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bone3Hb [ eHTUHITOHAa

Adoknapuuk: nutepH Ucakosa H.M.
KypaTop : acc. K.M.H. puropbena O.I.




McTopmnsa oTKpbITUA BoNe3Hn

B 1872 roay 3 ctatbun, onyodnnkoBaHHOW MOMoAbIM JOKTOPOM
OxopaxeM NIeHTUHITOHOM, MEANLMHCKUIA MUP Yy3Hamn O
bone3nn cembn MancdopaoB, HasBaHHOM B YECTb YENOBEKA,
KOTOPbIN BrEpBLIE onMucar ee CUMMNTOMbI, O0SE3HbIO
[eHTUHITOoHA.

Mancbopp,os MONOO0N YenoBeK 3Han AaBHO, TaK KakK eLle
MaJsibMMKoOM BMeCTe C OoTUOM 1N AeOM — MPaKTUKyrLnMn

BpaanM — I'Iocel_l_l,aJ'I nX. o George Hunt!ngton, 1_850-1916,
Kvnu oHn no coceactsy ¢ HUM, B Hbro-Uopke Ha JIoHr- hrst desalbed HDIR 1872
AuneHpe.

Yxxe 0yayym CTyaAeHTOM MEAULMHCKOIO MHCTUTYTa OH 3aMEeTU, YTO BCE YS1EHbI 3TOMN
ceMbM (Kak MY>XYMHbI, TaK N XXEHLNHbI) Oblfn, B 00OLLEM-TO, 300POBLIMU NOALMU A0. ..
3pernoro Bo3pacTta. B nepuog xe mexay 30 n 50 rogamm y HUX Ha4MHanacb
nporpeccupyoLas n HeobpaTumaga NaTtonorns HEPBHOW CUCTEMbI - crlaboymue BNMOTh
A0 NMOJSIHOM NOTepyn HaBbIKOB CaMOOOCNYXMBaHUA U NOBbILWIEHHas
AUCKOOpAMHNPOBaHHaA ABUraTesibHasg akTUBHOCTb - CyJOPOXXHblE COKpaLLEHNS
MbILLL, NMua, KOHeYHoCcTeN. [Moxogka HanoMuHana TakoByto MPU CUFNIbHOM OMNbAHEHUU, a
pesKkue HeyrnpaensemMble ABMXEHUS PYK N HOT NauUeHTOoB (T.H. XOopendeckune
FMNEePKUHE3bI) NONy4Ynnn B MeauunHe Ha3BaHue «nnsackm Ceartoro Butray.



Tak cny4urnocs, 4Yto B 80-e roabl xoped [eHTUHITOHa nonasa B
nosne 3peHnst MOSIEKYISIPHbIX FEHETUKOB. Hemanyto pornb B
9TOM CbIrpano To, YTO B pacrnopsixXeHne uccnegoBaTtenemn
nonanun obpasubl JHK yneHoB o4eHb DonbLLINX cEMEN, B A SRR B
KOTOpb'X XOpeFI reHTl/IHI'TOHa I'Iepe,D,aBaJ'IaCb Ha I'IpOTFl)KeHl/IVI () = individual without disease

~’

MHOIMX NOKONMEHUN. H = Huntington's allele

Hanpumep, B ogHon cembe 13 AinoBbl 22 U3 41 yneHoB cTpaganu 3Ton 60NnesHbHo.

A BeHecyanbcKasi ceMbsi, NpoXmneatoLlas Ha nobepexbe o3epa Mapakanbo,
Bkrtodana 250(!) 6onbHbIX Xopeen n 727 yenoBek, Haxoadiwmxca B rpynne 50%-ro
pucka.

Bce oHM 661N NOTOMKaMU O4HOro MNOPTYranbCKOro Mopsika - HoOCUTeNa MyTauuu, -
oceBLUero B aTux kpagax ewe B 1800 roay.

Ctonb 60nbLUOE KONMYECTBO BMONMOrMYecKoro Matepumana caenano BO3MOXHbIM
reHeTU4YecKkoe KapTupoBaHue (onpeaeneHme MecTtoHaxoXaeHus) rexHa,
OTBETCTBEHHOIO 3a Xopet [eHTUHIToHa. YTo 1 BbIN0 yCcnewHO OCYLLECTBNEHO B
mae 1983 roaa.

B pacnopsxxeHne meauuuHbl nonana yHukanbHast BO3MOXHOCTb - TOYHas
anarHocTuka xopeun [eHTUHITOHa nepecTtarna Hy>XgaTbCs B KINUHUYECKUX
npu3HaKax, a CoOTBETCTBEHHO - 1 B Bo3pacTte nHansnaymmos. AHanus OHK
FOHOLLN UNW OeBYLLIKKW, rogosanoro mnageHua nnun gaxe 10-HegenbHoOro
aMOBpunoHa No3BosIsAN C YBEPEHHOCTLIO CKa3aTbk: 3TOT YerioBEK ByaeT cTpagaTtb
BblLLEO3HAYEHHOW XOpeen, a 3TOT - HET.



Oﬂpeﬂ,eﬂeHVle MKB-10 G10., F02.2

bonesHb [eHTUHITOHa - reHeTu4eckoe 3aboneBaHne HEPBHOM CUCTEMBI,
XapakTepuayoLlieecs nocTeneHHbIM Ha4yarnomMm obbl4HO B Bo3dpacTte 35-50 net u
coYeTaHMeM NPOrpeccupyrolero Xopenyeckoro runepknHesa 1 nCUxXmIecKnx
PacCTPOUCTB.

