

Appleby B.S., Appleby K.K. Crain B.J., Onyike C.U,
Wallin M.T., Rabins P.V. Epilepsy in Creutzfeldt-Jakob dis-
ease. Epilepsy & Behavior. 2009;14(3):438—441. https://doi.
org/10.1016/j.yebeh.2008.12.008

EpmioBa A.A., KotoB A.C. Bonesns Kpeittngensara—Siko-
6a: ommcaHMe TpeX KIMHMYECKHMX ClydaeB. Hesponocuueckuil
arcypnan umenu JI.O. Baoansna. 2022;3(1):42—48. https://doi.
org/10.46563/2686-8997-2022-3-1-42-48.  [Ershova A.A,,
Kotov A.S. Creutzfeldt—Jakob disease: description of three clini-
cal cases. Neurological Journal named after L.O. Badalyan (Nev-
rologicheskiy Zhurnal imeni L.O. Badalyana). 2022;3(1):42—48.
(In Russ.)]. https://doi.org/10.46563/2686-8997-2022-3-1-42-48
St-Amant M., Sharma R., Gaillard F., et al. Hockey stick sign
(Creutzfeldt-Jakob disease). Reference article. Radiopaedia.org.
2015. https://doi.org/10.53347/rID-19930

Khan F., Sharma N., Ud Din M., Bansal V. Isolated Pulvinar/
Hockey Stick Sign in Nonalcoholic Wernicke’s Encephalopathy.
American Journal of Case Reports. 2020;21:¢928272. https://
doi.org/10.12659/AJCR.928272

Ocrammuyk E.C., Kopons B.P., Bep6ax T.O. [IpuonHbIe Gone3HH.
Bonesns Kpeiitiensara— SAxoda. dghpexmusnas papmaxome-
panus. 2024;20(14):50-55. https://doi.org/10.33978/2307-3586-
2024-20-14-50-55 [Ostapchuk E.S., Korol V.R., Verbakh T.E.
Prion diseases. Creutzfeldt-Jakob disease. Effective Pharmaco-
therapy (Effektivnaya farmakoterapiya). 2024;20(14):50-55. (In
Russ.)]. https://doi.org/10.33978/2307-3586-2024-20-14-50-55
Baba Y., Sharma R., Thibodeau R., et al. Cerebral cortical re-
stricted diffusion. Reference article. Radiopaedia.org. 2022.
https://doi.org/10.53347/rID-86418

BpyrssH A.T., Kopemmna O.C., AGpamoBa A.A., bemsxo-
Ba-boxuna A.U. Posp snekrposnuedanorpadhuu B IMarHOCTUKE
6onesnn Kpelitudpensara-Akoba. Hepsuvie Oonesnu. 2019;4.
URL: https://cyberleninka.ru/article/n/rol-elektroentsefalografii-
v-diagnostike-bolezni-kreyttsfeldta-yakoba [Brutyan A.G., Ko-
repina O.S., Abramova A.A., Belyakova-Bodina A.I. Rol’ ele-
ktroentsefalografii v diagnostike bolezni Krejtsfeldta-Jakoba.
Nervous diseases (Nervnye bolezni). 2019;4. (In Russ.)]. URL:
https://cyberleninka.ru/article/n/rol-elektroentsefalografii-v-di-
agnostike-bolezni-kreyttsfeldta-yakoba

[eBuyk [.B., I'pumnna J.A., Hyxusiit E.Il., 3axaposa M.H.
Cunzppom I'epcrmanna-IlITpayccnepa—llleiinkepa ¢ TpaHc-
dopmammeld ¢eHoTMNAa B AWMHAMHKE M OIIMOOYHOW JHMArHO-
CTUKOW OONEe3HHM [BUraTeJbHOIO HeWpoHa (KIMHUYECKOoe
HaOmoneHue). Hesponoeus, Heliponcuxuampus, ncuxocoma-
muxa. 2024;16(4):68-75. https://doi.org/10.14412/2074-2711-
2024-4-68-75. [Shevchuk D.V., Grishina D.A., Nuzhny E.P,
Zakharova M.N. Gerstmann—Straussler—Scheinker syndrome
with phenotype transformation over time and misdiagnosis as
motor neuron disease (clinical case report). Neurology, Neuro-
psychiatry, Psychosomatics (Nevrologiya, Neiropsikhiatriya,
Psikhosomatika). 2024;16(4):68-75. (In Russ.)]. https://doi.
org/10.14412/2074-2711-2024-4-68-75

