HALMOHA/IbHbIU MEAUUMHCKUU YHUBEPC
um. A. A. BOTOMOJIbLIA

lTpe3zeHmayusi Ha memy:

BbOJIE3Hb TEHTUHI TOH

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,
KOTOpPbI BNEPBbLIE Oonnucan ee CUMNTOMbI, O0Ee3HbIO
[€HTUHITOHA.

MandopaoB MOoaou YenoBek 3Han 4aBHO, Tak Kak eLle
ManbL4YMKOM BMECTe C OTLIOM M OedoM — MNPaKTUKYHWNMU
Bpa4YamMu — nocewian ux.

YKunm oHn no coceacTsy ¢ HUM, B Hblo-Mopke Ha JToHr-

AunneHpe.

George Huntington, 1850-1916,
first described HD in 1872

Yxxe 0yayymn CTyOeHTOM MeAULMHCKOrO MHCTUTYTa OH 3aMeTUI, YTO BCE YSIEHBI
ceMbM (Kak MY>XYMHbI, TaK N XXEHLWNHbI) ObInn, B 0OLLEM-TO, 340POBbLIMU NOALM
3pernoro Bo3pacTta. B nepuog xe mexay 30 n 50 rogamm y HUX Ha4yMHanacb
nporpeccupyoLlas n Heobpatumas naTtonorns HEPBHOW CUCTEMbI - criaboymue
A0 NMOJSIHOM NOTepyn HaBbIKOB CaMOOOCNYyXMBaHUA U NOBbILWEHHas
AUCKOOpAMHNPOBaHHAaA ABUratesibHas akTUBHOCTb - CyOPOXXHble COoKpaLle
MbILLL, NMua, KOHeYHoCcTeN. [Moxogka HanoMuHana TakoByto MPY CUNIbHOM OMNbSH
pesKkue HeyrnpaensemMmble ABMXEHUS PYK N HOT NauneHToB (T.H. Xopendeckune
rMMNEepPKUHE3bI) NONYy4Ynnn B MeanunHe Ha3BaHue «nnsackm Ceartoro Butray.



rFarents ofspring
Tak cny4dunocs, 4to B 80-e rogbl xoped [eHTUHITOHa nonasa B

N\ .
rnorie 3peHns MoneKynaApHbIX reHeTUKoB. Hemanyto ponb B . () e— . \1h,
9TOM CbIrpano To, YTO B pacrnopsi)eHne nccnegoBartesrien (hn)

o NG __/"
nonanun obpasubl JHK yneHoB o4eHb DonbLLINX cEMEN, B @ - individual with disease
KOTOpbIX Xopesi [eHTUHITOHa NepeaaBanach Ha MPOTSXKEHUN () - individual without disease
MHOIMMX MOKOJSIEHUM. H = Huntington's allele

h = normal allele
Hanpumep, B ogHon cembe 13 AinoBbl 22 13 41 4yneHoB cTpaganu 3Ton 60nesHbIo.

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 60onbLIOE KONMYECTBO BMONOrM4yeckoro matepmana 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,
XapakTepuayoLleecs nocTeneHHbIM Ha4yarnom obbl4HO B Bo3dpacTte 35-50 net
coYeTaHneM NPOrpeccupyroero Xopenyeckoro runepknHesa n nCUxXmIecknx
PacCTPOUCTB.

Hacneayetca no ayToCOMHO-AOMUHAHTHOMY 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" - nnsacka) - dopma
rMNepKuHesa, xapakrepusyeTca HENPON3BOSIbHbIMU, BbICTPbIMN,
HeperynupyemMbiMn OABMXKEHUAMN, BO3HUKAIOLLMMWN B Pa3fNYHbIX MblLLEYHbIX
rpynnax.

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




[€H reHTUHITUH (HTT), NPUCYTCTBYIOLWMIA Y BCEX NtOAEN, KOOANPYET 6ESOK reHTUH
[eH HTT pacnono)XeH Ha KOPOTKOM rneye 4-u XpoMoCcoMbl (4p16.3).

OTOT reH COCTOUT K3 NocneaoBaTenlbHOCTU TPEX a30TUCTbIX OCHOBAHUN — LINT
adEeHUH-TYaHWH, KoTopble NOBTOPATCH MHOXeCTBO pas (T.e. ... LAILATLAT .