Hacnenyetca no ayTOCOMHO-AOMUHAHTHOMY TUMY C BbICOKOM
neHeTpaHTHOCTLIO (80-85%); My>XUYMHbI DOSEOT Yalle, YEM KEHLLMHBI.

Kak rnokasanu coBpeMeHHble reHETUYECKNE UccnegoBaHus,
OETEPMUHUPYIOLLNN €ro reH NoKanuayeTcsa Ha KOPOTKOM nriede 4-1
XPOMOCOMDbI.

Xopesd (chorea; oT rpedeckoro cnosa "choreia" - nnscka) - dpopma
rMNepKuHesa, xapakrtepusyeTca HENPON3BOSIbHLIMU, BbICTPbIMN,
HeperynupyemMbiMn ABMXKEHUAMN, BO3HUKAIOLLMMWN B Pa3fNYHbIX MblLLEYHbIX
rpynnax.

[Mcuxuyeckue pacctponcTtea npu bl Yalle Bcero npeacrasneHbl AeMEHLUMEN,
anaTtueun, oenpeccmen ¢ Hepeakumm cynumaanbHbIMU MOMNbITKaMMU,
HapyLUEeHNAMU SMOLIMOHANbLHOIO KOHTPOMA C YacTbiMU BCrbILLKaMMN
pasgpaxXeHnsa n arpeccumn, oT4yXAeHHOCTbI. B HEKOTOPBLIX criyyYasax
pasBuBaloTCs bpen N HaBA34MBbIE COCTOSTHUS.



[ eHeTn4yeckmne acneKkTbl

[eH reHTUHITUH (HTT), NPUCYTCTBYOLWMIA Y BCEX NMOAEN, KOONPYET OENMOK rEHTUHITUH.
[eH HTT pacnono)xeH Ha KOPOTKOM rnneye 4-U XpoMoCOMbI (4p16.3).

OTOT reH COCTOMT N3 NocneaoBaTesibHOCTU TPEX a30TUCTbIX OCHOBaHUN — LIUTO3UH-
aJEeHWNH-TYaHWH, KoTopble NOBTOPATCA MHOXeCTBO pa3 (T.e. ... LAFLAIUATL ...) n

N3BECTHbI KaK TPUHYKITEOTULHbIE MOBTOPbI.
Tpunnet LAl kogupyeT aMMHOKUCIOTY ryTaMuH, MO3TOMY CUHTE3NPYeMbIN 6erok
FEHTUHITUH COCTOUT M3 LLEeNOYKU rMyTaMUHOBbLIX aMUHOKUCIIOT, Ha3blBaeMbIX

CAGCAGCAG... by Aol

Triplet Repeat
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CAGCAGCAGCAGCAGCAGCAGCAGCAG... s Chas o
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Protein




Y 300pO0BbIX Ntogen OoT 8 40 25 NOBTOPOB 3TUX HYKITEOTUOB.

Ecnun nx ctaHoButcA 6onbLue 36, TO CUHTE3NPYETCSH YASIMHEHHbIN
NONUIMYyTaMUHOBLIM TPAKT N MPOUCXOAUT obpasoBaHne MyTaHTHOro berka
FEHTUHITMHA, KOTOPbIN UMEET PaCLUMPEHHbIN YHaCTOK 3a CHET rnyTaMnuHa, OH JIUMKNN
N CBSA3bIBAeTCA caM ¢ cob0on 1 NoA0OHBLIMUM yHacTKamMm B ApYrnx Mmonekyrnax oenka
FEeHTUHITUHA, CO3gaBad KOMKM DeCrnonesHoro nNpoTenHa, KoTopble MoryT
3Ha4YNTENbHO NOBPEXAaTb HEPBHbIE KNETKM U MPUBOOAT K OOSIE3HM.

Kak npaBuno, ot uncna LAl noBTOpOB 3aBMUCUT CTENEHb NOBPEXAEeHNW, HAann4ne
OKOJ10 60% MNOBTOPOB CBEPX HOPMbI BbI3bIBAET MOSABIIEHNE CUMIMTOMOB B Pa3fiM4HOM
BO3pacTe.

36-40 NOBTOPOB NPUBOAAT K peayLmMpoBaHHOM NEHETPAHTHOCTU OOPMbI 3TOrO
3aboneBaHusl, KOTOpast HAMHOIO NO3Xe NPOABISETCH U MeaNEHHEE MPOrpeccmpyer.
B HekoTOpbIX cny4vasax Hadano 60ne3Hn MOXeT ObITb HACTOMBKO NO3AHUM, YTO
CUMNTOMbI HUKOr4a He OBbHapyXnBaroTCS.

[Tpn o4eHb DOSbLLLIOM KONMYECTBE NOBTOPOB, 0051e€3HL [E€HTUHITOHA MMEET MOSTHYIO
NEeHETPaHTHOCTb N MOXET NMPOsSABUTLCSA 40 20 NET (NPUbNU3NTENbHO 7% Cryvyaes
©onesHn F[eHTUHITOHA).

MyTaHTHbIV reH Obin NpeanosnoxuTensHo 3aBe3eH B CLUA B 1630 rogy AByMS
bpaTbsiMn, AMUTPMPOBaBLLUNMKN U3 3ccekca B BOCTOH.



Flaaﬂt@qzeqq@grpeccmpyromaﬂ aTpousa KNeTok Kopbl roONIOBHOro Mo3ra u

NOAKOPKOBBLIX CTPYKTYP.

Macca 6a3anbHbIX raHrMeB yMeHbLIaeTcsl Ha 50%, macca BCero Mosra
NpUMepHO Ha 15—20%. lNpouncxoauT pacnag HeEPBHbIX KNETOK U pa3pacTtaHune
9rNEeMEHTOB IMuu.

