HALUMOHA/IbHbIU MEAULUMHCKUUA YHUBEPCUTET
um. A. A. BOTOMOJIbLA

lTpe3zeHmayusi Ha memy:

BOJIE3Hb TEHTUHI TOHA

CTtyneHTa | MeguumMHcKoro dakynbsreTa
V Kypca 21 rpynnbl




B 1872 roay u3 ctatbun, onyobrnnkoBaHHOW MOMoAbIM JOKTOPOM
OxopaxeM e HTUHITOHOM, MEeANLMHCKUIA MUP Yy3Hamn O
bone3nn cembn MancdopaoB, Ha3BaHHOM B YECTb YENOBEKA,
KOTOPbIN BrepBbIE onmcar ee CUMMNTOMbI, O0SE3HbIO
[eHTUHITOoHA.

Mancbopp,os MONOJO0N YenoBeK 3Han AaBHO, TaK KakK eLle
MaJsibMMKOM BMeCTe C OoTUOM 1 AeOM — MPaKTUKyrLnMmn

BpaanM T noceu"'an nX. o George Huntington, 1.850-1916,
Kvnu oHn no coceactsy ¢ HUM, B Hbro-Mopke Ha JIOHr- et cesoibed HDIN 972
AunneHpe.

Yxxe 0yayyun CTyaAeHTOM MEeAULMHCKOrO MHCTUTYTa OH 3aMeTUI, YTO BCE YSIEHLI 3TOW
ceMbM (KakK MY>XYMHbI, TaK N XXEHLWNHbI) ObInn, B 00LLEM-TO, 300POBLIMU NOALMU AO. ..
3pernoro Bo3pacTta. B nepuog xe mexay 30 n 50 rogamm y HUX Ha4yMHanacb
nporpeccupyoLlas n HeobpaTumaa NaTtonorns HEPBHOW CUCTEMbI - crlaboymue BRMOTh
A0 NMOJSIHOM NOTepyn HaBbIKOB CaMOOOCNYyXMBaHUA U NOBbILWEHHas
AUCKOOpAMHNPOBaHHaA ABUraTesibHasg akTUBHOCTb - CyJOPOXHbIE COKpaLLEHUS
MbILLL, NMua, KOoHeYHoCcTeN. [Moxogka HanoMuHana TakoByto MPU CUNbHOM ONbAHEHWUU, a
pesKkue HeyrnpaensemMmble ABMXEHUS PYK N HOT NauneHToB (T.H. Xopendeckune
rMMNEepPKUHE3bI) NONYy4Ynnn B MeanunHe Ha3BaHue «nnsackm Ceartoro Butray.



rFarents Oﬁspnng
Tak cny4dunocs, 4to B 80-e rogbl xopes [eHTUHITOHa nonana B ——

none 3peHnst MoneKkynspHbIX reHeTuKoB. Hemanyto pornb B . ' “h ) e— . '”"
3TOM CbIrpano To, YTO B pacnopsikeHne nccrnegoBaTenem m-, ) .
nonanu o6pasubl OHK uneHoB o4eHb Honblumx cemeit, B @ - individuai wih 7.
KOTOPbIX XOped [@HTUHITOHAa nepegaasriaCb Ha NnpPpoTA>XeHnn ) = individual without disease
MHOIMMX MOKOJSIEHUM. H = Huntington's allele

h normal allele
Hanpumep, B ogHon ceMbe 13 AnoBbl 22 U3 41 yneHoB cTpaganu 3Ton 60nesHbHo.

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

Bce oHuM 661N NOTOMKaMU O4HOro NOPTYranbCKOro Mopsika - HocUTena MyTauuu, -
oceBLUero B aTux kpagax ewe B 1800 roay.

Ctonb 6onbLUOE KONMYECTBO BMONOrMYecKoro Matepumana caenano BO3MOXHbIM
reHeTU4YecKkoe KapTupoBaHue (onpeaeneHme MecToHaxoXaeHus) rexHa,
OTBETCTBEHHOIO 3a xopeto [eHTUHIToHa. YTo 1 BbIN0 yCcnewHO OCYLLECTBNEHO B
mae 1983 roaa.

B pacnopsxeHne meauuuHbl nonana yHukanbHast BO3MOXHOCTb - TOYHas
anarHocTuka xopeun [eHTUHITOHa nepecTtarna HyXXgaTbCs B KINUHUYECKNX
npu3HaKax, a CoOOTBETCTBEHHO - 1 B Bo3pacTte nHansnaymmos. AHanus OHK
FOHOLLWN UNW OeBYLLIKKW, rogosanoro mrageHua nnun gaxe 10-HegenbHoOro
aMOBpuroHa NO3BOSISAN C YBEPEHHOCTLIO CKa3aTbh: 3TOT YerioBek byaeTt cTpagaTtb
BblLLEO3HAYEHHON XOpeen, a 3TOT - HET.
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bonesHb eHTUHITOHa - reHeTu4eckoe 3aboneBaHne HEPBHOW CUCTEMBI,
XapakTepuayoLeecs nocTeneHHbIM Ha4yaromMm obbi4HO B BodpacTte 35-50 net u
coYeTaHneM NPOrpeccupyroero Xopenyeckoro runepknHesa n nCUxXmIecknx
PacCTPOUCTB.

