BECTHHK YPAJIbCKOH FOCYIAPCTBEHHON MEAMLIMHCKON AKAJEMHU. 2010, seinyck Ne 21

H.A.3apaarnwnn, H.U.Croiina
IIPUOHHBIE BOJIE3HU

Hayyusiii uentp Hesposiorun PAMH. Mocksa

[TpHoHHBIe Gone3HH — rpynna HelpoaereHe-
paTuBHBIX 3ab0NeBaHMii YeIOBEKA H XHUBOTHBIX,
BBI3BIBAEMBIX HHEKUHOHHBIMH OenkaMu (npHo-
HaMH).

B HacToswee BpeMs y YenoBeKa U3BECTHO Ye-
Thipe GoNe3HH. Bbi3biBaeMble IPHOHAMU: 60/1€3Hb
Kpeiitupenbara — Sxoba (BKA). kypy. cun-
apoM [epctmanHa — Wtpeyccenepa — LleiHkepa
(CTIULU) u daransHas uHcoMuus (OPH). ITH 3a-
GonesaHHs MOryT MaHH(eCTHPOBATL B BHAE CHO-
pagHyecKuX. HHPEKLUHOHHBIX M HAaCTEACTBEHHBIX
topm. B rpynny npuodpeteHHbIx GonesHei oTHO-
CATCH KYpY. perMCTpHpyeMas B OJIHOM U3 TUIeMeH
[Tanya — HoBoit 'BHHEH, BO3HHKLIEH B pe3ynbTaTe
yrnoTpedneHHs B MUy MO3ra yMeplIHX core-
MEHHUKOB BO BPEMS PUTYalbHOIO KaHHUOANH3-
ma; sTporeHHas BKSl, passuBluascs B cBsizu co
Cy4aiHBIM 3apakeHHeM MalHeHTa NPUOHAMHU;
a Taroxe HoBbifi BapuaHT BKS (1B BKA), Bo3Huk-
HOBEHHE ee CBA3aHO C IMH300THEN, TaK Ha3biBae-
MOTO «KOpoBbero deleHcTBa», B AHMHH B 90-x
roaax 20 sexa, BO30yauTENEM KOTOPOTO ABACTCA
npuoH. ['pynmna cropaguyeckux MpUOHHLIX Go-
Ne3Hei BKItoyaeT uaHonatuyeckue bKS u OU.
Cemeiinas BKA, CTTHIL u cemeiinas ®U aBas-
10TCA AOMUHAHTHO HacleayeMbIMH NMPUOHHBIMH
3aboseBaHUAMH, KOTOpPbIE CBA3aHBI ¢ MyTauuein
TIPHOHHOTO FeHa.

JTHOIOTHA

[Tporpecc B MOHMMaHUU MPUPOABI NPHUOH-
HbIX 3a00/IeBaHHI YelloBeKa CBA3aH C U3yYEHH-
€M BO3MOXHOCTH MX MepefadyH XHUBOTHBIM U C
obHapyXeHHeM TIpHOHHOTO Oenka B pe3ynbTare
MOJIEKYNAPHOro KJIOHHUpoBaHUs ero reHa (PRNP),
KOTOPBIH KapTHpOBaH Ha KOPOTKOM Miede Xpo-

Mocombl 20, a Takoke ¢ co3qaHHeM TPaHCTEHHBIX

MBILIEH, IKCTIPECCUPYIOLOUX BKAKOYEHHBIH B UX
FeHOM (BM€CTO cOOCTBEHHOTO) MYTHpPOBABILH
PrPren. Ilaronoruyeckas u3ogopMa NpUOHHOTO

——

6enka (PrPSc) otnnuaetca oT HopManbHO# (PrPg)
cBOEW BBICOKOW PE3UCTEHTHOCTBIO K MpoTease K
YCTOHYMBOCTBIO K YIBTPaGHONETOBOMY U peHr.
reHOBCKOMY OONy4eHH!IO, a TakKe K HarpeBakHip,
YTO CBUAETENLCTBYET 00 OTCYTCTBHE B €€ COCTage
HYKJIEMHOBOM KUCNOTEL. PrPSc xapakTepusyercy
MOCTTPAHC/IALUMOHHBIM CHHTE30M. NMEPBHYHBIY
HaKOTUIEHHEM B LIUTOMJIA3MEHHBIX BE3UKYIIAX U 3a-
TEM B CHHAMTHYECKUX CTPYKTYypax. B nocnenyio.
ueM PrPSc BeicBoOOXaaeTCca BO BHEKIIETOYHoe
MPOCTPAHCTBO U OTKJIA[bIBACTCA B aMHIIOMRHEIX
6nswkax [28. 29, 30].

CuunTaeTcq, 4TO NepBHYHOE NOABIEHHE na-
TOJIOTHYECKOTro NPHOHHOTO Oenka CBA3aHO C co-
Matuueckoi myTtauued PRNP unu cnontannoii
koHBepcHeit PrPc B PrPSc npu cnopaanueckux
NMpHOHHBIX 6one3Hax. MyTauueii PRNP u uHBaip-
e#t PrPSc, cooTBeTCTBEHHO. NPH HACNEACTBEHHEIX
H NIPHOOPETEHHBIX GopMax ITOH maTonoruu [26,
35]. Haxonnenue PrPSc B nocnenytowwem caasg-
BAETCSA C €r0 CMOCOOHOCTHIO TPaHCGHOPMHUpPOBaT,
HopManbHbIH NpHOHHBIN Genok (PrPc) B ero un-
dekLUMOHHYI0 GOpMY 3a CHET ero (HOpManLHoro
6enka) kOHPOPMALIHOHHBIX (T.€. NPOCTPAHCTBEH-
HbIX) U3MeHeHHuH. TakuMm oOpa3oM, mpouecc Hako-
NeHUS MHPEKLIMOHHOTO TIPHOHHOTO Geska mpo-
MCXORMT He B pe3y/bTaTe CHHTE3a B 3apaXKEHHOM
opranuame monekyn PrPSc de novo, a Bcnencteue
KOH(OPMALMOHHBIX H3MEHEHHH Y)Ke CHHTEe3Upo-
BAHHLIX MepeR 3TUM HOopMaleHBIX Monekyn PrPc
o1 BIUSHHEM HHPEKLIMOHHOTO NMPUOHKOrO Gefka
PrPSc [7, 22, 32].

[TpHOHHBII 6€0K KOHTarMo3eH He3aBUCHMO 0T
MPHUYHH €ro BO3HUKHOBEHHA. DTO YCTAHOBJIEHO B
npolecce 3KCNEPUMEHTaNBHBIX UCCIIER0BaHHi,
KOTAa XHBOTHbIE 3ab60/1eBany NPU UHOKYISIHH
IKCTPaKTa MO3ra OOJILHBIX, YMEPLIHX He TOJBKO
OT UHGEKLHOHHBIX NPUOHHLIX B0sIE3HEH, HO H OT
CTIOpaMuECKHUX M HACJIEACTBEHHBIX (OpM; NpH-
4yeM MO3roBas TKaHb COXpPaHAET KOHTaruo3HOCTh
¥ nocJie NTUTENILHOTO HaXoXAeHHs B hopMaiHe
[3].

IlaTtorene3

B pe3syneraTe 3KCMEPUMEHTANBHBIX HcCeo-

BaHHH YCTAHOBJICHO, YTO MaTOreHe3 MPHOHHBIX
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SonesHeit popMupyeTcs B ABa 3Tana: IKcTpaLe-
pedpanbHoro W uepedpansroro. Ha nepeom 3Tane
pcield 3a UHTpauepedpaibHON, HHTPanepHTOHe-
anbHOM WM opanbHOW uHBasueit PrPSc nmocty-
naeT B OpraHbl TIUMQOpPEeTHKYNAPHON CHCTEMBI
(cene3eHKy, iuMpaTruyeckue y3nbl. NeHepoBsl
OAAWKH, MOTOUHYIO MUHAAIHHY), PUYEM B Ka-
4ecTBE MEPEHOCYMKOB ITOTO Oenka BbICTyNatoT
aumdoUrT, Makpodard U JeHAPUTHLIE KITETKH.
B opranax nuMQopeTHKYNApHO# CHCTEMbI IPHOH
peNAMLMPYET, HE BbI3bIBAA KAKUX-THDO NaTonoru-
4yeCKUX H3MEHEHHWH B UX CTPYKTYpe.

LlepeGpanbHblii 3Tan natoreHesa NPUOHHBIX
fone3Hel U3ydyeH B MeHblueH cTeneHH, CuuTa-
€TCA, YTO MMaBHBIM B 3TOM Npollecce ABISeTCs
HapyuleHHe aerpagauuu PrPSc B Helipone B cBA3U
¢ ero KOH}OPMALMOHHBIM OTIHYHEM OT HOpMaib-
HOro NpUOHHOrOo Genka U NpHOOpeTEeHHEM UM Hell-
pOTOKCHYECKHX cBOWCTB [4, 15. 34].