NHorga o6HapyXmMBatoT U3MEHEHUS B KNeTKax nepeaHnx poros CANMHHOMO
Moa3ra.

[Tponcxoadat HEMPOXMMUYECKME HApPYLLEHUS B TONIOBHOM MO3re, U npexae
BCEro N3MEHSATCA NpoLeCChl B3aMOOENCTBMA ABYX HEMpOMeanaTopoB —
raMmma-ammHomacnsHou kmcnotol (FTAMK) n gpoamuHa.

[lepBuYHO Npoucxoamnt aereHepauna FAMK-apruyeckmx HeMpoOHOB, NPU 3TOM
CHMXaeTca coaepxaHne TopmosHoro meguatopa FIAMK B 6azanbHbIX
raHrnusax.

B 9TOI )Xe 0BnacTu rofiloBHOro Mo3ra CHMXaeTCH 1 coaepxaHue
aekapbokcunasbl rmyTaMmMHOBOW KUCIOTbI — d0epMEHTa, CUHTE3UPYIOLLLETO
[[AMK 13 rmytaMmmHOBOMN KNCIOTHI.

BbinageHne TopMo3Hbix BNnaHnn AMK-cucTtemMbl «pacTopMaXXuBaeTt»
nodamMmnHeprnyeckyro cuctemy. Takoe HapyLleHe B3anMoaeNCTBmSA BEAET K
NOBbILLEHUIO CoadepKaHMa JodhaMmuHa — MeauaTopa «ABUMXKEHUA» U
BO3HMKHOBEHUIO XObenyeckoro rmnepkmHesa.



[Tatomopdhonorna n natogmnanonorns

BonesHb XaHTUHITOHa Nopa)kaeT creumdguryeckme obnactu
Mo3ra.

Hanbonee 3aMeTHbIE paHHUE U3MEHEHUSA 3aTparneatoT
obnacTtb 6a3arnbHbIX raHrMEB Ha3blIBaeMYHO NofiocaTbiM
TEernom, KOTOpoe COCTOUT N3 XBOCTATOro A4pa 1 CKOpsynbl.
Opyrve noBpexagaemble 0651acTy BKITHOHAKOT YEPHYIO
cybcTaHumto, 3, 5 1 6 CroM KOpbl FONTOBHOrO MO3ra, rmnnokamn,
KNneTku lNypknHbe B Mo3Xeuke, OoKkoBbIE TybepanbHble sapa
rmnoTanamyca n 4yacTb Tanamyca.

BasarnbHble raHrmuMmM — YyacTb rofIOBHONO MO3ra, Hanbonee 3aMeTHO NoBpeXxaatoLmecsa Npu DoNesHU
XaHTUHITOHA — UrpatoT KITKOYEBYIO POSib B KOHTPOSE ABWMXeHUN U noBeaeHus. Vx pyHkuma

MOJIHOCTbKO HE ACHA, HO COBPEMEHHbIE TEOPUUN NpeanonarakoT, YTO OHU ABJTAKOTCA YaCTbiO
KOrHUTUBHOM NCNOMNHUTENBHOW CUCTEMbI N ABUraTENLHOIO KOHTYpa.

BasanbHble raHrnmm B HOpMe MHIIMBUPYHOT DONbLUOE YMCITO KOHTYPOB (Circuit), reHEPUPYHOLLINX
cneuunduyeckune asmxeHns. Onsa numymaunm cneumndmnyecknx ABMKEHMN Kopa nocblfiaeT curHan.l
©asanbHbIM FaHIMUAM ONst CHATUA MHTIMBMPOBAHUS.

[MoBpexaeHne basanbHbIX FAHIINEB MOXET NPMUBECTU K CHATUIO MHTIMBUPOBAHUS UM €ro
NOCTOSAHHbLIM HEKOHTPOSIMPYEMbBIM N3MEHEHMNAM, YTO CITYXXUT MPUYMHON 3aTPpyOAHEHUS HaYana
OBWXXEHUSI UMK K X HENPOW3BONbHOW MHULMAUNK, UK OABMKEHME MOXKET ObITb NPepBaHO 40 UNu
nocne OOCTMXKEHUS Kenaemoro pesynbsrata. HakannmBarowmecsa noBpexaneHns B 3Tom obnactu
NpMBOAAT K becnopsigouHbIM ABUMXEHNAM, XapakTePHbIM A5st 0011e3HU XaHTUHITOHA.









Knaccudukaumna 6onesHn [eHTUHIToHa

dopMbl:

- Krnaccum4yeckasi xopeovgHas
- purngHas (BapuaHT BecTtdhans)

- JE€TCKad UJin KOHOLLECKa4d

KnuHnyeckme npoaBneHuns:

1) paHo MaHudecTupytoLme, ¢ npeobnagaHMemM akKMHETUYECKU-TUNEPTOHNYECKOIO
CUHOPOMA;

2) opMbl C TUMNUYHLIMU TMNEPKNHE3AMU, HO C MUHUMASbHO BbiPaXXEHHbLIMU
NCUXOTUYECKUMU N3MEHEHNAMN (6e3 pa3BUTUA BbIpaXXeHHOW AeMeHUNN);

3) dopMbl € npeobnagaHNeM MCUXUYECKNX PaCcCTPONCTB B hopMe AeMEHUNN NI
ncmxonaTU4ECKNX N3SMEHEHNI U C pyAUMEHTapPHbIMU runepknHesamu (“"xopeonathbl");

4) T. H. CTaUMOHapHbIE POPMbI, NPU KOTOPLIX 3aborieBaHne 3aTArMBaeTca Ha
OECATUNETNS, He OOCTUrad KOHEYHOM CTaanu, Npu Hannyum pasBepHyToOn
CUMNTOMATUKKN (DOSbHbIE YMUPAIOT B CTAPOCTU OT MHTEPKYPPEHTHLIX DOSIE3HEN).