Shin M., Kim D., Heo Y.J., Back J.W., Yun S., Jeong H.W. Ger-
stmann—Striussler—Scheinker disease: a case report. Journal of
the Korean Society of Radiology. 2023;84(3):745-749. https://
doi.org/10.3348/jksr.2022.0089

Irie K.-1., Honda H., Tateishi T., Mori S., Yamamoto A., Mor-
imitsu M., Shinsuke K., Moritaka T., Kurata S., Kumazoe H.,

89



POCCUNCKI/A HEBPONIOTYECKI XKYPHAN, Ne 6, 2025
DOI 10.30629/2658-7947-2025-30-6-82-90

NEKUKMA

34.

35.

36.

37.

38.

39.

40.

41.

42.

Shijo M., Sasagasako N., Taniwaki T. Dopaminergic neurode-
generation in Gerstmann—Straussler—Scheinker (P102L) disease:
insights from imaging and pathological examination. Fron-
tiers in Neurology. 2024;15:1452709. https://doi.org/10.3389/
fneur.2024.1452709

Notari S., Appleby B.S., Gambetti P. Variably protease-sensitive
prionopathy. Handbook of Clinical Neurology. 2018;153:175—
190. https://doi.org/10.1016/B978-0-444-63945-5.00010-6
Myskiw J., Bailey-Elkin B.A., Avery K., et al. Characterization of
variably protease-sensitive prionopathy by capillary electropho-
resis. Scientific Reports. 2024;14:27867. https://doi.org/10.1038/
s41598-024-79217-1

ChenY.,LiY., ZhouY., Zhao T., Wang N., Sun L., Han J., Ren Z.,
Wang B., Han X. Fatal familial insomnia: a new case description
with response to thoracic sympathetic nerve thermocoagulation
and stellate ganglion block. Sleep Medicine. 2024;110:102015.
https://doi.org/10.1016/].sleep.2024.12.034

Khan Z., Sankari A., Bollu P.C. Fatal familial insomnia. Stat-
Pearls [Internet]. Treasure Island (FL): StatPearls Publishing;
2025 Jan. [Updated 2024 Feb 25]. https://www.ncbi.nlm.nih.gov/
books/NBK482208/

Mabhat S., Asuncion R.M.D. Kuru. StatPearls [Internet]. Trea-
sure Island (FL): StatPearls Publishing; 2025 Jan. [Updated 2023
May 29]. https://www.ncbi.nlm.nih.gov/books/NBK559103/
Mead S., Gandhi S., Beck J., Caine D., Gallujipali D., Carswell C.,
Hyare H., Joiner S., Ayling H., Lashley T., Linchan J.M., Al-
Doujaily H., Sharps B., Revesz T., Sandberg M.K., Reilly M.M.,
Koltzenburg M., Forbes A., Rudge P., Brandner S., Warren J.,
Wadsworth J.D.F., Wood N., Holton J.L., Collinge J., Gajula-
palli R.D. A novel prion disease associated with diarrhea and
autonomic neuropathy. The New-England Medical Review and
Journal. 2013;369(20):1904—1914. https://doi.org/10.1056/NEJ-
Moal214747

Vitali P., Maccagnano E., Caverzasi E., Henry R.G., Haman A.,
Torres-Chae C., Johnson D.Y., Miller B.L., Geschwind M.D. Dif-
fusion-weighted MRI hyperintensity patterns differentiate CJD
from other rapid dementias. Neurology. 2011;76(20):1711-1719.
https://doi.org/10.1212/WNL.0b013e31821a4439