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

Kak rnokasanu coBpeMeHHble reHETUYECKNE nccneqoBaHus,
OETEPMUHUPYIOLLNN €ro reH NoKanuayeTcs Ha KOPOTKOM nrede 4-1
XPOMOCOMbI.

Xopesd (chorea; oT rpedeckoro cnosa "choreia" - nnscka) - dpopma
rMNepKuHesa, xapakrepusyeTca HENPON3BOSIbHbIMU, BbICTPbIMN,
HeperynupyemMbiMn OABMXKEHUAMN, BO3HUKAIOLLMMWN B Pa3fNYHbIX MblLLEYHbIX
rpynnax.

[Ncuxudveckue paccrtponcTea npu bl vYalle Bcero npeacraBneHbl AeMEHUNEN,
anaTtuen, oenpeccmen ¢ Hepegkumm cynumaoanbHbIMU MOMNbITKAMMU,
HapyLUEeHNAMU 3MOLIMOHANbLHOIO KOHTPOMA C YacTbiMU BCMbILWKaMM
pasgpaxXeHnsa n arpeccumn, oT4yXOAeHHOCTb0. B HEKOTOPbIX criyyasax
pasBuBaloTCs bpen 1 HaBA34MBbIE COCTOSTHUS.



[€eH reHTUHITUH (HTT), NPUCYTCTBYIOLWMIA Y BCEX NMOAEN, KOONPYET BENMOK rEeHTUHITUH.
[eH HTT pacnono)XeH Ha KOPOTKOM rneye 4-u XpoMoCcoMbl (4p16.3).

OTOT reH COCTOUT U3 NocrneaoBaTenbHOCTU TPEX a30TUCTbIX OCHOBaAHNN — LIUTO3UH-
aOEeHUH-TYaHWH, KOTOpble NOBTOPATCA MHOXeCTBO pa3 (T.e. ... LALUATLUAT ...) u

N3BECTHbI KaK TPUHYKITEOTUOHbIE MOBTOPbI.
Tpunnet UAI kogupyeT aMMHOKUCNOTY rMyTaMuH, MO3TOMY CUHTE3NPYEMbIN BENOK
FEHTUHITUH COCTOUT M3 LEMNOYKU rMyTaMUHOBbBIX aMUHOKUCIIOT, Ha3blBAEMbIX

FIOJ'II/IFJ'IyTaMI/IHOBbIﬁ TPaKT.

Protein

i

Healthy Gene

C.:LG.CAGCAG"' 10-26 repeats
/
Triplet Repeat
CAGCAGCAGCAGCAGCAGCAGCAGCAG... s Chas o

Protein



Y 300poBbIX Ntogen ot 8 40 25 NOBTOPOB 3TUX HYKITEOTUOOB.

Ecnun nx ctaHoBuTCcA GorbLue 36, TO CUHTE3UPYETCSH YOASIMHEHHbIN
NONUIMYyTaMUHOBLIM TPAKT N MPOUCXOAUT obpasoBaHne MyTaHTHOro berka
FEHTUHITMHA, KOTOPbIN UMEET PaCLLUMPEHHbIN Y4aCTOK 3a CHET rmnyTaMuHa, OH NUNKUK
N CBSA3bIBAeTCA cam ¢ cob0on U NoA0OHLIMUK yHacTKamMm B ApYyrnx Mmonekyrnax oenka
eHTUHITUHA, Co3aBad KOMKM DeCrnonesHoro NpoTenHa, KoTopble MoryT
3Ha4YNTENbHO NOBPEXAaTb HEPBHbIE KNETKM U MPUBOLAT K OOSE3HM.

Kak npasuno, ot yncna LUAI noBTOpOB 3aBUCUT CTEMNeHb NOBpEeXaeHUW, Hann4ue
OKOJ10 60% MNOBTOPOB CBEPX HOPMbI BbI3bIBAET MNOSABIIEHNE CUMIMTOMOB B Pa3fin4HOM
BO3pacTe.

36-40 NOBTOPOB NPUBOAAT K peayLmpoBaHHOM NEHETPAHTHOCTU OOPMbI 3TOrO
3aboneBaHusl, KOTOpas HAMHOIO NO3Xe NPOABISETCS U MeaNeHHeE NMPOrpeccmpyer.
B HekoTOpbIX cny4vasax Hadano 60ne3Hn MOXeT ObITb HACTOMNBKO NO3AHUM, YTO
CUMNTOMbI HUKOrga He ObHapyXnBaroTCS.