Hayano 6onesHu

Hawnbornee yacTtbln BO3pacT nosBrieHnss xopen — 35—45 net, ogHako npu 4eTCKOW
NN KOHOLLIECKOW pbopMax XOpenveckun rmnepknHes N HapyLueHns MblLLIEYHOro
TOHyCa MOryT pa3BUTbLCS B NEePBOM UITN BTOPOM OECATUNETUN XXUSHN.

B otnnume ot gpyrux atpodomnyecknx npoueccos xoped [€HTUHITOHA He MMeET
eJMHOro cTepeoTuna pasBuTuS.

[cnxuyeckne HapyLeHUs (MMYHOCTHbIE N3MEHEHUS, pa3BUTUE OEMEHLNN,
NMCUXOTUYECKNE PACCTPONCTBA) MOryT BO3HUKATb B pa3Hble CPOKW Nocne NosiBNeHns
XOpeaTUYecKux rmnepkMHe3oB, pa3BmMBaTbCA OAHOBPEMEHHO C HUMU UK (pexe)
NnpeauwecTBoBaTb UM.

[ eHeanorn4eckne nccneaoBaHusa nokasarnu, YTo 3Tu pa3rindingd B
nocneagoBareribHoOM pa3BnNTnMnM CUMNTOMAaTUKA 3aboneBaHus CKOpee BCero
reHeTn4eCkn He aeTepMNHNpPOBaHbI, NMNOCKOJIbKY B OAHNX N TEX XKE CEMbAX MOT'YT
BCTpe4aTbCAd pa3iinyHble CTEPEOTUlbl Pa3BUTUA bonesHun.



CuumMmnTombl

OgHuMK 13 NepBbIX ObIBAKOT BbipasnTesSibHble ABUXEHNSA B BUAE rpyMac C
HapyLleHMEM apTUKYISLWK, KOTOPbIE CONPOBOXAATCA HEOXNAAHHLIMU 3BYKaMU
(B3goxamm, MblMaHUEM U Op.).

[MporpeccnpoBaHne 1 reHepannaaums ¢ 3aXBaToM BCE HOBbIX FPYMNM MbiLLLL

- MosiBnAtoTCA GpOCKOBLIE, TONMYKOOOPAa3Hble pasMallUCTble OBUKEHUS
KOHEYHOCTEN, MHOrAA packavymBaloLLMECs ABMKEHUS TYNOBULLA.

- Bo3HuKaloT HapyLLleHNs KoopauHaUumn aBmxeHui ("TaHuyoLwas« noxoaka), npu
xoabbe 6ornbHbIE rPUMACHMYALOT, XXECTUKYNUPYIOT, MpUceaatoT, LUMPOKO
paccTaBnsAlT PYKW.

- Peub cTaHOBUTCA HEBHATHOW, 3aTPYAHEHHOWN, CONPOBOXAAETCA NUNULLHUMU
OBWXEHUSAMM.

- BosHukatoT npobnemsbl ¢ XeBaHMEM U FNOTaHUEM.

- N3-3a ObICTpOro ABMXXEHUS rna3 NPOUCXOANAT HapPYLUEHUs CHa.

[Mpn aTom y BonbHbIX HAabnogaeTcs nonHasa 6e3y4acTHOCTb K TMNEPKUHE3aM, OHU He
obpaluatloT Ha HUX BHUMaHWA, a MHoraa Aaxke oTpuuatoT Ux Hanmdmne, NposBnsis
CBOEODOpa3Hy aHO30MHO3UH.



[TlcnxonatTnyeckmne oTKIIoHeHus

YCNoOBHO BblAeNAT 3 OCHOBHbIX TUMA NMUYHOCTHBIX aHOMannn
Ha paHHeM aTane 6one3Hn [eHTUHIToHa:

1) BO30yAuMbIe, T.€. B3pbIBYaThl€, 3NM0OHbIE, CTEHUYHBIE;

2) UCTepuyeckme, T.e. KanpusHble, CKIOHHbIE K TeaTpanbHOMY 1 AEMOHCTPATUBHOMY
noseaeHnto, adpdPeKTUBHO-NA0OUIbHbIE;

3) 3aMKHyTble, ayTUYHbIe, SMOLMOHASIbHO X0siogHble (LM30uaHbIe NcuxonaTtnyeckue
NIMYHOCTN).

[locTeneHHo NosiBNATCA NPobnemMbl C NAaMATbIO, MOXET BO3HUKHYTb Aenpeccus (Yacrtas
npu4MHa camoyOunncTB) U NaHMKa, 3MOLUMOHAanNbHbIN AedULINT, ATOLEHTPU3M, arpeccus,
HaBs34YMBble naeun, NpobnemMbl ¢ y3HaBaHNEM APYIUX NOAEN, TMNEepCceKCcyanbHOCTb U
ycureHne BpeaHbIX NPUBbIMEK, TAKUX Kak ankoronvam unm nrpoMaHus.

Ha 6onee no3gHux atanax 60one3Hun ctuparoTcs IMYHOCTHbIE OCODEHHOCTU BONBLHBLIX K
pa3BMBAETCS BblpaXEHHOE 3MOLIMOHANbHOE NpUTYyNneHne ¢ npeobnagaHnem
brnarogyLwHoO - 3NOOPMNYECKOTO HAaCTPOEHMA.