HMHdeKUHOHHBIH POTEHH NPH 3TOM OTKNaZbI-
BaeTCA HE TONBKO B LINTO30/1€ HEPBHOI KIETKH, HO
M B CHHaMcax, 4To. NO-BUAHMOMY, H 00ycnasiiu-
BaeT 6bICTpOE HOPMHPOBAHHE HEBPOJIOTHYECKOTO
aAedHuHTA. B OCOOEHHOCTH JeMEHLIHH.
ITaTonoruyeckas anatomus

[Tpn naromoposoruyeckoM HCCAEIOBAHHH
M03ra GOMbHBIX, NOrHOLIMX OT NPUOHHLIX GONE3-
Hell, onpeaeaseTcs aTpodus ronoBHOro Mo3ra,
oco0eHHO 3HauuTenbHas npu BKS, ctenens koto-

po# 3aBHCUT OT MPOJAONAKHUTEILHOCTH BbIKHBAHHS.
T'cTonoruvecku BLIABIAIOTCS cefyomve oduue
uepThl: CMOHTHO(QOPMHAA JereHepaUHs, aTpodus
M YTparta HepBHBIX KJIETOK. aCTPOLKUTAPHbIA [MH03,
aMHIOMIHbIE ONAWKH, COfeprKallHe NMPHOHHbIH
denok [2. 6. 19].

[Matomopdonoruveckui anarnos CI LI
OCHOBBIBA€TCA Ha BHIABNIEHHH XapaKTEPHbLIX aMH-
TMOHIHBIX OnsleK, MPeUMYLUIECTBEHHO B MO3-
Xeuke, JereHepaldHd MPOBOAHHKOBBIX CHCTEM,
B OCHOBHOM, CMIHHOLepebeNAPHbIX TPAKTOB H
YTpaThl HEHPOHOB MO BCEMY MO3TY, MIPH 3TOM ¢
pa3HoOM cTeneHbIO YacTOThl MOTYT NPHCOEAHHATD-
CA CNOHTHOGOPMHBIE U3MEHEHHS U acTpOLIHTap-
HBIA [THO3.

[pu daranbHOM HHCOMHHH KaK ceMEHHOM, Tak
M CRIOpaiMYECKOii, OTMedaeTcs aTpodHs nepeaHe-
ro ¥ MEeIMOIOP3ANLHOTO AAep Talamyca, aTpodus
0JIMB, Pa3/IH4Has CTeNeHb IMKH03a 60MbUOro Mo3ra
M KOpbl MO3XKEUYKa, OTCYTCTBHE OJALIEK. HEPE3KO
BBIPAXEHHbIE CIOHTHOPOPMHbBIE H3MEHEHHS.

Cneayet oTMETHTb, 4TO TKAaHWH MOFUOIIHX OT
NPHOHHBIX GoNe3Hel 0CTalOTCA KOHTarMO3HBIMU
Jaxce nocne WX pukcaunu popmanunom [12].
Knaceudpuxanus

C yrnybneHueM MOHUMaAHHA ITHOJIOTHH
KJTaCCHYECKHX NMPHOHHBIX GoJe3Hel yenoBeka
(BKS. kypy u CI'ILLL) B HacTOsAWee BpeMs
OHH MoApa3deIfloTcad Ha cMopagHyecHe,
npHoOpeTeHHbIE U HacIeACcTBeHHbIe (Tabnuua 1).

Tabnuua 1
Tune! npHoHHEIX GoNte3HeN YenoBeka ¢ YUETOM MPHYMH HX BO3SHHKHOBEHHS
Tunsl KyiMHHyeckuii cHHapoM ITpnunna 3adonesanus
BKS Comaruueckas myTauust PRNP
Crnopagnyeckue OU WM CHOHTaHHas KOHBEPCHA
PrPc B PrPSc
K 6anu
[TpuobpeTeHHsIe it Kannu M
SAtporenna BKA HHoxkynsuus
(vH}eKLHOHHbIE) N .
Hoseiit Bappant BKS AJMMEHTapHBIR NyTh
BKA
HacneactsexHele Crium MyTauus PRNP
OU
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Cnopaauueckue rpioHHble 0oe3HN
Cnopaanueckas Gonesns Kpeiitudensara-
Aroba

BKS — peakoe daraabHoe 3aboneranue, 90%
cllydyaeB KOTOPOTO perHcTpHpyeTcs Kak cropa-
auyeckue, octanbHble 10% BkAOYalOT Hacnea-
CTBEHHBIE H MpHOOpeTeHHbIE HabmoaeHus. OHo
BNEpBbIC OMMCaHO B Havase 20-ro Beka [9, 20].
InuaeMHoNOTUA

BKS pacnpocTpaHeHa Bo Bcem Mupe. OOuias
rooBas 4acToTa 3TOro 3adoJIeBaHHs B Pa3HbIX
perHoHax NpaKTHYecKW OAWHAKOBas W COCTaBA-
et 0.3-1 cnyyai Ha 1000000 nacenenus. Coot-
HOLLEHHE MeXy 3a00MeBaeMOCTBIO Y MYXUYHH H
*eHwHH 1.5:1 [S].  He oTtMeueHo dakxToB pac-
npoctpaHeHus BKS oTt yenogeka k uenosexy. 3a
HCKTIOYEHHEM CJTy4aeB. CBA3AHHbIX C ATPOreH-
HbIMH 06cTosTenbcTBaMH. He ycTaHoBNEHO CBA3M
BKSI ¢ ocobeHHOCTAMM pacnpocTpaHeHHS CKPEH.
KOTOpas MopaxaeT OBell M KO3 U ABASETCS CaMbIM
4acThIM MPHOHHBIM 3a00neBaHHEM XHBOTHBIX.
Ilo HenaBHero BpeMEHH CYMTANOCH, UTO XapaKTep
NIHTaHHUA HE UMeeT OTHOLIEHHA K 3aboneBaeMOCTH
BK A, Ho B mocnieaHue roabl CHTYaLUMs CHABHO W3-
MeHinachk. CBA3aHO 3TO ¢ 3NU300THel TpaHCMMC-
CHBHO# crioHrHodopMHoii 3HIedanonaTHH kKOpoB
B AHMINH, KOTOpas Havajack B cepeanHe 80-x
roA0OB M JOCTHINA CBOETO anores B Havyane 90-x
roflos. B pe3ynerare UccneaosaHui Obia noxasa-
Ha BO3MOXXHOCTb 3apa)KeHHA HeloBeKa MpUOHaMHU
oT 6ONBHBIX XHBOTHBIX H ONKHCAH HOBBIY BApHAHT
BKA [37].
[eHeTHRA

HacnencTeeHHas npeapacnonoXeHHOCTh K
cnopaauveckor BKS cBasbiBaeTcs ¢ reHeTHYe-
CKHUM nonuMopdu3mMoM B 129-m kogoHe PRNP.
Tak, yctaHoBNEHO, 4TO NpH cnopaguyeckort BKA
rOMO3UrOTHOCTB MO METHOHHHY OTMeueHa y 70-
75% GonbHBIX (B HOPMaNBHO# nomynsauuu y 39%
-IMLL), TOMO3HUTOTHOCTD MO BaMHY HMEET MECTO B
10-15% nabnioneHuii y 601bHBIX U B 12% B KOH-
TpoJie; HanpoTHB, METEPO3UTOTHOCTEL B KOHTpPOJIE
oTMeueHa y 50% obcnenoBaHHbIX. a y GonbHBIX
3Ha4YUTeNBHO HIKe — 15% [11, 27]. CymecTtyet
MHEHHE, YTO TOMO3UIOTHOCTB, B 0OCOOEHHOCTH TO

METHOHHHY. B 129-M KOIOHE MpH crnopanuyeckoi
BKSI moxeT ObiTh pewatoleif B OTHOWEHHH pa3-
BUTHA HOBBIX npeucmanenuﬁ O BO3MOXHBIX MpH-
4yiHax He Tonbko BKS, Ho 1 Bceit rpynnbl MpUOH-
HbIX OoMNe3Hel. MOCKONBKY YK€ Ha JaHHOM 3Tane
MOXHO JIOTTYCTHTB CYIIECTBOBAHOE F€HETHUECKUX
¢hakTOpOB pHCKa H aHTHPHUCKA CMOPaJAHYeCcKOMH
BKA [25].