[Tpn o4eHb DOSbLLIOM KONMYECTBE NOBTOPOB, 6051e3Hb [EeHTUHITOHA MMEET MOSTHYIO
NEeHETPaHTHOCTb N MOXET NMPosBUTLCSA 40 20 NeT (NpUbnusnTenbHO 7% criyvyaes
©onesHn FeHTUHITOHA).

MyTaHTHbIV reH Obin NpeanosnoxutensHo 3aBe3eH B CLUA B 1630 rogy AByMms
OpaTbsiMn, AMUTPUPOBaBLLUNMU U3 Jccekca B BOCTOH.



13 2M1)L 3 2TCH I pliDesCUpyroWas atpodus KNeTok Kopbl FOSIOBHOMO Mo3ra U
NOOKOPKOBbLIX CTPYKTYP.

Macca 6a3arnbHbIX raHrnMMeB yMeHbLLAeTcs Ha 50%, macca BCero Moara
NPUMEPHO Ha 15—20%. [MponcxoauT pacnan HEPBHbIX KIETOK U pa3pacTaHne
3NEMEHTOB IMnn.

NHorga obHapyXmBatoT UBMEHEHUSA B KITETKAX NepegHnx poros CMHHOIO
MO3ra.

[Tponcxogdat HEMPOXMMUYECKME HApPYLLEHUS B TONIOBHOM MO3re, U npexae
BCEro N3MEHSATCA NpoLeCcChbl B3aMOOAENCTBMA ABYX HEMpoMeanaTopoB —
ramma-ammHomacnsHou kmcnotol (FTAMK) n gpoamuHa.

[TepBuYHO Npoucxogmnt aereHepauuna FAMK-apruyeckmx HeMpoHOB, Npu 3TOM
CHMXaeTca coaepxaHne TopmosHoro meguatopa NIAMK B 6azanbHbIX
raHrnusax.

B o101 )Xe 0BnacTu rofiloBHOro Mo3ra CHMXaeTCcH 1 coaepxaHue
aekapbokcunasbl rmyTaMmMHOBOW KUCIOTbI — depMeHTa, CUHTE3UPYIOLLLETO
[[AMK 13 rmytaMmmHOBOMN KNCIOTHI.

BoinageHne TopMo3Hbix BnNnaHnn AMK-cuctemMbl «pacTopmMaxkuBaeTt»
oodamMmnHeprnyeckyo cuctemy. Takoe HapyLleHne B3anMoaencTema BederT K
NOBbILLEHWUIO coadepKaHna godhaMuHa — MmeauaTopa «OABUMXKEHUA» U
BO3HMKHOBEHUIO XObendeckoro rmnepkmHesa.



BonesHb XaHTUHITOHa Nopa)kaet crneumdguyeckme obnactu
Mo3ra.

Hawnbonee 3ameTHble paHHMUE N3MEHEHUS 3aTparnsatoT
obnacTtb 6a3arnbHbIX raHrMeB Ha3bliBaeMyo NoriocaTbiM
TEernom, KOTopoe COCTOUT N3 XBOCTATOro A4pa 1 CKOpsynbl.
Opyrve nospexagaemblie 0651aCTU BKITHOYAKOT YEPHYIO
cybcTaHumto, 3, 5 1 6 Crou KOpbl FONTOBHOrO MO3ra, rmnnokamn,
KNneTku lNypknHbe B Mo3Xeuyke, bokoBble TybepanbHble sapa
rmnoTtanamyca n 4yacTb Tanamyca.

BasarnbHble raHrmuMmM — YacTb rofIOBHOIMO MO3ra, Hanbonee 3aMeTHO NoBpeXxaatowmecsa Nnpu DONe3HU
XaHTUHITOHA — UrpatoT KITKOYEBYIO POSb B KOHTPOSE ABWMXeHUW U noBeaeHus. Nx dpyHkuma

MOJIHOCTbKO HE ACHA, HO COBpPEMEHHbIE TEOPUN NpeanonarakoT, YTO OHU ABJTAKOTCA YaCTbiO
KOrHUTUBHOM NCNOMNHUTENBHOW CUCTEMbI N ABUraTENbLHOIO KOHTYpa.

BasanbHble raHrnmm B HOpMe MHIMBUPYHOT DONbLUOE YMCITO KOHTYPOB (circuit), reHePUPYHOLLINX
cneuuduyeckne asmxkeHns. Onsa numymaunm crneumndmnyecknx ABMKEHUN Kopa nocblfiaeT curHansl
©asanbHbIM FaHIMUSaM ONst CHATUA MHIMBMPOBAHUS.