[TcuxoTuyeckne paccTpoucTsa, No gaHHbIM 3.A.LUTepHbepra (1967), Habnwoganuck B
60 % crny4aeB xopeun [ eHTUHITOoHA.



OcobeHHOCTU XxopeaTn4eckon AEMEHLNN

HdemMeHyus - cnHOpPOM XPOHMYECKOTO UM NPOrpeccupyoLLiero 3abonesaHns mMoasra,

NPV KOTOPOM HapYLLAKTCH BbICLLME KOPKOBbIE (PYHKLMK, BKNOYAA NaMsATb, MbILLMEHNE,

OPUEHTUPOBKY, MOHUMAHUE, CHET, CMTOCODHOCTb K OBOY4YEHMIO, A3bIK U CyXOeHus, 6e3
HapyLeHnst CoO3HaHUs1 6OMNbHOrO.

1 OTHOcuTenbHas 4ODpoKa4eCTBEHHOCTL (CPaBHUTESIbHO MeAEHHOE

NporpeccmpoBaHue, BO3MOXHOCTb MPMOCTAHOBMNEHUS MPOrPECCUPOBAHUSA AEMEHLINK
Ha ONUTENbHbBIA TEPMUH).

1 BelpaXkeHHasi guccoumnaumen Mexay Oonro CoxpaHsoLwencss CnoCobHOCTLIO
obcnyxuBatb cebs B AoMalLHEN OOCTAaHOBKE U ABHOW MHTENMNEKTYanbHON

HECOCTOSITENbHOCTBLIO B CUTYaLUsIX, TPEOYOLWMX NPOAYKTUBHON YMCTBEHHON paboThl.

] BbIpaXke€HHas HepaBHOMEPHOCTb YMCTBEHHOW paboTocrnocobHocTH (rpybbie
HapyLleHUs BHUMaHNA U HENOCTOSIHCTBO YCTAHOBOK BOSIbHbIX, B pe3yrbraTe Yero OHu
Nerko TePSIOT HanpaBfeHUe U LENU MbICITIUTENbHON OEATENTbHOCTU; MblLUSIEHNE

OO0sbHbIX NPOU3BOANT BnevaTneHne "ckadukoobpasHoro" B CBS3U C MOCTOSIHHbIMU
N3MEHEHNAMN HanpaBneHns).

1 OTCyTCTBME SIBHBIX HApPYLUEHU BbICLLUNX KOPKOBbLIX OYHKLUUN, T.€. adpaTUYECKuX,
arnpakTU4ecKnx, arHOCTUYECKMX PacCTPOMCTB.



B nepBble roabl 3aboneBaHnss OTHOCUTENbHO YacTo BCTpeYatoTcs 1 6peaoBble
paccTponcTBa, B TOM Yncre cnabo cuctemaTnsanpoBaHHble U Marno pa3paboTaHHble
napaHonsinbHble OpenoBble NOeN PEBHOCTU, NPECNeaoBaHNs UM oTpaBneHus.

Ha 6onee no3gHux atanax 3aboneBaHnsa BO3HUKAKOT MHOrOA 3KCNaHCUBHbIE BpeaoBble
paccTponcTBa, HaNnpMMep napanu4yenoaooOHbIN Henernblin bpen BenMynsl, MOryLLIEeCTBa,
apoTuyecknn bpeno, AgpuraternbHas U pedeBasi PaCTOPMOXEHHOCTb. Takmue ncuxosbl
0ObI4YHO HENPOAOSTKUTESbHBI.

B oToenbHbIX cnyyasx BO3MOXHbI Nepexoabl 0aHMX 6peaoBbiX pacCTPOWCTB B ApYyrue, B
4yacTHOCTM Opena peBHOCTU B Open Bennyms.

OTHOCUTENBHO PeaKo BCTPEYATCA ranounHaTOpHbIe anNn3oabl (PyAUMEHTaPHbIe
BepbOanbHble ranmoLUnHO3bI), ranioUnHaTOPHO-NapaHouaHble U napadpeHHbIe
COCTOSIHUS.

MepnneHHoe pas3BuUTUE NCUXUYECKUX PacCTPONCTB npu [. X. YacTo Be4EeT K No3gHeMY
NOMeLLEHUIO BOSbHBIX B NCUXMATPUYECKME CTaLMOHapPHLI.



[lnarHocTuKka

dusnkanbHoe obcnegoBaHne, MHOrAA B COMETAHMUM C NCUXONOMMYECKUM
obcnegoBaHueM, NO3BOMSET onpeaennTb 0bnacTb pacnpocTpaHeHust 6onesHu.

MeguuuHckas Busyanusauus (KomneroTepHada Tomorpadgus (KT), MarHUTHO-
pe3oHaHcHasa Tomorpadguma (MPT)) nokasbiBaeT TONbKO BUOANMYIO aTpOodomio Mo3ra Ha
nporpeccupyoLllen ctagum 3abonesaHus.



A. Ha dopoHTansHom cpese (MPT, T1-
B3BELLEHHOE N306pakeHne) BUOHO
pacLmpeHmne BOKOBbIX XKeNyoo4KOB
(OTMeYeHO CTpernkamun) BcneacTeme
TUNNYHOWN AN 6onesHn [eHTUHIToHa
aTpodummn xBocTtaToro aapa.

b. Ha ropusoHTansHom cpese (MPT, T2-
B3BELLEHHOE N30bpaxeHne) BUOHO
yBENUYeHne MHTEHCUBHOCTM CUrHana ot
CKopnynbl (OTMEYEHO CTperikamu).



B
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[ eHeTn4yeckmne metoabl

[1ns npoBeaeHnsa reHeTU4eCcKon ANarHoCTnKM 6onesHn XaHTUHITOHA Heobxoaum 3abop
KpOBM C nocneayrowmm onpeaeneHnem konmdectsa nostopos LAl B kaxxgom HTT
annene.