Kiaunnueckne nposBicHHA

OCHOBHBIM KNHHHYECKUM CHMNTOMOM TpH
BK S sBnsietcs 6bicTpo mporpeccupyoias Mye-
THdoOKaTbHAs JeMEHLUS, KaK NIPaBHII0. € MHOKJIO-
Hycou. 3aboneBaHue 06bIYHO perucTpUpyeTCs
B CTapllei BO3pacTHOM rpynne, ero nuK npUxo-
autcs Ha 60-65 ner. CpeaHee BpeMs BLDKHBaHUA
okono 8 Mec.. 90% GonbHBIX YMHPAIOT B TeUEHHe
nepeoro roaa 6one3HH. OIHaKoO ONMHUCaHBI CyYau
¢ 6onee GbICTPBIM TeueHHeM 3aboneBaHus, Koria
Ha NpOTSXXEHWH HECKONBKHX Hedelb pa3BHUBaet-
CA aKUHETHYECKHI MYTH3M, U CMEpTb HacTymaer
yepe3 2-3 Mec. OT Havana 6oNe3HH, H, HaNpoTHB,
c Oonee MeaNIEHHBIM ee pa3BUTHEM RO 2X NIeT U
donee.

Boigenstor 5 craaunit passutus BKA: npoapo-
MaJIbHYI0, CTaIuIO NEPBLIX CHMNTOMOB, Pa3BepHY-
TVI0 CTalHI0, GHHANBHYIO CTaINI0, CTaHIO NPOA-
JIEHHOM XMH3HH B YCJOBUAX peaHUMALIUH.

[TpoapomanbHble CHMATOMBI. OTMeYaeMble
npuoAU3uTENBHO Y 1/3 GONBHBIX, MOTYT BO3HH-
KaTb 32 HEAEMH M MECALBI 10 NMPOABIEHUS Mep-
BbIX NPHU3HAKOB Nporpeccupylollleit AeMeH U H.
K HUM OTHOCSATCSA BereTaTHBHbIE HApYILEHHUA, Ta-
KHe, KaK acTeHMs, HapylIeHHUs CHa W anmneTHTa,
CHIDKEHHe Macchl Tefla U noTeps NHOUAO, MIOXO
onpenensemMsle Gonepble onryeHus. bonsHo#
MOXET MCTbIThIBATh HApYLIEHHWA BHUMaHHUA, Na-
MSATH U MblneHus. Kpome Toro, uieHsl ceMbH
MOTYT 3aMeTHTb H3MEHEHHA B MOBeEHWH B BHIE
anaTHH, napaHoifH, aenepcoHanu3auuu, 6e3otT-
BETCTBEHHOCTH Y HEaEKBAaTHOCTH. MoryT uMeTh
MeCTO 3MHK30AbI Ae30PHEHTALIMH, ralMOUNHaUMA
U 3MOLMOHANBHOM TAGUNTBHOCTH.

[lepBbie npossneHus 3aboneBaHUs 0OBIYHO
ObIBAIOT B BHJIC 3pUTE/ILHBIX HapyLIEHHi. TaKHX,
KaK JUMUIONHS, HEYETKOCTD 3peHHs, HapyleHUsA
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nosiei 3peHHs U 3pUTeNnbHas arHo3us. Okoso 10%
cnyuaes JNEOKTHPYET MOBKEYKOBOH aTaKCHEii.

KnuHHuecko# tetpanoit BKH B passepHyTO#
cTaHH DONE3HH ABNAETCS NOA0CTpas MPOrpeccy-
pylol@s 1EMEHUHA. MHOKTOHUH. THITHYHbIE NEpU-
oAH4ECKHE KOMTUIEKCHI Ha DI M HopMalibHas ue-
pebpocnuHanbHas xuakocTs. [pu knaccHueckom
TeyeHUM 3a0oneBaHHA Y GONBLHOTO ONpenenseTcs
HapacTalolllee HapyuleHue MaMATH U NPOCTpaH-
¢TBEHHOH OPHEHTALUH, HAPYUICHHS MOBEACHHS B
gH€e AETIPECCHH U IMOUMOHANLHOM TAOHILHOCTH.
KorHHTHBHBIE HapyleHHA MOTYT OBITb Modans-
HBLIMH 1IO CBOMM nposiBiieHnuaM. Yacto Habnmona-
eTcA aTakcHs Npu xoabde (y 70% G0abHLIX), ro-
NOBOKPYKEHHE U HUCTarM. OJJHaKO MOTYT HMETh
MECTO H IPYTHe MOTKEUYKOBBIE HApPYLLCHYA B BUJE
aTaKcHM B KOHEWHOCTAX. TPEMOPA U AM3apTPHH.
OnucbIBAlOTCA TaKX€e HapyLUEHHS MO 3peHHA.
IpHTENLHONO BOCTIPHATHA. 3PHTENbHbIE ranIiouu-
HaU¥H W HaOdbAAepHbIE [Na304BUraTeNbHbIE Ha-
pyleHHsa. MHOKOHHH OTMeUaloTCs B % cryyaes,
yroraa oHW HabnwoaaroTca B Hauane 3abonesa-
uug. [Ipunaaku BO3HHKAIOT peako. DKcTpanupa-
MHIHBIE U MTUPaMHIHbIE HAPYUWEHHS OTMEYAIOTCH
fonee yeMm y nonoBuHel GonbHbIX. [Topaxenue
HHKHEr0 MOTOHEHPOHA UMEET MEeCTO MeHee YeM
B 1% cny4aeB B Havasie 3a00/1eBaHUA, a 3aTeM pa3-
pHBaeTca noutH B 10% HabnroneHui.

B ¢uHanbHOH cTaguu Done3Hu HabmonaloTcs
JeMeHLMs, aKHHETHYeCKHI MYTHU3M, paccTpoiicTBa
CO3HAHMA, CMACTHYECKHE MapaTnyl U THNepKUHE-
1bl, JetepebpalMoHHas PUTHAHOCTb, pacipocTpa-
HeHHble MMOKJIOHHH, TPOdHUYECKHE HapyLLEeHHS,
COMyTCTBYIOWIAsA cOMaTHYECKas NaToNorus, Ha-
PYLWIEHHS ABIXaHHA LHEHTPAJIBHOTO THNA, KOTOpLIE
i ABAAIOTCS NPUYUHON TUOETH ITUX MaUHeHTOB.

Peannmauust nogo6HeIM GONBHEIM He MPOBO-
autca. OOHaKo B OTAENBHBIX HAOMHOMEHHAX MO
COUHANbHBIM MPUYHUHAM 3TH MEPONPHATHA OCy-
wecTBAAIOTCA, ITOT 3Tan GonesHu obo3HayaeT-
¢ KaK cTagust NPOMTEHHON XXH3HH, NOCKOIbKY B
CBA3K C OTCYTCTBHEM COOCTBEHHOIO JIbIXaHUA Ma-
UMEHTY NPOBOAMTCA MCKYCCTBEHHAs BEHTHIIALMSA
Jerkux. B knuHU4eckol KapTHHE OTMEYarTCs
amaniu4yeCcKHi CUHAPOM, BETETaTHBHBIN cTaTyC,
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rHOEPKUHE3b!, KOHTPAKTYpPbl CyCTaBOB, MUOKJIO-
HUU, MOTEPA MBILIEYHOH Macchl, NOIUMNATHS, NPH-
YHHA CMEPTH — cepaeyHas HeA0CTaTOUHOCT. B
3TOM COCTOSHMH BONBbHON MOMKET HAXOAUTLCA 10
roza.

Hapsaay ¢ Tunuutoit BKS seigensior ee atu-
NKXYHblE BapHaHTLl. B 3Ty rpynny BKJttoueHs! cy-
Yau ¢ NPORONAUTENLHOCTBIO OOE3HH 10 2X JIeT U
Bonee, Npryenm Bce OHM ABNAOTCA FeTEPO3UIrOTa-
Mu 110 129-my konoHy PRNP 1 coctaBrsatot okono
10% ot Bcex HabaronenHit BKS.

BriseneHHe aTHNHYHBIX GenkoB B uepeGpocny-
HalbHOM »xuakocTH (26000 u 29000 [Ta, a Takxe
Oenka 14-3-3) No3BONMIIO NPEIOKHTL AbTEPHA-
THBY BMECTO OMONCHH MO3ra A1 NOATBEPHKAEHHSA
Auaruosa BKS [18]. OTMeuanock Takke Nosbl-
LIEHHE 3HONA3bl B LepeOpPOCTHHANILHON KHIKOCTH
B HauaJie 3a00/1eBaHMA, YTO CBUIETEILCTBYET O
rubeny HeHpOHOB. K MOBLILIEHUH COLEPKAHUA
MOJIOYHON KHCNOTHI.