[MoBpexaeHne basanbHbIX FAHIINEB MOXET NPMBECTU K CHATUIO MHTIMBUPOBAHUS UNKU €ro
NOCTOSAHHbLIM HEKOHTPOSTMPYEMBIM N3MEHEHNAM, YTO CITYXXUT MPUYMHON 3aTpyOHEHUS Havana
OBWXXEHUST NN K X HENPOW3BONBLHOW MHMLMAUNK, UK OABMXKEHME MOXET ObITb NpepBaHO 40 Unu
nocne OOCTMXKEHUS Kenaemoro pesyrnbsrata. Hakannmearowmecsa noBpexneHus B aTom odnactu
NpUBOAAT K 6ECNOPSA0YHbIM ABMKEHNAM, XapakTEPHLIM Ans1 6oNne3Hn XaHTUHITOHa.









dopMbil:

- Knaccu4yeckasi xopeovgHas
- purngHas (BapuaHT BecTtdhans)

- AE€TCKad U KOHOLLECKa4d

KnnHnyeckme npoaBneHuns:

1) paHo MaHudecTupytoLme, ¢ npeobnagaHMemM akMHETUYECKU-TUNEPTOHNYECKOrO
CUHOPOMA;

2) opMbl C TUMUYHBIMU TMNEPKNHE3AMU, HO C MUHUMASbHO BbiPaXXEHHbLIMW
NCUXOTUYECKUMU N3MEHEHNAMN (6e3 pasBUTUA BbipaXKeHHON AeMeHUnn);

3) dopMbl € npeobnagaHNeM MCUXUYECKNX PpacCTPONCTB B hopMe AeMEHUNN NI
ncmxonaTU4ECKNX N3SMEHEHUI U C pyAUMEHTapHbIMU runepknHesamm (“"xopeonathbl”);

4) T. H. CTaUMOHapHbIE POPMbI, NPU KOTOPLIX 3aboreBaHne 3aTarmBaeTca Ha
OECATUNETNSA, He OOCTUrad KOHEYHOM CTaanu, Npu HannyMm passBepHyToOn
cuMnToMaTmKun (0osibHble YMUPAKOT B CTAPOCTM OT MHTEPKYPPEHTHLIX DOSIE3HEN).



Hawnbonee yacTtbln BO3pacT nosiBrieHns xopen — 35—495 neT, ogHaKo rnpu OeTCKOW
NN KOHOLLIECKOW pbopMax XOpenveckun rurnepknHes n HapyLueHns MblLLIEYHOro
TOHyCa MOryT pa3BUTbLCS B NEepPBOM UITN BTOPOM OECATUNETUN XKUSHN.

B otnnume ot gpyrux atpodomnyeckmnx npoueccos xopeqd [eHTUHITOHA He MMeET
eJMHOro cTepeoTuna pasBuTuA.

[cnxuyeckne HapyLeHUs (MMYHOCTHbIE N3MEHEHMS, pa3BUTUE OEMEHLNN,
NMCUXOTUYECKNE PACCTPONCTBA) MOryT BO3HUKATb B pa3Hble CPOKU Nocne NosiBrieHns
XopeaTUyecKux rmnepkMHe3oB, pa3BmMBaTbCA OAHOBPEMEHHO C HUMU UK (pexe)
npeauecTBoBaTb UM.

[ eHeanorn4yeckne nccneaoBaHusa nokasarsnu, YTo 3Tu pa3rnindingd B
nocneagoBarteribHoOM pa3BnNTnMnM CUMNTOMAaTUKA 3aboneBaHus CKOpee BCero
reHeTn4eCkmn He aeTepMnHNpPoOBaHbI, NOCKOJIbKY B OHNX N TEX XKE CEMbAX MOT'YT
BCTpe4aTbCAd pa3liindHble CTEPEOTUlbl Pa3BUTUA bonesHu.



OaHuMKM 13 nepBbixX ObIBalOT Bblpa3uTerbHbIE ABUXEHUS B BUOE rpumac C
HapyLleHMEM apTUKYISLUK, KOTOPbIE CONPOBOXAAOTCA HEOXNAAHHLIMU 3BYKaMU
(B3goxamm, MblMaHUEM U Op.).

[MporpeccnpoBaHne 1 reHepanu3aums ¢ 3aXBaToM BCE HOBbIX FPYMNMN MbiLLLL

- NosiBnatoTcs 6pockoBble, TONYKOOOpa3Hble pa3MallnUCTble ABMKEHUS
KOHEeYHOCTEeN, MHOor4a packadnearLwmecs ABUXKEHUA TynoBuLLa.

- BosHuMKkaloT HapyLleHns kKoopamHauum asmkeHun ("TaHuyowas« noxoaka), npu
xoabbe 60rbHbIE IPUMACHMYAIOT, XKECTUKYNUPYIOT, NpMUceaatoT, LUMPOKO
PacCTaBnAlT PYKN.