Steinhoff B.J., Zerr 1., Glatting M., Schulz-Schaeffer W.,
Poser S., Kretzschmar H.A. Diagnostic value of periodic com-
plexes in Creutzfeldt-Jakob disease. Annals of Neurology.
2004;56(5):702—708. https://doi.org/10.1002/ana.20262

Zerr 1., Bodemer M., Gefeller O., Otto M., Poser S., Wiltfang J.,
Windl O., Kretzschmar H.A., Weber T. Detection of 14-3-
3 protein in the cerebrospinal fluid supports the diagnosis of

43

44.

45.

46.

47.

48.

49.

50.

51.

52.

Creutzfeldt—Jakob disease. Annals of Neurology. 1998;43(1):32—
40. https://doi.org/10.1002/ana.410430109

. Van Everbroeck B., Green A., Vanmechelen E., Vanderstichele H.,

Pals P., Cras P., Martin J.J. Markers for Creutzfeldt-Jakob disease
in cerebrospinal fluid: tau protein and 14-3-3 protein. Journal
of Neurology, Neurosurgery & Psychiatry. 1999;66(3):320-327.
https://doi.org/10.1136/jnnp.66.3.320

Atarashi R., Satoh K., Sano K., Fuse T., Yamaguchi N., Ishi-
bashi D., Matsubara T., Nakagaki T., Yamanaka H., Shirabe S.,
Yamada M., Mizusawa H., Kitamoto T., Klug G., McGlade A.,
Collins S.J., Nishida N. Ultrasensitive human prion detection in ce-
rebrospinal fluid by real-time quaking-induced conversion. Nature
Medicine. 2011;17(2):175-178. https://doi.org/10.1038/nm.2294
Green A.J.E. RT-QuIC: a new test for sporadic CJD. Practical
Neurology. 2019;19(1):49-55. https://doi.org/10.1136/practneu-
rol-2018-001935

Mead S. Prion disease genetics. European Journal of Hu-
man Genetics. 2006;14(3):273-281. https://doi.org/10.1038/
sj.ejhg.5201544

Llewelyn C.A., Hewitt P.E., Knight R.S., Amar K., Cousens S.,
Mackenzie J., Will R.G. Possible transmission of vari-
ant Creutzfeldt-Jakob disease by blood transfusion. Lan-
cet. 2004;363:417-421. https://doi.org/10.1016/S0140-
6736(04)15486-X

Ionis Pharmaceuticals. Ionis recommits to prion disease ASO
program. CureFFI. 2023 Oct 4. (In Engl.) https://www.cureffi.
org/2023/10/04/ionis-recommits

Jurcau M.C., Jurcau A., Diaconu R.G., Hogea V.O., Nunkoo V.S.
A systematic review of sporadic Creutzfeldt-Jakob disease:
pathogenesis, diagnosis, and therapeutic attempts. Neurol-
ogy International. 2024;16(5):79. https://doi.org/10.3390/neuro-
lint16050079

University College London (UCL). Prion protein monoclonal
antibody PRN100 therapy for Creutzfeldt-Jakob disease. UCL
Prion Institute News. 2022 Mar. (In Engl.) https://www.ucl.
ac.uk/prion/news/2022/mar/prion-protein-monoclonal-antibody-
prn100-therapy-creutzfeldt-jakob-disease.

Takatsuki H., Imamura M., Mori T., Atarashi R. Pentosan
polysulfate induces low-level persistent prion infection keep-
ing measurable seeding activity without PrP-res detection in
Fukuoka-1 infected cell cultures. Scientific Reports. 2022 May
13;12(1):7923. https://doi.org/10.1038/s41598-022-12049-z

Liu F,, L W, Liu L. New implications for prion diseases ther-
apy and prophylaxis. Frontiers in Molecular Neuroscience.
2024;17:1324702. https://doi.org/10.3389/fnhmo1.2024.1324702

Tocrynuna 26.02.2025
IIpunsta k nedaru 25.04.2025