[MonoXuTenbHbIN pe3ynbTaT He NOATBEPXAAET ANarHo3, NOCKOSIbKY MOXET ObITb
MNOSTly4eH 3a HECKOMbKO NET A0 NOSBMIEHUS NEPBbIX CUMATOMOB.

OpgHako, oTpuuaTenbHbIM pedynstat 0g4HO3HAa4YHO CBUAETENBCTBYET 06 OTCYTCTBUM
BEPOSATHOCTU pPa3BUTUS 6oNe3Hn XaHTUHITOHaA.

MeTtog - lNnLP-getekuuns
OMOPUOHDI

OMOPUOHbBI, NONYYEHHbIE B pe3yrnbTaTe 9KCTpakopnopanbHOro onnogoTBOPEHNA, MOTYT
ObITb NOABEPXKEHBI FEHETUYECKON ANArHOCTUKE BOME3HN XaHTUHITOHA C MPUMEHEHNEM
npenMnnaHTaLuMoOHHOW reHeTUYEeCKOn anarHocTukn. [pu aTom metode 3abupaeTtcs ogHa
KrneTka n3 4—8-KrneTo4yHoro amMopuoHa n 3atemM NpoBepPSIETCA HA FTEHETUYECKYIO
NaTosIorio.

[Mony4eHHast "HOpMaLUKUS MOXET BNOCEACTBMN ObITb UCMONb30oBaHa Npu Belbope
300pOBOro aMbpuoHa Anst UMnaHTauum.

Kpome Toro, BO3MOXXHa nNpeHaTanbHasa anarHoctuka ans aMopuoHa unv nnoga B ytpobe
MaTepu



JleueHue

bonesHb eHTUHITOHa ouumanbHO HEN3EYNMa, HO CYLLIECTBYET fnledeHne, cnocobHoe
obnerynTb HEKOTOPbIE CUMNTOMBbI.

TeTtpabeHasnH ObIn paspaboTaH cneuuanbHO Anst YMEHbLUIEHUS TSXXECTU CUMMTOMOB
bonesHn ['eHTUHrToHa, 6bin yTBepxaeH B 2008 rogy B CLUA.

HeliponenTtuku n 6eH3oamasenuHbl MoMOoratoT YMEHbLUNTL NPOSIBIIEHUSI XOPEW.
AMaHTaguH 1 peMauemMua HaxoasaTcs B CTaaun nccnegoBaHns, HO nokasanmu
MONOXUTENbHbIE Pe3ynbTaThl.

Onsa obneryeHnst ’MNOKUHE3NN U PUTMAHOCTU MbILLL, HA3HAYaoT
NPOTMBOMNAPKNHCOHUYECKNE NIEKApCTBa, ANt 06nerdeHns MMOKITOHUYECKOM
rMNEPKUHE3NU - BanbMpOEBYHO KUCMOTY.

[ns ycTpaHeHs Aenpeccun NpUMEHSIIOT CENEKTUBHbIE MHIMOUTOPLI 0bpaTHOro 3axeara
CEPOTOHUHA U MMPTa3anuH, a NP NCMxo3ax U HapyLLIeHUAX NOBeAeHUs1 Ha3Ha4aloT
aTUNNYHbIE aHTUMNCUXOTUKMN.



JleyeHue SBIAETCS CHUMIITOMAaTHYECKUM M OCHOBBIBAETCA HA IIPE/ICTABIICHUH,
YTO THUIEPKUHE3bl BO3HUKAIOT B PE3YJIbTAT€ OTHOCUTEIHLHOTO MOBBIIICHUS
aKTUBHOCTH  J0()aMUHEpPTMYECKHX cucteM. IIpenmaparbl W3  T'pyNIibl
(eHoTHaznHa, OyTHpO(PEHOHA, THUOKCAHTEHA W APYTHE€ TETEPOIUKINYECCKUE
AHTUIICUXOTUYECKUE BEIIECTBA, OJOKHUPYIOIIUE TO0(PaMUHOBBIE PELEHTOPHI,
YMEHBIIAIOT BBIPAKEHHOCTh XOPEHMYECKUX TUINEPKUHE30B W IMOBEICHYECKUX
pacctpoiictB. K 4acTo mpuMeEHSEMbIM MperaparaM OTHOCSTCS TaJlONepUIoII,
numo3us, ¢GropdpeHasun (MoauteH). MeHee A(@PEKTUBHBI  CYJIBITUPUL
(ar1oHMIT), THANpHA (THANPHIAI), HO OHM BBI3BIBAIOT MEHbIIE MMOOOYHBIX
saBiIeHUN. D(D(PEeKTUBHAS J103a TaJoIlepua0Ia 0OBIYHO COCTABIISET 10 3—3S5 MI B
CYTKH; TMOBBIIICHUE CYTOYHOW H03bI BhINIE 10 MI HE NPUBOIMUT K YCUJICHUIO
TEPANEBTUYECKOTO JCUCTBUS MPU 3HAYUTEIHLHOM MOBBIIIEHUH PUCKA MOOOYHBIX
adexroB. HazHaueHume HEUPOJENTUKOB MOXKET OCJIOKHSATHCS Pa3BUTHEM
MapKUHCOHWU3MA, OCTPBIX W MO3JHUX JIUCTOHUYECKUX PEAKIUM, YXYAIICHUEM
XOAbObl W TJIOTaHWS, W30BITOYHBIM CEIATUBHBIM 3()PEKTOM M YCUIICHUEM
JETIPECCHUH, UTO CYOBEKTUBHO MOYKET MEPEHOCUTHCS OOJbHBIMU TSKEJIEE, YeM
Xopendeckue runepkuHesbl. [loaTomy, mpoBoAsi  JI€YEHHE, CIEAYET
OPUEHTUPOBATbCSI HE Ha TOJABJICHUE THUIIEPKUHE3a, a Ha YIy4YIICHHE
(YHKIIMOHATBHBIX BOBMOKHOCTEH 1 COIMUAIBHOM aanTauyd O0JbHOTO.