- Peub cTaHOBUTCA HEBHATHOW, 3aTPyAHEHHOW, CONPOBOXAAETCA UMULLHUMN
ONBUMXEHUSIMU.

- BosHukatoT npobrnemsl ¢ XeBaHMEM U FMOTaHUEM.

- N13-3a BbICTPOro ABMXXEHUS rNa3 NPOUCXoaAT HapyLLEHNS CHa.

[Mpn aToM y BonbHbIX HAabngaeTcsa nofHaa 6e3y4acTHOCTb K TMNepKnHe3am, OHU He
obpaluatloT Ha HUX BHUMaHWA, a MHoraa Aaxke oTpuuatoT ux Hanmdmne, NposBnsis
CBOEODpa3Hy aHO30MHO3UH.



YCNOBHO BblAeNAT 3 OCHOBHbIX TUMAa NMUYHOCTHBIX aHOMaNnn
Ha paHHeM aTane 6one3Hn [eHTUHIToHa:

1) BO3OyAuMbIEe, T.e. B3pbIBYaTbIE, 3NO0OHbIE, CTEHUYHBIE;

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

3) 3aMKHyTble, ayTUYHble, SMOLMOHASTBbHO X0sogHble (LM30ouaHble NcuxonaTtuydeckue
NIMYHOCTN).

[locTeneHHo NosiBNATCA NpobnemMbl C NaMATbIO, MOXET BO3HUKHYTb Aenpeccust (Yacrtas
npu4mMHa camoyOunncTB) U NaHMKa, 3MOLMOHAanNbHbIN AedULNT, ArOLEHTPU3M, arpeccus,
HaBs34YMBble naeun, NpobnemMbl ¢ y3HaBaHNEM APYIUX NOAEN, rTMNepceKkcyanbHOCTb U
ycureHune BpeaHbIX NPUBbIMEK, TAKUX Kak ankoronvuam unm nrpoMaHus.

Ha 6onee no3gHux atanax 60ne3Hu ctuparTcs IMYHOCTHbIE OCODEHHOCTU BONBLHBIX K
pa3BMBAETCS BblpaXEHHOE 3MOLMOHANbHOE NpUTYyNneHne ¢ npeobnagaHnem
brnarogyLwHoO - 3NOOPMNYECKOro HAaCTPOEHMUA.

[TcuxoTuyeckne paccTpoucTsa, nNo gaHHbiM 3.A.lWUTepHbepra (1967), Habnoganuck B
60 % cny4aeB xopeun [ eHTUHITOHA.



HdemMeHyus - cnHOpoOM XPOHMYECKOrO UM NPorpeccupytoLlero 3aabonesaHns Mo3ra,
NpU KOTOPOM HapyLLAKTCS BbiCLLUME KOPKOBbIE OYHKLWK, BKIOYAs NaMsTb, MbILLSIEHUE,
OPUEHTUPOBKY, NMOHUMaHME, CYET, CNOCOOHOCTb K 0DYy4YEeHUIO, A3bIK U CyXXOeHud, 0e3
HapyLeHnst CoO3HaHUs1 6OMNbBHOrO.

] OTHocuTenbHas 4obpokayecTBEHHOCTb (CpaBHUTENBHO MeaSlIeHHoe
nporpeccupoBaHne, BO3MOXHOCTb MPMOCTAHOBIEHMSI MPOrPECCUPOBAHUSA JeMeHLUUN
Ha ONUTENbHbIA TEPMUH).

1 BelpaXkeHHasi guccoumnaumen Mexay Oonro CoxpaHsoLwencss CnocobHOCTbIO
obcnyxmBatb cebsi B JoMallHen 00CTaHOBKE U ABHOW UHTESNEKTYyarlbHON
HEeCOCTOATENbHOCTLIO B CUTYyaLMaAX, TPeBYoLWNX NPOAYKTUBHOW YMCTBEHHOW padoThI.

1 BbIpaXkeHHas HepaBHOMEPHOCTb YMCTBEHHOW paboTocrnocobHocTH (rpybbie
HapyLLUEeHNS BHUMAHUSA U HEMOCTOSIHCTBO YCTAHOBOK DOSIbHbIX, B pe3dyrisTaTe Yero OHu
Nerko TepsItoT HarnpasreHne N Lenn MblCIMTENbLHOW AEATENBHOCTU; MblLUIEHNE
OOnbHbLIX NPOU3BOAUT BrevaTneHue "ckadykoobpasHoro" B CBsI3M C NOCTOSIHHbIMU
N3MEHEHUSMN HanpaBrieHns).

1 OTCcyTCTBME SIBHBIX HApPYLUEHU BbICLLUNX KOPKOBbLIX OYHKLUUN, T.€. adpaTUYECKuX,
anpakTn4eCcKnx, arHOCTUYECKMUX PacCTPOUCTB.