N3BECTHbI KaK TPUHYKITEOTUOHbIE MOBTOPbI.
Tpunnet LAl kognpyeT aMMHOKUCNOTY ryTaMuH, MO3TOMY CUHTE3NPYEMbIN Be
FEHTUHITUH COCTOUT M3 LEMNOYKU rMyTaMUHOBbBIX aMUHOKUCIIOT, Ha3blBAEMbIX

I'IOJ'II/IFJ'IyTaMI/IHOBbII7I TPaKT.

Protein

CAGCAGCAG... el A

Triplet Repeat

CAGCAGCAGCAGCAGCAGCAGCAGCAG... R e

Protein




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

Ecnu ux ctaHoButca 6orblue 36, TO CUHTE3NPYETCH YONHEHHbIN
NOSINIITYyTaMUHOBLIN TPAKT U MPoucxoanT obpasoBaHne MyTaHTHOro 6erka
FEHTUHITMHA, KOTOPbIN UMEET PaCLLUMPEHHbIN Y4aCTOK 3a CHET rnyTaMuHa, OH
N CBA3bIBAeTCA caM ¢ cob0ou 1 NOAOOHLIMKM y4acTKamMu B Apyrnx Mmornekynax be
FEHTUHITMHA, co3aBasi KOMKM Decrnosfie3Horo npoTenHa, KOTopble MOryT
3Ha4YNTENbHO NOBPEXAAaTb HEPBHbLIE KNETKU U NPUBOOAT K DOSe3HMN.

Kak npasuno, ot yncna LAl noBTOpOB 3aBUCUT CTENEHb NOBPEXOEHNN, Hanny
OKOJ10 60% MNOBTOPOB CBEPX HOPMbI BbI3bIBAET MNOSBIIEHNE CUMIMTOMOB B pasnu
BO3pacTe.

36-40 NOBTOPOB NPUBOAAT K peayLmpoBaHHOM NEeHETPAHTHOCTU OOPMbI 3TOrO
3aboneBaHusl, KOTOpas HAMHOIO NO3Xe NPOABNSETCS U MeafeHHee Nporpeccu
B HekoTOpbIX cny4asax Hadano 60ne3Hn MOXeT ObITb HACTOSBKO MO34HUM, YTO
CUMNTOMbI HUKOrga He ObHapyXnBaroTCS.

[Tpn o4eHb DOSbLLIOM KONMYECTBE NOBTOPOB, 6051€3HL [€HTUHITOHA MMEET MNOoJT
NEeHETPaHTHOCTb U MOXET NMPosBUTLCA 40 20 NeT (NpUbnmnanTenbHo 7% crny4vae
©onesHn FeHTUHITOHA).

MyTaHTHbIN reH Ob11 NpeanonoxmtensHo 3aBe3éH B CLLA B 1630 rogy ABYMS
OpaTbsiMn, AMUTPUPOBaBLLUNMU U3 Jccekca B BOCTOH.




13 2ML 3 2rCA T pliDesCUpytoLas atTpodus KINeTok Kopbl FOTIOBHOMO MO3
NOOKOPKOBbLIX CTPYKTYP.

Macca basanbHbIX raHrnMeB yMeHbLaeTcs Ha 50%, Macca BCero Mosra
npuMepHoO Ha 15—20%. [poncxoauTt pacnag HEPBHbIX KIMETOK U pa3pacT
9NIEMEHTOB Mun.

NHorga obHapyXmnBatoT USMEHEHUA B KIETKaxX nepegHnx poros CANHHOr
MoO3ra.

[Tponcxogdat HEMPOXMMUYECKUE HApPYLLEHUNS B TONOBHOM MO3re, U npexa
BCEro N3MEHSATCA NpoLecchl B3anMMOO4ENCTBUSA OBYX HEMpoOMeamMaTopoB
ramma-ammHomacnsHou kmcnotel (FTAMK) n gpoamuHa.

[TepBuYHO Npoucxoamnt aereHepaunsa FAMK-apruyeckmx HeMpPOHOB, Npu
CHMXaeTca coaepxaHne TopmosHoro meguatopa NIAMK B 6azanbHbIX
raHrMmax.

B o101 e obrnacTtu ronoBHOro Mo3ra CHMXXaeTcsa 1 coaepkaHme
aekapbokcunasbl rnyTaMmMHOBOW KUCNOTLI — OEPMEHTA, CUHTE3UPYIOLLIE
[[AMK 13 rmytaMmmHOBOMN KNCIOTHI.