Cawmoiit yacTtoit Haxoakoi Ha MPT sgBnserca
uepebpansHas arpodusa. HekoTopeie uccnenosa-
TEN COOOINANH O BbIABAEHHH THNEPUHTEHCHUBHBIX
CHrHanos B pexxume T2 B nmpoekuuH n.caudatus,
n.putamen u 3putensHoro 6yrpa. U3 Bcex pyTuH-
HbIX METOJ0B AHArHOCTHKH TONLKO 3/IEKTPO3HLIE-
danorpadus UMeeT THaCHOCTHYECKOE 3HAYEHHE.
Namenenus va D01 nabniopatotes B pa3sepHy-
TOM cTaauu 3a6oneBaHuA B BUIE ABYX- MM TpeX-
tha3HbIX OCTPBIX BOJIH C YaCTOTOM 1-2 B CeKyH-
Ay. KoTopble 0OBIYHO HAKJIAJIBIBAKOTCS Ha OOLMI
CHWKEHHBIN YpOBEHb aKTUBHOCTH (pHc. 1). ITH
MepHOAHYECKHE OCTPBIE BOJHBI HUKOTAA He Obl-
BAlOT CHMMETPHYHBIMH M HUMEIOT TEHACHLHIO K
3aMeJUIEHHIO MPH NporpeccHpoBaHuUK 3aboneBa-
HUsA. CHMMETpHUYHBIE TeTa - U J€JIbTa - BOJIHB!
MoryT Habnrogarbes nepell BO3HHKHOBEHUEM Me-
PHOAWYECKHX OCTPBIX BOJH. ITH Hecneuudude-
CKHE U3MEHEHHA HMEIOT MeCTO NpuMepHo ¥ S0 %
OonbHbix. [lepuoanyeckue ocTpble BOJHBI, PeaKo
HabAroaeMble B Ha4albHOM cTaIuUH 3a00MeBaHuA,
B koTopoii D3I He U3MEHEHa MITH UMEET MECTO
obluee 3ameaneHHe akTHBHOCTH, BCTPE4arOTCA
vaime Ha GUHaNBHBIX Tanax 6one3Hu. Muokno-
HUH He BO3HHKAIOT 10 MOABNEHHA NePHOANYECKHX



OCTPbIX BONAH Ha I3I. ImeHHO no aTomy 93l -nccnegosaHne HeobXoAMMO fenaTb B LUHAMUKeE MO

Mepe pa3sBuTnA 60M1€e3HM, YTO NO3BONAET YNOBUTb MOMEHT NOABNEHUA OCTPbIX ABYX- UMK TpeX¢aSHHX

BOJIH.

PaHHsaa ctagua

Mo3gHas ctagus

Puc. 1 23I 6onbHOro cnopagunyeckoit KA Ha paHHeil u Ha no3fHei cTagum 60Ne3Hn

B oTAenbHbIX Cyvasax ¢ AMarHOCTUYECKOW Le-
Nbl0 NpoBOAMTCA BUONCUSA TONIOBHOrO Mo3ra [1,
16]. FucTtonornyeckoe NOATBEPXKAEHUE AUATHO-
3a BKA npun 3Tom oCHOBbLIBaeTCA Ha BbIABIEHUMN
CMOHTMOOPMHbBIX U3MEHEHUA, TM6enn HelipoHOB
n actpornunosa. OfHaKo B NOCNeHUe rofbl B CBA3N
C OTCYTCTBMEM MeTOf0B fieyeHna BKHA cnoxunocs
MHeHWe, YTO NMPOU3BOAUTL 3IMY MaHUMNYNALWIO
He XenaTenbHO, MOCKONbKY, Kak NpaBuio, yepes
2-3 Mecsua AMarHo3 cTaHOBUTCA OTHOCUTENbHO
ACHbIM.

Takum 06pa3om, MOXXHO KOHCTaTUpPOBaTb, YTO B
HacTosLLee BpeMs MeTOA0B paHHel ANAarHOCTUKM
BKA HeT. OTO HanpaB/ieHWe MCCNefOBaHWA
0CTaeTca aKTyanbHbIM He ToNbKOo Ana BKHA, HO u
4N5 BCe rpynnbl NPUOHHbLIX 60Me3He.
Cnopagunyeckas hatanbHas MHCOMHUA

3abonesaHue feboTUpyeT B BO3pacTe oT 25
net go 71 ropa (B cpefHem B Bo3pacTe 49 nerT).
MpojomknTenbHoCTL 60ne3HK Yalwe oT 1roja 4o
2X NeT, HO OMucaHbl cayyaun, Korga naunmeHTbl No-
rmbéanu paHblue (4epe3 6-7 MecALEeB) AN MO3xe
(uepes 30-33 mecaua).

B KNMHWYECKON KapTWHe BbIABASKTCA MHCOM-
HWA, BereTaTUBHbIe U ABUTATENbHble HapyLUEHNUSA,
M3MEHEHUS LMPKagHbIX PUTMOB CeKpeLum ropmo-
HoB. MpKn maTtonoroaHaTOMWYecKOM uccefoBsa-
HUW UMeeT MecTO NopaXeHne B OCHOBHOM MeAMnOo-

[OpCanbHOro M BEHTPANbHOMO A4ep 3pUTeNbHOro
6yrpa v HWKHUX 0NMB. Y BONbHbLIX CO criopagu-
YecKOW (paTanbHOW MHCOMHWEN He BbIABAEHO My-
Tauuin B 178-mM KoAoHe, B OT/INYME OT CEMENHOrO
BapmaHTa 60/1€3HN, HO OTMEYEHO, YTO, Kak W npu
nocnefHei gns PrPres, npu cnopaguyeckoii dop-
Me XapakTepeH 2 TUM. Y CTaHOBNEHO TaKXe, 4To
COOTHOLWEeHUe rnMKodopm PrPres n nx CTpyKTy-
pa npu cemeiiHOW M cnopagnMyeckoi dartanbHoi
WHCOMHWUW pas3ninyatoTcs, NPUYEM B MOCNEAHEM
cnydyae 3TM nokasaTenyn NofO6GHbI TakOBbIM Mpu
cnopagmueckoit BKA.
MpunobpeTeHHble (MHPEKLNOHHbIE) MPUOH-
Hble 60/1e3HN

B HacTofil,ee BpemMsa fOKa3aHHas nepejava
NMPUOHHbIX BONe3Hel 0T YenoBeKa YeNoBeKy OT-
mMeyanacb Npu KaHHMbGanmsme (Kypy) u npwu cny-
YaiiHOW MHOKYNALMW NPUOHOB (ATporeHHas BKSH),
aTakxe npu ynorpe6seHun B NULLYy MACHbIX Mpo-
LYKTOB, NONYYEHHbIX U3 3apaXKeHHbIX KOPOB (HO-
Bblil BapnaHT BKA).
Kypy

3aboneBaHne HauyMHaeTCca B BO3pacTe OT 510
60 net n ctapwe. CpefHAa NPOAO/KUTENBHOCTb
60Me3HN cocTaBnseT 12 Mec., ¢ KonebaHnAMM oOT
3 mec. fo 3 fieT, TeyeHue 60/1ee KOPOTKOE Yy AeTeld.
LleHTpanbHbIM KNMHUYECKUM CUMMTOMOM SBASET-
CA Nporpeccupytolas Mo3xedykosas atakcusa [8].
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[TpoBnema Kypy B HacTosiLee BpeMs B OCHOB-
HOM TNPEACTaBAET UCTOPHYECKHUI HHTepeC, Mo~
CKOJIbKY B CBSI3M € 3anpeToM KaHHuOanu3Mma B
1956r. cnyuyau 3Toro 3adoseBaHHA B MIeMEHU
®ope (TTanya-Hosas-I BuHes) perucTpuposanvch
BCE PEXKE U TOBKO Y ML, POAUBIUMXCH IO 3TOrO
sanpeTa. BMecTe ¢ TeM 3T0 00CTOATENLCTBO CBU-
JIETENLCTBYET O TOM. YTO HHKYOALMOHHBII nepHoa
KypY MOXeT ObITh 6onee 40 neT, npuueM 3TH THLA
ABJIAYOTCA rETEPO3UTOTaMH Mo KoaoHy 129, Hanpo-
THB METHOHHHOBAsS TOMO3HTOTHOCTh MOABEPKEHA
paHHEMY Hauany U OBICTPOMY TeueHUto Oone3HH.
sitporennas gopma NPHOHHBIX GoJle3Helt

Bce cnyyau aTporeHHBIX MPHOHHEIX Gone3-
Helt oTHocaTca K BKS. Cnyuaithas nepenaua
BKS BcTpeuaeTcs Kak cneAcTBHE Pa3fUUHBIX XH-
pPYPrHYECKUX H MeAHUMHCKUX MaHumynsuui. K
ATPOrECHHBIM MYTAM Nepesayu OTHOCATCA HCTONb-
30BaHHUE HEAOCTATOYHO NMPOCTEPUITUIOBAHHBIX
HEIPOXHUPYPrHYECKUX HHCTPYMEHTOB, NMepecaaxa
TBEPIOH MO3roBoi 000NOYKH U POTOBULIBI, UC-
Nn0;1b30BaHHE TOPMOHA POCcTa M FTOHaOTPOINHHA.,
NONYUYEHHBbIX U3 FHNOGU30B YMEPIIHX rofek, a
TaK)Ke NepenuBaHue KPOBH OT 00MbHBIX ¢ HBBKS.
[19].