B nepBble roabl 3ab6oneBaHnss OTHOCUTENbHO YacTo BCTpeYatoTcs u 6peaoBble
paccTponcTBa, B TOM Yucre cnabo cuctemMaTnsanpoBaHHble U Marno pa3paboTaHHbIe
napaHonsinbHble OpenoBble NOen PEBHOCTU, NPeCneaoBaHNs UM oTpaBneHus.

Ha 6onee no3gHux atanax 3aboneBaHnsa BO3HUKAKOT MHOrOA 3KCrNaHCUBHbIE BpedoBbIe
paccTponcTBa, HanpMMep napanu4yenonooOHbIN Henenbln bpen BenMuns, MoryLLecTea,
apoTuyecknn bpeno, AgpuraternbHas U pedeBasi PaCTOPMOXEHHOCTb. Takne ncuxosbl
0ObI4YHO HENPOAOSTKUTESbHBI.

B oTaoenbHbIX cnyyasx BO3MOXHbI Nepexoabl 0aHMX bpeaoBbiX pacCcTPOWCTB B ApYrue, B
4yacTHOCTM Opena peBHOCTU B Bpen Bennyms.

OTHOCUTENBHO PEeaKO BCTPEYAKTCA rantoUnHaTOPHbIe anNn3oabl (PyAUMEHTaPHbIE
BepbOanbHble ranmoLUnHO3bI), ranoUnHaTOPHO-NapaHouaHble U napadpeHHbIe
COCTOSIHUS.

MenneHHoe pas3BuUTUE NCUXMUYECKUX PacCTPONCTB npu [. X. YacTo BedEeT K No3gHEeMY
NoMeLLEHUIO BOSbHbBIX B NCUXMATPUYECKME CTaLMOHapPHI.



dusnkanbHoe obcnenoBaHme, MHOrAA B COMETAHMUM C NCUXONOMMYECKUM
obcnenoBaHueM, NO3BOMSET onpeaennTb 0bnacTb pacnpocTpaHeHust 6onesHu.

MeguuuHckas Busyanusauus (KomnoroTepHada Tomorpadgpus (KT), MarHUTHO-
pe3oHaHcHas Tomorpadgpma (MPT)) nokasbiBaeT TONIbKO BUOAUMYIO aTpOodomio MO3ra Ha
nporpeccupyoLlien ctagum sabonesaHus.



A. Ha dppoHTansHom cpese (MPT, T1-
B3BELLEHHOE N306pakeHne) BUOHO
paclmpeHmne BOKOBbIX XKeNyoo4KoB
(OTMeYeHOo CcTpernkammn) Bcneacreme
TUNU4YHOM Ans 6one3Hn N'eHTUHIToHa
aTpodomnun xBoctaToro sapa.

b. Ha ropusoHTansHom cpese (MPT, T2-
B3BELLEHHOE N306pakeHne) BUOHO
yBennyeHne MHTEHCMBHOCTU cuUrHarna ot
CKopnynbl (OTMEYEeHO CTperikamu).
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[eHeTn4yeckmne Mmetoabl

[na npoBeaeHUs reHeTUYECKon amarHocTukn 6bonesHn XaHTUHITtoHa Heobxoanm 3abop
KpOBWM C nocneayrowmm onpeaeneHnem konmdectsa nostopos LAl B kaxxgom HTT
annene.

[MonoXuTenbHbIN pe3ynbTaT He NOATBEPXKAAET ANarHo3, NOCKOSIbKY MOXET ObITb
NOSTly4eH 3a HECKOMbKO NeT A0 NOSBMIEHUSI NEPBbIX CUMATOMOB.

OpgHako, oTpuuaTenbHbIW pesdynsTaTt 0AHO3HAYHO CBUMAETENBLCTBYET 06 OTCYTCTBUMU
BEPOSATHOCTM pPa3BuUTUS 6oNe3HNn XaHTUHITOHaA.

MeTtog - INnLP-getekuuns
OMOPUOHDI

OMOPUOHbBI, NOMNYYEHHbIE B pe3yrnbTaTe 3KCTpakopnopanbHOro onnoaoTBOPEHUS, MOrYT
ObITb NOABEPXKEHBI FEHETUYECKON ANArHOCTUKE BOe3HN XaHTUHITOHA C MPUMEHEHUEM
npenMnnaHTaLuMoOHHOW reHeTUYeCcCKon anarHocTukn. [pu aTom metoge 3abupaeTcs ogHa
KrneTka n3 4—8-krneTo4yHoro amopuoHa 1 3atemM NpoBepsIeTCA Ha FTeHETUYECKYIO
NaTosIorio.

[Mony4eHHas tHOpMaLUUS MOXET BNOCEACTBMN DbITb UCMONb30oBaHa Npu Bolbope
300pOBOro aM6puoHa Anst UMnaHTauum.