B CBsI31 CO CIIOHTAaHHBIM YMEHBILIEHUEM XOPEUYECKOro TUIIEPKUHE3A U
MOSIBJICHHEM aKWHETUKOPUTHIHOIO CHHAPOMA Ha MO3HUX CTAIUSIX O0JIC3HU
7032 HEHPOJIENITUKOB JI0JIPKHA IEPUOANYECKH KOPPUTUPOBATHCSI B CTOPOHY
YMEHBIIEHUS. AJTBTEPHATUBON HEUPOJIETITUKAM SIBJISIFOTCS CUMITATOIIUTHKH,
MCTOIIAIOIINE NTPECUHANITUYECKHUE 3amachl JohaMUHAPE3epIUH U
TeTpabeHa3uH. DTH IIpenapaThl HE BBI3BIBAIOT PA3BUTHS MO3IHUX JUCKUHE3UH,
HO MOTYT NMPUBOAUTH K YCYTYOJIICHUIO AaKHHETUKO-PUTUIHOTO CUHAPOMA U
JENPECCUU. bOJIBHBIM, CTPaAalONIAM FOBEHWJILHOW (DOPMOM, MPU KOTOPOU
peo0IIaatoT PUTHAHOCTD ¥ THIIOKWHE3 WS, HA3HAYAIOT IPEenaparsl JICBOIOIIBI,
arOHUCTHI I0(PaMUHOBBIX pelEeNTOPOB, aMaHTaAuH. Ho ux 3ydekT 00bI9HO
He3HauuTelNeH. [Ipu aenpeccun UCIoab3yIOT TPUIIMKINYECKUE
AHTUJIETIPECCAHTHI (AMUTPUIITHIINH, AE3UIIPAMUH, TOKCEIVH) WIIN CEJICKTUBHBIE
MHTHOUTOPBI 00OPAaTHOTO 3aXBaTa CEPOTOHUHA ((PITYOKCETUH, CEPTPAJIVH,
(dyBokcamuH). [Ipu posBICHUAX arpecCuy MPUMEHSIOT KapOamMa3enuH U
BaJIbIIPOAT HATPUSL, MPU NCUXOTUYECKUX HAPYIICHUSIX-HEUPOICTITUKH:
THOPHUJIA3UH (COHAMNAKC), TaJIONEePUI0I U KJI03auH (JCMOHEKC, a3aJICIITUH), HE
BBI3BIBAIOIIMI HEHPOJIIENTUUECKUX JABUTATEIbHBIX OCIOKHEHUM.



[TpobHbIE METOAbI NIeYeHUS

Ml—Jroo6eu_\arou_|,v|M B 9TOM MraHe SBNsIeTCs METO/, HanpaBneHHbIN Ha Nepecanky
CTBOJIOBbIX KINETOK PELUNUEHTaM C 3TUM 3aboneBaHNEM B NOpPaXXeHHbIe y4acTKu Mo3ra.

B 0OKNMMHMYeCcKkoM uccrnenosaHum, NnpoBegeHHOM rpynnon ydeHblX U3 TanBaHA BO rnaBe C
OOKTOPOM MeaNUMHCKMUX Hayk KOaHb-Ta JInHa ns MHCTUTyTa Bnoxmmmm n MonekynsipHown
Bronornn NpoBoANIOCH U3YyHeHME BINAHUA TPaHCNIaHTaTa CTBOMOBLIX KNETOK Ha
HenpoaereHepaTmBHbIE NPOLIECCHI, OTMEYaloLWMeCcs Npm ykasaHHOM 3aboneBaHun.

[1ns QoCcTuXeHns NnocTaBfeHHOW LEeNu nccrieqoBaTtenm NpoBenu TpaHcnnaHTaumo
Me3eHXMMarbHbIX CTBOSIOBbIX KIETOK KOCTHOMO3roBoro npoucxoxgeHmsa (MCK-KI)
nabopaTopHbIM MbiLLIAM CO CMOAENUPOBAHHOW B0OME3HbIO [EeHTUHITOHA.

OpHoun n3 rnasHbIX ocobeHHocTen MCK-KI aBnaeTtcs cnocobHOCTb
anpdepeHUnMpoBaTbCA B NPakTUYECKM Nobon BUO HEPBHbLIX KNETOK B LIEHTParbHOW
HEPBHOM CUCTEME N MUTPUPOBATb B NOBPEXAEHHbIE 30HbI MO3ra. /IX ncnonb3oBaHue
NO3BOSSIET 0OXOANTb MHOIME NPaKTUYECKNE U STUHECKNE NPOBNEMbI, CBSI3aHHbIE C
NPUMEHEHNEM YENOBEYECKON SMOPUOHANBLHOM TKaHW.