Hoselit BapHaHT 6oae3nu Kpeiitudennara-
Axoba

B 1996-2008r.r. B psae cTpaH, HO B OCHOBHOM
B BenukoOputaHuu, 6bi10 BhisBiieHo Gonee 210
cry4aeB cnopaaudeckort bKS, kotopas otnuya-
Jlach KJIMHHYECKH U NAatoMOp@oNIOrM4YeCcKH OT
K/lacCUYeCKUX MpOABNEeHHUH 3TOro 3abonesanus
1 Obla 0603HaYeHa KaK HOBBII BapuaHT BKS
(uBBKA) [36, 37). BonesHb y 3THX NUu pa3BHBa-
Nack B MepHO AMU300THH CITOHTHOPOPMHOI 3H-
uedanonatHi KOpoB (Tak Ha3bIBaEMOE «KOPOBbE
GeLIEHCTBO») U CHHTAETCA. YTO OHA CBA3aHA C HEil.
MakcHuManbHoOe KOTMUYeCTBO OONILHBIX OTMEYEHO B
2001r., B nocieHue rofibl UUCIIO UX CHUXKAETCA.

Bo3spacT atux 60nbHbIX Konebancs ot 16 a0
40 net (B cpeaHem 27,6 net). [IHTETbHOCTD Te-
YeHHs 6ONe3HU cOocTaBuNa B cpeaHeM |3 Mmec.
Hu B otHOM ciiydae He OTMeYeHO MOTEHLHANLHO
ATporeHHbIX dakropos. [Tpu aHanuze PRNP He
BBIABJICHO U3BECTHBIX MYTaLlHii, yKa3bIBalOLIUX
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Ha HaclleACTBEeHHbIH XapakTep 3adoneBanus. B
CBA3M C 3TMM. Ha paHHHX 3Tanax HCCjieA0BaHHUs
BCE cyuau Obl.IM OTHECEHB! K CMOPaIHYECKUM.
OunHxako cnopaanyeckas BKS ouenb penka 8 Bo3-
pacte 10 40 net u cocTtaBaseT Bcero 2%. UmenHo
MO3TOMY BhIABNEHHE ITHUX cnyuaeB B Benukobpu-
TaHHUH J1aN0 OCHOBaHHE OTMETHUThb 3HAUMTENbHBIR
BCIlECK YacToThl 3aboneraHuli B MOJIOAOM BO3-
pacTe, a pe3yabTaThl NOCAEAHUX HCCIEAOBAaHUMA
NO3BOJISOT CBA3aTh UX C NU300THEH TpaHCMuUC-
CUBHO#M 3HUedanonaTiu KOpoB.

B paHHHX cTagusax Gone3HH OTMEUAKOTCH NCH-
XHUYeCKHe HapylUleHHs B BU1€E TPEBOTH. IENPECCHU.
U3MEHEHHIT MOBEJCHHS. PeXKe PErUcTPUPYOTCA
001 MW W3eCTE3UH B KOHEYHOCTAX U B JIHLE.
CnycTa Hemenu MM MecAUBl NPUCOEIUHAIOTCS
NpOrpeccUpyloLIHe MO3KEYKOBBIE HapyLUEHHS.
JLis no3aHux ctanuii 6one3HM XapaKkTepHbl Hapy-
LUEHHMS NaMATH W JeMEHLHs. B MeHbLUeH cTeneHn
— MHOKJIOHHH U XOpes. MUpaMUIHBIE CHMITTOMBI,
aKUHETHYECKUH MYTU3M.

Ha 33I" otcyTcTsytoT xapakTepHble aaa BKS
u3meHeHus. [1pu KT- 1 MPT-uccnenosanusx Bei-
ABNAETCA pa3HOW cTeneHW aTpo¢Hs rONOBHOTO
mo3ra. Kpome toro, npu MPT-uccnenoBaHuH Bbl-
ABNAETCA YCHUIIEHHE CUTHana B pexxume T2 B 3a-
JHUX OTAeNax 3puTenbHbIX Oyrpos. Jlna auarto-
CTHKH HoBoro BapuaHTa BKS ucnons3yercsa tak-
*e OUoncHs mMoTouHoM MUHAANHHLL. [Tpu 3ToM B
TKaHH MUHJATHHBI BisBAgeTcs PrPSc [17].
HacaencrBeHnsie npuonHble 6o/1e3HU

MHoro4ucneHHble HccileJIOBaHHA NMOKa3allu,
4TO ceMeliHble MPUOHHBbIE OONE3HH COCTaBAAIOT
Ao 10% or Bceii rpynnbt 3THX 3a0onesanuii. B sty
rpynny BKIOUEHEI cemeliHble cnyuan BKA u ®U,
a Taroke Bce Habmoaenus CI'LLILL. HacneacrseH-
Hble MPHOHHBIE GoNe3HH YenoBeka MpOSBNSIOTCS
KaK ayTOCOMHO-I0OMHHaHTHble. [1pu 3ToM Bo3pacT
O0MbHBIX NPU NOABNEHHH NEPBBIX MPHU3IHAKOB 3THX
6onesHeii konebnercs B LWIMPOKUX Mpeaenax He
TONBKO B 3aBUCHUMOCTH OT (hOpMBI GOJIE3HH, HO H
B paMKax OHOM MeHHOW MYTallUM, YTO CBA3aHO C
YPOBHEM NEHETPaHTHOCTH 3TOrO reHa.

HacneactseHHble NPUOHHLIE 6Oe3HU MOTYT
NpoABNATbCS cleayIOWHUMH deHoTHNaMHu: 1) Kau-
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HUYECKOH W FHCTOJIOTHYECKOR KapTHHOI BK S,
OCU n CTUIU: 2) covertars npospeHHs BKS u
CTrUIU: 3) rucTonaToIOrHHECKAs KAPTHHA MOKET
ObITh He OYeHb XapakTepHo# [13].
Hacaencreennas 6onesns Kpefitudgeasara-
Skoba

Jta rpynna 3aboneBaHUA B OCHOBHOM HACH-
TH4Ha criopaauyeckoit BKS no knunuveckum u
mopdonoruyeckum napametpam. Onucado 7 Tou-
KOBbIX MyTauui B PRNP npu HacneacTBeHHBIX
dopmax BKS. B Tom uncne B xonornax 178, 180,
183, 200. 208. 210 u1 232, a Tarke 6 UHCEPUHH
(BCTAaBOYHBIX MYTalLHi) B BUAE BOCbMHUIEHHBIX
aMUHOKHCIIOTHBIX MOBTOPOB B 51 - 91-M Kod0-
Hax.
Cunapom Ilepcrmanna-llITpeycenepa-
Hleiinrepa

CTLULU ¢ camoro Ha4yana OnKUcaH. Kak ceMen-
Hoe 3a0oneBaHHe ¢ ayTOCOMHO-IOMHUHAHTHBIM
THIIOM HacnenobaHus [14]. B nomynsauuu oHo pe-
THCTpUpYeTcsa ¢ yacToTol | cmyyait Ha 10 000 000
HaceneHus.

bone3ns HauuHaeTcs Ha 3-M Uy 4-M aecs-
TUIIETHH JKH3HU W NIPOOIIKACTCA HECKOBKO JIET
(B cpeanem 5 net). HayansHeIMH cUMITOMaMHU
ABJIAIOTCA MOKEUKOBBIE HAPYLIEHUSA: MO3XKE MPH-
COeaUHAETCA JeMEHLUA, KOTOpass HHOTAA MOXET U
He nposaBUTLCA. B pa3sepHyToit cTaanu Gonesnn
npeobnaaaloT MOIKEUKOBblE CUMITTOMBI, HO B He-
KOTOPBIX CEMbSIX BElyUIMMH NPU3HAKaMH MOTYT
6bITb JKCTpanMpaMHIHbIE HAPYLIEHHS: B PYTUX
— Mapanuy B30pa, FTyXOoTa U cllenoTa. XapakTepHo
OTCYTCTBHE CYXOXKHIIbHBIX pedieKCOB Ha HOrax
NP HalUuyuK pasrubateNbHbIX NaTONOTHYECKHUX
3HakoB. MHoktoRuH peaku. Ha D3I He oTMeua-
€TCA MepHOIHYECKHX CHHXPOHHBIX koneGaHUH.