Kpome Toro, BO3MOXXHa npeHaTanbHaga anarHoctuka anst aMopuoHa nnv nnoga B yrpobe
MaTepu



JleyeHune

bonesHb [eHTUHITOHa odmumanbHO HEN3nevYnma, Ho CyLLECTBYET fie4eHne, cnoCobHoe
obnerYnTb HEKOTOPbLIE CUMMNTOMBbI.

TeTpabeHasnH ObIn paspaboTaH cneunarnbHO Ans YMEHbLUEHUS TSXECTU CUMIMTOMOB
©ornes3Hu N'eHTnHrToHa, obin ytBepxaeH B 2008 rogy B CLLA.

Henponentunkn n 6eH3oamasennHbl NOMOratoT YMEHbLLUTL NPOSIBNEHNSA XOPEN.
AMaHTaauH 1 pemalemMn HaxoasaTCcsa B CTaAnn UCCIeaoBaHUS, HO NokKasanu
NONOXUTENbHbIE pe3ynbTaThl.

,D,J'IFI obneryeHnsa rmMnoKNHE3Nn U pUrngHoOCTn MbiLLL HAa3HA4YarOT
NPOTUBOMNAPKNHCOHUYECKNE J1EKAPCTBA, AJIA obner4yeHnMss MMOKITOHNYECKOW
T’MNepKNHE3INn - BalibnpoeByrO KNCJIOTY.

[ns ycTpaHeHus aenpeccumn NpMMeHsoT CENEKTUBHbIE MHIMOUTOPLI 0OpaTHOro 3axeara
CEPOTOHMHA N MMpTa3anuH, a Npu NCMxo3ax U HapyLIEHNAX NOBEAEHUsS] Ha3Ha4aloT
aTUMN4YHbIE aHTUNCUXOTUKM.



[TpoOHbIE METOAbLI NIEYEHUS

M;]roo6eu_\arou_|,vuv| B 9TOM MraHe sBMsIeTCs METO/, HanpaBneHHbIN Ha Nepecanky
CTBOJIOBbIX KNETOK PeuunmMeHTam ¢ 3TumM 3aboneBaHneM B NOpaXKeHHbIe y4acTku Mo3ra.

B ooknMHMYecKkoOM nccrnenoBaHun, NpoBeaeHHOM rpynnon y4yeHblX n3 TarBaH4 BO [J1aBe C
OOKTOPOM MeanUMHCKNX Hayk KOaHb-Ta JInHsa ns MHcTuTyTa BMoxXmmMmmm n MonekynsipHou
Bronorum NnpoBoANNOCH N3y4YEHME BNUSHUS TPpaHCNIaHTaTa CTBOMOBLIX KIETOK Ha
HenpoaereHepaTMBHbLIE MPOLIECCHI, OTMeYatloLLMecs npu ykasaHHOM 3aborieBaHuN.

[1lna goCTMXeHUsa NnocTaBneHHOW Lenn nccnengosarenuy npoBenu TpaHcnaHTauuio
Me3eHXUMarbHbIX CTBOSTIOBbIX KNETOK KOCTHOMO3roBoro npoucxoxgeHusa (MCK-KTT)
nabopaTopHbIM MbiLLIAM CO CMOAENNPOBAHHOW B0OME3HbIO EHTUHITOHA.

OpHomn n3 rnasHbIX ocobeHHocTen MCK-KI1 aBnsaeTcs cnocobHOCTb
anpdepeHUnmMpoBaTbCA B NpakTUYeCKn nobon BUO, HEPBHbLIX KNETOK B LIEHTPansHOW
HEepPBHOW CUCTEME U MUTPUPOBATbL B NOBPEXAEHHbIe 30HbI MOo3ra. IXx ncnonb3osaHune
NO3BONSIET 0OXOANTb MHOMME NPaKTUYECKNE U STUYECKUE NPOBNEMbI, CBSI3aHHbIE C
NpPUMEHEHNEM YENOBEYECKON SMOPUOHANLHOM TKaHN.

PesynbTatbl uccrnenoBaHns nokasanu, YTo TpaHCnnaHTUPOBaHHbIE KINETKM CMOIN
BbDKUTL, AN PEepeHLMNPOBATLCA U UHTENPUPOBATLCA B CTPUATYM, YMEHbLUAA, TAKUM
oOpa3oMm, 30HY NOBPEXOEHUSA U CNOCODCTBYS CHUXEHUIO MOTOPHOW ANCYHKLNN Y
nadopaTtopHbIX MbILLEN.
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B nocnenHue net 15-20 GbIN0 NpoBeaeHO HEMAIO UCCNeA0BaHUI NEeKapcTB.,
TeopEeTUYECKM CMOCOOHbIX Ha Kakoe-TO BpeMsi OCTaHOBUTb NPOrpeccMpoBaHmne OOMe3HN.