Pe3ynbrartbl UCCrneaoBaHMA nokasanu, YTo TpaHCNIaHTUPOBaHHbIE KNETKU CMOITN
BbDKUTb, AMPdEepeHUNNPOBaTLCA N MHTENPUPOBATLCS B CTPUATYM, YMEHbLUAs!, TakUM
oOpasoMm, 30HYy NOBPEXAEHMA U CNOCODCTBYS CHUXXEHUIO MOTOPHOM ANCOYHKLUNKN Y
nabopaTtopHbIX MbILLEN.
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B nocneanue net 15-20 661510 npoBeaeHo Hemaro nccnegoBaHUin J1IEKApPCTB,
TEOPETNHECKH CNOCODOHbIX HA KaKoe-To BpeMA OCTaHOBUTbL MporpeccnpoBaHne OonesHm.

OpgHako Tenepb y4eHble nNogoLwsin K Co3gaHno HOBOIO NOKOJIEHUA JTIEKAPCTB, CAEJ1IaHHbIX
Ha OCHOBE BH3NMOB, CBA3aHHbIX C xopee|7| XaHTUHITOHA.

Peub nget o Tak HasblBaeMbIX MaTPUKCHbIX MeTasnnonporemHasax (MMP), KOTopble
NUrpatoT porb B paspyLueHnn 6enka, onpeaensitowero npons3BoacTBa TOKCUYECKNX
doparMeHToB, BHOCSILLIMX CBOW BKNaA B pa3sutme bonesHn. Ob sTom 3adaBunu
nccnenosarenu us MIHctntyta baka B KanudopHun. B xoae npeabiayumx nccrieqosaHum
yaanocb BbIACHUTL, YTO MMP pearnpytoT Ha HoOBeNLMeE fiekapcTBa OT paka, KoTopble
TONbKO MNPOXOAAT cTaauto paspaboTku.

"MbI HALLIM MULLEHD, YK€ U3BECTHYO0 NPOTUBOOMYXOSIEBbLIM JlEKapCTBaM, - 3asiBua
aokTop Jlnza dnnepbu. - CywecTByeT BEPOSATHOCTb TOrO, YTO 3TO OYAET UMETL 3HAYEHUE
N npu nedeHnn xopen XaHtuHrroHa. MMP Takke 3a0encTBYHOTCA NPU MHCYIbTax,
BOCNanuUTesrbHbIX 3aboneBaHnsax U MHOMMX HEBPONornyecknx npoueccax. Mol oxkugaem,
YTO K HaumM paspaboTkam OyaeT nposiBrieH 60MnbLWON Hay4YHbIM MHTEPEC, MOTOMY YTO 3TO
OYeHb NepCrnekTUBHbIN N BaXXHbIN KIiacc npoTeas (hbepMeHTOB, pacLlennaoLmx oenkum) ".



MaTtepnan ns nyonukauum BoHgbl KBoH 1 Nona Mayoscku ¢ coasTtopamu B Journal of
Neuroscience.

Ma4oBCKM CO CBOen nccrenoBaTenbCKON rpynnon NPeanpuHAI MHTEPECHbIN aKkcnepuMeHT. OH
NPOU3BES NepecaaKy KOCTHOro Mo3ra oT 340poBbIX Mbiwen 6e3 myTtaunmn bl mbiwam ¢ BT

Pe3ynbratbl NOAYYMNUCh KpanHe nHTepecHbiMn. Y Mblwen ¢ Bl koTopbiM 6binia nponseeaeHa
nepecagka KOCTHOroO MO3ra OT 300POBbIX MbILLIEN, UMESIO MeCTo HebOosbLIOE, HO 3HAYNUMOE
YMEHbLLUEHME BbIPaXXEHHOCTU ABUraTeribHbIX PacCTPONCTB, Habntogaowmxcss 06bI4HO Y MbILLEN MpU
BrI.

[lokasaTtenbLCcTBO TOro, YTO Nnepecajka 3qopoBOro KOCTHOroO Moara Molwam ¢ bl HenocpeacTBeHHO
BINUSIET HA rOSIOBHOM MO3I XXMBOTHbLIX, ObINO NOMy4YeHO Npu N3y4eHUn CUHanNcoB, TPUNIMOHOB
CBSI3EN, KOTOpPble 06pa3yTCa Mexay MunnuapaamMmm HEMPOHOB B FONOBHOM Mo3re. Korga KneTku
FONOBHOIO MO3ra noBpeXxaeHbl Unn NorndatoT, OHM TEPSIOT CBOWM CUHANMChLI, YTO NPUBOAUT K
HapyLUeHWIO nepegaym nHgopmaumm Mexay pasnuyHbiMm oTaenamm moara.

I"Iepecap,Ka KOCTHOIo mMo3ara npnBoauT K yBeJIMMEHNIO YNCI1a CUHArcoB B NOJIOBHOM MO3re, Tem
CaMbIM COCTOAHNE I/IMMyHHOIZ CnCTeMbl HernocpeacTtBeHHO BIMMAET Ha OpraHn3auunto p860TbI
roJ1I0OBHOIro Moa3ra.

Kak YKa3bIiBalOT aBTOpPbI, NMNepecagka 340poBOIro KOCTHOIo Mo3ra He BEOET K NOJIHOMY perpeccy
CUMMNTOMOB, OIHAKO, BINSIET HA TEYEHME 3aboneBaHus.



[1porHos

C MOMEHTa NMoSABIIEHNSA MEPBbLIX CUMNTOMOB MPOAOIKUTENBHOCTb XXN3HN COCTaBMSAET
okorno 15-20 ner.

CmMepTb 06bI4YHO MPOUCXOOANT HE U3-3a BONe3HNn XaHTUHITOHA, a U3-3a COMYTCTBYHOLLNX
e OCJTIOKHEHUI, BKNOYad NHEBMOHUIO, 3aboneBaHus cepaua 1 TpaBMbl.

Takke yacTon NPMYNHOU CMEPTU ABMAETCA Cyuuuna.



Coacu0o
3a BHUMaHue!