Ins GonbUIMHCTBA FreHETHYECKUX MOATHIIOB
CI'IIUI xapakTepHa 3aMeHa MpoONMHA Ha JeHLHUH
B 102-m kogoHe PRNP, B xoTopoM B cBOKWO
odepenb BLIACAAETCA 3 rpymIbl B 3aBUCHMOCTH OT
UX coueTaHus ¢ nonumopdHeiMu 129-m u 219-m
KOJOHaMH, TOMO3HTOTHBIMH COOTBETCTBEHHO IO
METHOHHHY M BATMHY, a TakxKe NOo JIeHLHHY.
Cemeiinas paranbHas HHCOMHHSA

Cemeitnags ®U onucana B 1986r., kak

ayTOCOMHO-IOMHHAHTHOE 3aboNeBaHKe. BCKope
OblTa BLISBJIEHA MyTauua B | 78-M Ko0He, CBs3aH-
Has ¢ 5THM 3aboneBanuen [24]. a B 1995 1. Obina
OCyLUECTBJIEHa TPaHCMHCCHS DONE3HHU dKCTIepH-
MEHTaNbHBIM XKHBOTHBIM. K HacTofllieMy Bpene-
HU onucaHo okono 100 HadnoneHni cemeitHoii
oU [21].

3aboneBaHWe HauMHaeTCs B BO3pAcTe OT 25 et
1o 71 ropa (B cpeaHeM 49 neT) U MOXET HMETH
Kak kopoTkoe (oT 6 10 13 Mec.), Tak u 6bonee anu-
TenbHoe TeueHHe (oT 24 no 48 Mec.). OcHOBHbIe
KJIMHUYE CKHE MPHU3HaKK ceMefiHoi DU:

* HekypabenbHas OblcTpO MporpeccUpytoLias
MHCOMHHUA:

* HapyuleHHs cO CTOPOHbI BEreTaTHBHOI Hepa-
HOM CHCTEMDI!

* JBHUraTelibHblE paccTpOHCTBA:

* HapyluleHHe UUPKaJHbIX PHTMOB CEKpeLHH
FOPMOHOB.

JAuarHocTHKA

BaxxHoe 3HaueHHe B 1HarHocTHke BKS umeer
I3I - uccnepoBanue. Tlpu 3TOM Ha paHHUX 3Ta-
nax 6one3nu HabnogaeTcs 3ameaneHne Guoanex-
Tpuyeckor akTuBHOCTH. [lo Mepe nmporpeccupo-
BaHUA MaTOJOrHYECKOro Mpouecca NOABAAOTCA
NepUOAHYECKHE IBYX- MM Tpexda3Hble OCTpble
BOJIHBI C YacTOTOM mpuMepHo 2 B | c. (puc. 1).
T u3Mmenenns D31 HecneuPHYHBL U MOTYT
BCTpeYaThCs NMPH Pa3aUYHBIX MeTaboaUYECKHX
SHUePANONATHAX, HO He OMNCaHbl TIPH OPYTHX
HeWpoaereHepaTUBHLIX 3abonesanusax [12]. B no-
clleTHUE FoABl B LepeOpOCNHHANBHOMN KHUAKOCTH
GonpHbIX BKS naenTHdUUHpOBaHB! pa3nHuHble
HeoObl4Hble OeKK, npuveM OfHOMY K3 Hux (14-
3-3) npuaaetcs AMarHocTuyeckoe 3HaveHwue.[18].
CnenyeT, OfIHaKO, OTMETHUTB, YTO ITOT DEJTOK UHO-
raa BbIABAAETCA Y OONBHBIX ¢ SHUEDATUTOM U HH-
cynsToM. B nanexo 3awenwux cnyuasx BKS B
LepeOGpoCMUHANBHOMN KUAKOCTH BONBHBIX peru-
CTpHpYeTCs HellpoHanbHaa 3Hoja3a.

o HenaBHEro BpeMeHH IOCTOBEPHBIN AMarHo3
TIpHOHHOTO 3a60NeBaHus CTaBUIICA MOCTE MATOTH-
CTOJIOFHYECKOTO HUCCIIEN0BaHHA MO3rOBOM TKAHH,
MONy4eHHOM! Mpu GHONMCHK MM Ha ceKuWH. [{ns
THNUYHOMN MaTtoMopdoNoruuecKoi KapTHHBI MPH-
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oHHBIX OOJIE3HEI XapaKTepHBI, KaK yike yKa3biBa-
10Chb. CMOHTHO3, THbeb HEMPOHOB, aCTPOLIMTAp-
HBIF TITHO3 M HanWYde NMPHOHHBIX aMUIOHIHBIN
paawex. B nacToswee Bpems cneunduueckas
vopdonoruyeckas AMarHocTHKa MPUOHHBIX Go-
fe3Hed OCYLLECTBIAETCS HMMYHOUKTOXUMHUE-
CKHM METOJIOM TYTEM OKpallWBaHUA NaTo/0ru-
4yeCKOTO MpoTerHa. O4eBHAHO, UTO AHArHO3 NpH
3TOM PEaNIeH TONBKO HA CEKUHH. NOCKObKY BO3-
WOAHOCTH OHOMNCHH OrpaHHYEHbI B CBA3H ¢ He-
GonbLIHM OOBbEMOM GUOMTATAa U HEOOXOAUMOCTBIO
ero B3ATHA U3 Pa3HbIX YYacCTKOB 4eJIOBEYECKOTO
M03ra (B TOM HMCJle U3 TajlaMyca 1 Mo3xkeukKa) [6.
10].

CoobuaeTcs O BbISBIEHHH HMMYHOUMTOXHMHU-
yecKHM METOLOM MpUOHHOro Oenka B GHonTtate
TKaHH NIOTOYHOW MHHAATHHBI NIPH HOBOM BapH-
ante BKSA [17], a Takxke o anardHoctuke BKS ¢
NOMOULBIO MOHOKJIOHAIBHBIX aHTHTEN [23].

IMpu anddepennnansHoi MarHocTHke clieny-
€T YUUTBIBATh HEBPONOTHYECKHE OCNIOKHEHUSA CH-
CTEMHBIX BACKYJIHTOB, KOTOPBIE MOTYT MOJIHOCTBIO
umuTHposath cumnronmel BKSA. Hefipocndunuc
H KpUMTOKOKKOBBIH MEHMHTO3HLUEDANHUT MOTyT
NpOABNATLCA AEMEHLIHER M MUOKIOHUAMHU, Hapac-
TalOILWMH JOBOJILHO GBICTPO

[pynna 3aoneBaHMil. NMPOABIAIOUINX-
¢d MUOKJIOHYC-dMUNencue. MHECTHKO-
HHTEJUIEKTYaIbHBIMM HapYIUEHHAMU M aTakcHeit
(MHTOXOHApHaTbHasA SHUE(PANOMHONATUA C CHH-
APOMOM «PBaHbBIX» KPAaCHBIX BOJOKOH, CHallH-
10361, 6onesHb Jladopa, 6onesHb YHBeppuxTa-
Jlyna6opra, HelipoHanbHbIH LUePOUIAHBIH JTU-
nodycUHHO3, TUNOKcUUeckas 3HuUedanonarus,
NOAOCTPHIN CKIEPO3UPYIOILMHA NaH3HLeDaNHT,
repneTUdecKHii sHUedanuT, aucMeTabonuueckue
JHuedanonatuy (IUanu3Han, ypeMuueckas, neye-
HOYHAA) B OTAENTHBIX CAYYasX TaKoKe MOANEKAT
HekmoueHHto. HavanbHble NpoABNEeHNsS KOMIIEK-
ca CTITUI-aemMeHUHA TalOKEe MOTYT HanoOMHUHAaTh
5Kl no Hauany 3aGoneBaHus, KIHHUYECKHM MpH-
3HaKaM, OTCYTCTBHIO OTKIIOHEHHH MpPH PYTHHHOM
HeeneaoBaHUH LEepeOpPOCTMHANBHOM KUAKOCTH
# KT - u MPT-kaptiHe. B HayanbHoil cTanuu B
TeyeHHe HekoTOporo BpeMeHH BKS moxeT Hano-
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MuHaTh Oone3Hb [lapkHHCOHa, nporpeccupyto-
WHH HadbAAepHBIA Napaiuy. COCYAUCTYHO JHLUe-
danonatuto

Y nauueHTOB ¢ Gone3Hblo AnbUreiMepa coo6-
anock 0 HATHYWKM MHOKJIOHYCa, OJHAKO. pyTHE
uepTel KA npu 310M oTcyTcTBOBANH.