OpHako Tenepb yYeHble NogoLN K CO34aHMI0 HOBOIO MOKONEHWUS NlekapCTB, caefMaHHbIX
Ha OCHOBE 3H3MMOB, CBA3aHHbIX C XOpeen XaHTUHITOHa.

Peub nget o Tak HasblBaeMbIX MaTPUKCHbIX MeTannonporenmHasax (MMP), KOTOpbIe
nUrparoT posib B paspyLwieHun benka, onpegensaroLwero npon3BoacTea TOKCUYECKNX
doparMeHTOB, BHOCSILLIMX CBOW BKNaa B pa3sutme bonesHn. Ob aTom 3asiBuUnu
nccnenosarenu us MIHctntyta baka B KanudopHun. B xoaoe npeabiayumx nccriegoBaHumn
yaanocb BbIACHUTL, YTo MMP pearnpytoT Ha HoOBeNLKMe fiekapcTBa OT paka, KoTopble
TONbKO NPOXOOAT CTaanto paspaboTku.

"MbI HALLTM MULLEHD, YXX€ U3BECTHY0 NPOTUBOOMYXOSIEBbLIM JleKapCcTBaMm, - 3asiBua
aoktop Jlnza dnnepbu. - CylecTByeT BEPOATHOCTb TOro, YTO 3TO OydeT UMeTb 3Ha4YeHne
N npu nedeHnm xopen XaHtuHrroHa. MMP Takke 3a0encTByHOTCA NPU MHCYIbTax,
BOCNanuUTesbHbIX 3aboneBaHnsaX U MHOTMX HEBPONOrnyecknx npoueccax. Mol oXkugaem,
YTO K HalnM paspaboTkam byaeTt nposieneH 60nbLWLON HayYHbIM MHTEPEC, MOTOMY YTO 3TO
OYeHb NepCrneKkTUBHbIN N BaXXHbIN Kiacc npoTeas (bepMeHTOB, pacLlennaoLmx enku) ".



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

Ma4oBCKM CO CBOeMN nccrenoBaTenbCKON rpynnon NPeanpuHAI MHTEPECHbIN akcnepnMeHT. OH
NPOU3BES NepecaaKy KOCTHOro Mo3ra OT 340poBbIX Mbiwen 6e3 myTaunmn bl mbiwam ¢ BT

Pe3ynbratbl NOAYYMNUCH KpanHe MHTepecHbIMU. Y Mblwen ¢ Bl koTopbiM 6binia nponsseaeHa
nepecagka KOCTHOroO Mo3ra OT 300POBbIX MbILLIEN, UMESIO MeCTo HebosbLIOoE, HO 3HAYNMOE
YMEHbLLUEHME BbIPa)XEHHOCTU ABUraTernbHbIX pacCTPONCTB, HabnogaoLWwmxca 00bI4YHO Y MbILLEN MPK
BrI.

[lokasaTtenbLCcTBO TOro, YTO nepecagka 34opoBOro KOCTHOro Moara mMolwam ¢ bl HenocpeacTBEHHO
BINUSIET HA rOSIOBHOM MO3I XXMBOTHbIX, ObINO NOMYy4YeHO Npu N3y4eHUn cUHancoB, TPUNMOHOB
CBSA3EN, KOTOpble 06pasyoTca Mexay MunnMapgaMmn HEMPOHOB B rofiloBHOM Mo3re. Korga Knetku
FONOBHOMO MO3ra noBpeXxaeHbl Unn NormdatoT, OHM TEPSIIOT CBOW CUHANMCLI, YTO NPUBOAUT K
HapyLUeHWUIO nepenaym nHgopmaumm Mmexay pasnuyHbiMm oTaenamm moara.

I"Iepecap,l(a KOCTHOIo mMo3ara npnBoguT K yBeJIMMEHNIO YNCI1a CUHArcoB B NOJTIOBHOM MO3re, TemM
CaMbIM COCTOAHNE I/IMMyHHOIZ CnCTeMbl HernocpeacTtBeHHO BIMAET Ha OopraHn3auunto paGOTbI
roy1I0OBHOIro Moag3ra.

Kak YKa3bIlBalOT aBTOpPbI, NMNepecagka 30poBOIro KOCTHONro Moara He BEOET K MNOJIHOMY perpeccy
CUMNTOMOB, OHAKO, BIUSIET HA Te4YeHne 3aboneBaHus.



[1porHos

C MOMEHTa NMoSABIIEHNSA MEPBbLIX CUMNTOMOB MPOAOIKNTENBHOCTb XXN3HN COCTaBMSAET
okono 15-20 ner.

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

Takke yacTon NPMYNHOU CMEPTU ABNAETCA cynuna,.
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