Kaptuna, cxoaHas ¢ BKSI. moxer Habmonarscs
KaK BapHaHT MapaHeonacTHYE¢CKOTO Mpouecca,
AmuoTtpoguueckuii BapuaHt K5 onuceiBaetcs B
BH]IC BbIPAXEHHOMH paHHe MbIlLeYHOI aTpoduH.

Huddepenunansueiit auartos CI'UII npo-
BOJAMTCA C OJIUBOIMOHTOLEepeOenIsApHOI aTaKCHeH,
renarouepedpabHoii AercHepaLHeH, paccesHHbIM
CKJIEpO30M, ceMeitHOM opmoit GonesHu Ansurei-
Mepa, MeTaxpoMaTHueckol nedkoauctTpodueit.
Hone3nbto Pedeynma. Kinuuyecku 310 upe3sbl-
4a¥HO TpydHas 3aflaya, BLIMOIHEHHE €€ BOIMOKHO
TOJIBKO MPH UCMOABL30BAHUK COOTBETCTBYIOLUMX
1abopaToOpHBIX METOAOB A8 HCKIHOYEHUS VKa-
3aHHBIX 3a00N1eBaHHit BNAOTH 0 MCCNENOBAHUA
ouonTara Mosra. OQHako B AajbHeiileM npeano-
NaraeTcA, YTO MOJEKYNAPHO-TeHETHYECKOE MOA-
TBEpPXJIEHHE NPHOHHOR MPHpOILI 3a00NeBaAHUA
cBeJeT 10 MMHHMMYMa HEOOXOAUMOCTD HcCeno-
BaHHA MO3rOBOI TKaHH.

B nocneanue roasl 3a cyeT yHUOHUKAUWH IHa-
THOCTHKM MPHOHHBIX Oome3Hel yenoseka pas-
padoTaHb! MEXAYHapOAHble KPUTEPHK AUarHO3a
3TUX 3aboneBanuii [31]. B coOTBETCTBUH ¢ ITHUM
BLIAENSAIOT JOCTOBEPHYIO, BEPOATHYIO W BO3MOX-
Hyto bKAL.

Hoctosepueiit auaruo3 BKS ycraHnasnusaetcs
¢ MOMOLUbIO CTaHAAPTHLIX MAaTOMOPPOIOrHYECKHX
METOI0B H/WITH B COOTBETCTBYIOLLINX nabopatopu-
AX C MOMOLIbIO AOMONAHUTENBHBIX MeToaoB (PrP-
UMMYHOXHUMHYECKHE MeTOABI, 3anaaHkIH 6J10T-
THHT W/UAH BbiABAEHHE CKPeNU-acCOLMHPOBAHHBIX
¢ubpunn). OcransHuie cnydau BKS Tpaktyiotes
KaK BEPOATHbIE WM BO3MOXHBIE.

BeposTHblii anarHo3 cnopaauyeckoii BKS mo-
XeT UMETb MECTO B Cllyuae Nnporpeccupytoulei
JeMeHUHH W THNUYHBIX W3MeHeHuH Ha DI, a
TaKXXe MPY HaWYMUK OBYX U3 CEAYIOLIHUX KNu-
HUYECKHX NMPU3HAKOB: MUOKIIOHYCA, 3PHTENILHEIX
WM MODKEUKOBBIX HapyWEeHHUH (aTakCHH), nupa-
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MHAHBIX HAH 3KCTPaNUpaMUIHbIX HapylleHUMH.
aKkWHeTH4ecKoro MyTusma. [Tpn BoamoxHo# BKA
HMEIOTCA TE e KPUTEPHHU, YTO M TPH BEPOATHOH
BKA Ho npu oTcyTcTBHH H3MeHeHU Ha D31 u
NIpH AUTENBHOCTH 3a601eBaHUA MeHee 2 feT.

[Mprobpetennas KA peructpupyercs B ciryuae
MporpeccUpyoLiero Mo3Xe4KkoBOro CHHIApPOMa
y GONBHOro, MONYYaBIIEro 3KCTPAKThl TKaHEH.
cojlepXallide ropMOHBI runodH13a, a Takxe B
HabmogeHusx cnopaanueckoit BKS npu Hannuun
B aHaMHe3e ¢akTOpoB pHcka BOZHMUKHOBEHHS
3a0oneBaHHs (HanpuMep, MpH TpaHCIIaHTALMH
TBEepAOH MO3roBOIi 000NOYKH HIIH POrOBHLbI).

JIns nocTaHOBKH JMarHo3a HOBOTO BapHaHTa
BK A aHast3a KilMHUYECKUX MpOosABIeHHH 6oie3Hu
HeAOCTATOYHO. B 3THX ClIyyasX HeoOX0aUMO nato-
NOroaHaToMH4eckoe uccienosanue. [Tpu 3Tom au-
arHOCTHKa YKa3aHHOTO BapHaHTa [IPHOHHOTO 3a-
HoneBaHis MOKET ObiTh BEPORTHON NPH perucTpa-
LMK 5 U3 6 cleRYIOMNX KITMHHYECKHX CHHAPOMOB:
paHHHeE NMCUXUYECKIE HAPYLIEHHS, NApeCcTe3HH Ha
paHHUX JTanax Oone3HU: aTakCHA: XOpes, AHCTO-
HHA UM MHOKJIOHYC: IEMEHUHA; aKHHETUHECKUH
MYTH3M. BeposTHOCTb IHarHo3a HOBOTO BapHaHTa
BKA cranoBuTcs Gonblueli npy HaTMYKK clieayio-
KX MPU3IHAKOB: OTCYTCTBHUE MOTEHUNANLHOH BO3-~
MOXCHOCTH ATPOTEHHOTO BO3ACHCTRUA, OTCYTCTBHE
myTtaunu PRNP, otcyretBre THnuuno#t 33T, Ha-
4asno Gone3Hu go 50 neT, NpOACIKUTENBHOCTD
oone3uu He Gonee 6 Mec., pyTHHHBIE HCCNIEIOBa-
HHA. HCKTIOYAIOLIME anbTepHATHBHbBIM IHAFHO3;
npu MPT-uccnenoBaHuu BeISBAAETCS YCHIECHHBIH
curHan B pexxume T2 oT  3pHTenbHBIX OYrpoB.
B cnyyae HanuuMs y nauueHTa 3THX NPH3HAKOB
MOXXHO 33perHCTPUpOBaTh MNPeaNONOXUTENLHBIN
clyuait HoBoro BapHaHTta BKA, a 6onbHOTO CoOT-
BETCTBYIOLIHM 00pa3oM 06c/ie10BaTh.

Cewmeiinas popma BKS peructpupyercs npu
JNOCTOBEPHOM MJIH BO3MOXHOM AuarHose BKS
NAOC JOCTOBEPHBLIH WM BO3MOXHbIH IHArHo3
BKS y Gnuxalitero poacTBeHHHKa, a TaKXe B
Cy4asX HEHPOTICHXMUYECKUX HapYILIEHHH TITHOC
cneunduueckue ansa 3aboneBaHUs MyTaulH
PRNP, BrisiBNIseMble pU Hccaea0BaHHH KO-
UMTOB OONBHBIX.

—

Huarnos CTIUII u cemeinoii @H nocrope.
peH nocne naroMopdoa0ruieckoro HCCile10Banug
MO3ra, a TaKKe B CAy4ae CXOAHBIX HEBPOIOTHye.
CKHX M TICHXMYECKHUX HapylIeHWH y Oamxaliue.-
ro PoACTBEHHUKA MPH HaTHYHU clieUHPHYeCKny
Ans 3TUX 3a001eBaHMi MYTaUHH MPHOHHOTO rena,
BwmecTe ¢ Tem HanuuMe ceMeHHOrO aHaMHela y
myTaunu PRNP He sBnsieTcs o0s3aTeNbHEIM 115
Anarno3a ¢patansHOi HHCOMHHH, MOCKONBKY ONy-
caHa criopaanydeckas ¢opma 31oro 3abonesanus,

Kypy MoeT ObITh IHarHoCTHPOBAaHA TOINLKO B
nnemenu ®ope B [Nanya Hoso#t ['BuHeH. Hecuo-
TP Ha 60MblIOE KIMHHYECKOE W MATONOr0aHaTo-
MHUECKOE CXOACTBO C HOBBbIM BapHaHTOM BK .
Jledyenne W npopUNaKkTHKA

B HacTosee BpeMs He cyutecTByeT b dekTis-
HOH THOJIOTHYECKOH M MaTOreHETUYECKOH Tepa-
TIHH NPUOHHBIX 0OJe3HeH, HECMOTPA Ha KOCTHT-
HYTBIH B NOC/EAHHE TOABI NPOTPECC B H3YYEHHNH
3TOMH rpyrnb! MeANeHHBIX HHbeKUHit [33].

B paHHMX cTaguAX MPUMEHAETCA CHMIITOMATH-
yeCKas Tepanis, KOppUrupytouas noBeeHYeCKHe
HapylWeHWs, pacCTpPOHCTBA CHA W MUOKITOHHH
(amdetaMuHbl, 6ap6UTYpaThl, aHTHAETIPECCAHTEI,
6eH301Ha3eNMHbl, HEHPOIENTHKH), B MO3AHUX ~
NOoEPXHBAlOLLas Tepanus.

Oauum u3 HanbGonee MepcreKTHBHBIX NyTeil
JIeYEeHHs NPENCTaBIAETCA NMpeROTBpalLEHUe fpe-
obpa3zosanus PrPSc B PrPC nytem cTabunusa-
UK cTpYKTYpbl PrPC cBS3yHOLIHM aKTHBHBIM Be-
LIECTBOM HIIH U3MEHEHUEM IeHCTBUA NPOTEHHa
X, KOTOpbIA MOXeET bYHKLUHOHUPOBATh KaK MO-
JIEKYNApHBIA warnepoH. CrneayeT OTMETHTb, YTo
CpEACTBa, MPpH3BaHHBIE BOCTIPENATCTBOBAThL 06-
Pa30BaHHIO IPUOHOB, HODKHBI IPOHUKATD Yepes
reMatoaHuedanuueckuii 6apeep.

B Espone, B Tom unciie u B Poccun, ocyimect-
BJISAETCA pAN MEPONPHATHH MO mpoduaakTHke
NPUOHHEIX HHdeKUMii. UToOb He JoMycTHTD pac-
NpOCTpaHeHHs 3TOM HH(eKUNU U. npexae Beero
uBBKS, na tepputopun Poccun 6eino npuns-
TO MOCTAHOBNEHHE TIIAaBHOTO FOCYAApCTBEHHO-
ro caHutapHoro Bpaua ot 13.01.2004r. Nel «06
YCHIICHHH Mep MO NMpeRyNpexIAeHHI0 Goe3HH
Kpeditudensara-Sxoda Ha Tepputopun Poccuii-
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ckoit denepaumnmn».

Hapsny ¢ orpaHH4eHHeM MCMONb30BaHUS fle-
KapCTBEHHBIX CPEJCTB, [IPUTOTOBNEHHBIX W3 TKa-
Hell KOpPOB, NPEKpaleHo 1pOU3BOACTBO FOPMOHOB
runogu3a XHUBOTHOIO NPOUCXOXKAEHUS, NPEANO-
yTeHWE OTIAETCA FeHHO-HHXXEHEPHBIM npena-
pataMm. B psje cTpaH BBEA¢HBI OrpaHHYeHUS Ha
TpaHCIJIaHTaLHIo TBEPAOH M0O3roBoi 060104KH.
Pa3pabaTbiBaioTCA 3anpeTUTENbHBIE TIONOXKEHHS
Ha TPaHCMNAHTALHIO TKaHel, NnepenuBaHHe KPOBH
¥ Ha3HayeHHe NpenapaToB KPOBH OT GONLHEIX C
NeMEHUMKEN,

[TockonbKy nepenavya NpHOHHBIX Gone3Hen oT
yeNoBeKa YeJNOBEKY MpeAnoaraeT NpsaMyto HHO-
KyNsLMiO HHPEKLMOHHOTO MaTepHana, npH pabo-
Te ¢ CONbHBLIMU B NpoLecce MHBAa3UBHBIX Npolie-
1yP. @ TaKXKe MPH KOHTaKTe € UX OUONOrHYECKUMH
KUIKOCTAMH HeOOXOAUMO NMPHIOEPIKHBATLCS Mpa-
BHJ1. MPEAYCMOTPEHHLIX NpH paboTe ¢ GOABLHBIMH
co CIMUTom. IMpyu BCKpBITHH yMepLIMX GONbHBIX
MPUMEHSAIOT T€ XKe NpaBUna.

HHcTpyMeHTHI, McTiofb3yeMble y GonbHbIX BKS
11 HEHPOXHPYPruvecKX MaAaHUMYISLUMAX, a TaK-
e, MO-BUAUMOMY, NMPH NMPOH3BOACTBE TOH3MI-
TAPHOMN OHOMCHH, H BHYTPHMO3IOBbIE 3EKTPOab.
JoMmKHbIe ObITh YHHUTOXEHBI. ECN WX Henonw3o-
BaHUE HEU3OEKHO, HHCTPYMEHTBI JOKHBI ObITh
noasepxeHsl 06pabotke ¢ 1 N pactsope NaOH
UJIH YHCTOM Hepa3BeAEHHOM pPacTBOpE FHMOXJIO-
puTa B TeueHHe | 4, OYMLIEHBI U 3aTEM aBTOKIa-
BHpOBaHb! B TeueHue | 4aca npu t = 134° C. Tpu
ayTOTICHY HEODX0AMMO MCMOABb30BATh KOJIbUYX-
Hbl€ MEpPYaTKH, MacKy M OUKH.

Eue oAHMM nyTeM NpeaynpexaeHus NPHOH-
HbIX Gone3Hel MOXKET ObITh pa3BefileHHe JoMall-
HUX XHBOTHBIX, He NepeAalolluX NpUoHOB. Takue
NpUMepLl B NPUPOJE CYLIECTBYIOT, B YaCTHOCTH,
€CTb MOPOABI OBELL, FEHETHYECKH PE3UCTEHTHLIE K
CKpenu. B HacTostuiee BpeMs obcysaatoTes Bo3-
MOXHOCTH AJ1A BbIBEJCHUA F€HETUHECKH pe3H-
CTEHTHBIX MOPOJ KPYIHOTO poraToro ckoTa.
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M.H. 3axaposa

NMPOTPECCUPYIOLIAS MYJBTUDO-
KAJIBHAS TERKOIHLUE®DAJONATHSA

HUH PAMH. Mocksa

[lporpeccupyioiuas MynbTHOKaIBHAA KO-
3xuedanonarus ([TMJ1) — 3to peakoe nporpeccu-
pylolliee, B OCHOBHOM datanbHoe, AeMUETHHH-
3upytoulee 3aboneBaHHe LEHTPaNbHON HEPBHOM
cuctemsb! (LUHC) Br13BaHHOE peakTHBauueit cy-
LLeCTBYIOUIErO B TaTEHTHOM COCTOSHHM Marnosa
supyca (JC Bupyca) npH UMMYHOAEPULMTHBIX
COCTOSHHAX.

TlepBoe onucaHHe OBYX Clly4aeB, NOXOKHX Ha
TIMJ1. npunaanexut Halervorden J. (1930). Tep-
muH TIMJ1 6bin BBeneH Astrom K.E. (1958) [2].
KoTopblit Bbiaesaun [MMJI B camocToATeNBHOE 3a-
6onesanue. Nepseie cnywan TTMJI 66111 onucaHbl
1M npu numbanponudepaTHBHLIX 3aboneBaHHAX
— XpOHHuYeckom THUMddoneiiko3e. X0 KKHHCKOIA
aumdonme. [NpeanonoxeHue o BUPYCHOi 3THO-
noruu 3aboseBaHHs BriepBble OLUTO BBICKA3aHO B
pa6otax Rhein G.M. B 1965 roay nocne uaeHTtu-
duKaunuy BHYTPUALEPHBIX BKIIOYEHUH B Onuro-
neHapornuoumTax [38].

BupycHas atuonorus TIMJI 6bina yctanosne-
na B 1971 roay, koria u3 Mo3ra 6onsHoro John
Cunningham (JC) 6bin BeUIENEH BHPYC, MOMYHHB-
wwii Hassanue JC supyc [35]. B 1984 roay 6sino
yctaHosneHo, uto JC Bupyc asnserca JIHK co-
IEpXalluM BUpYCOM ceMeHCTBa Marnosa BUPYCOB
[16].

INHAEMHAOJIOrHA

B pa3BUTHH 3NHAEMUONOTHYECKHX HCCTEN0Ba-
nHid ipn TTMJT MOXHO BBIIEAHTD 4 JTana:

1. To 80-x rogoe IIMJI sBnanack peakHM
3abonesaHueM; 3aboneBaeMoOCTh COCTaBNANA
1:1000000 uenosek. C 1958 no 1984 roxel Bcero
onucano 230 cnyuaes [IMJI. o snuaeMuu
CIUI 80% cnydaes [MTMJI 6bl10 CBA3aHO €
aumponponudepaTHBHEIMH 3ab0neBaHUAMH,
XomKKHHCKO#H THMQOMOIA, TAXENBIMU dopMaMu

Ty6epkynesa.