BoinageHne TopMo3Hbix BnNnaHnn AMK-cuctemMbl «pacTopmMaxkuBaeTt»
oodpamnHeprnyeckyro cuctemy. Takoe HapyLleHne B3anMoaenNCcTBumS Be
NOBbILLEHWUIO coadepKaHna godhaMuHa — MmeauaTopa «OABUMXKEHUA» U
BO3HMKHOBEHUIO XOben4yeckoro rmnepkmnHesa.




bonesHb XaHTUHITOHA nopakaet crneundunyeckme obnacTtum
Mo3ra.

Hanbonee 3aMeTHbIE paHHUE N3MEHEHNS 3aTparneatoT
obnacTtb 6a3arnbHbIX raHrMeB Ha3bliBaeMyo NoriocaTbiM
Tenom, KOTOpPoe COCTOUT U3 XBOCTATOro Aapa U CKopnynbl.
Opyrve nospexagaemblie 0651aCTU BKITHOYAKOT YEPHYIO
cybcTaHumto, 3, 5 1 6 Crou KOpbl FONTOBHOrO MO3ra, rmnnokamn,
KNneTku lNypknHbe B Mo3Xeuyke, bokoBble TybepanbHble sapa
rmnoTanamyca v 4acTb Tanamyca.

BasanbHble raHrmmmn — YacTb rofiloBHOrO Mo3ra, Hanbornee 3amMeTHO NOBpEXaatoLLNECH np
XaHTUHITOHA — UrpatoT KITKOYEBYIO POSb B KOHTPOSE ABWMXeHUN U noBeaeHus. x pyHkuma

NOJTHOCTbIO HE ACHA, HO COBPEMEHHbIE TEOPUN rnpeanonararT, YHTO OHN ABNAKTCA YaCTbiO
KOrHUTUBHOM NCNOMNHUTENBHOW CUCTEMbI N ABUraTENbLHOIO KOHTYpa.

basanbHble raHrmuu B HOpMe MHIMBUPYHOT BOSbLLOE YMCIO KOHTYPOB (circuit), reHepupytoL
cneuuduyeckne asmxeHns. Insa nimymaunm crneumndmnyecknx aBMXeHUn Kopa nocbliaeT ¢
©asanbHbIM FaHIMUSaM ONst CHATUA NHTIMBMPOBAHUS.

[MoBpexaeHne basanbHbIX FAHIINEB MOXET NPMBECTU K CHATUIO MHTIMBUPOBAHUS UNU €ro
NOCTOSAHHbIM HEKOHTPOMNPYEMbIM U3MEHEHUAM, YTO CIYXKUT NPUYNHON 3aTpPyaHEHNA Hava
OBWXXEHUSI UMK K X HENPOW3BOMNbHOW MHMLUMALNK, U OBMKEHUE MOXKET ObITb NPepBaHO A
nocrie OOCTUXKEHUS XXenaemoro pesyrnerata. Hakannueatowmecs NoBpexaeHusi B 3Tom obn
NpMBOAAT K becnopsioyHbIM ABUXEHNAM, XapakTePHbIM A5st 0051e3HU XaHTUHITOHA.









dopMbil:

- Knaccuyeckasi xopeougHas
- purngHas (BapuaHT BecTtdhans)

- AE€TCKad U KOHOLLECKa4d

KnnHnyeckme npoaBneHuns:

1) paHO MaHudecTupyoLme, ¢ npeobnagaHnemM akMHETUYECKU-TUMEPTOHNYE
CUHOPOMA;

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

3) dopMbI C nNpeobnagaHneM NMCUXUYECKNX PacCcTpPonCTB B OpMe AEMEHLNN
ncmxonaTU4ECKNX N3SMEHEHNN U C pyOUMEHTapPHbIMU rmnepknHesamun ("xopeo

4) T. H. CTaUMOHapHbIE POPMbI, NPU KOTOPLIX 3aboreBaHne 3aTarmBaeTca Ha
OECATUNETNSA, He OOCTUrad KOHEYHOM CTaanu, Npu HannyMm passBepHyToOn
cumMnToMaTuKku (6osibHble YyMUPaKT B CTAPOCTM OT MHTEPKYPPEHTHLIX DONe3H




Hawnbornee yacTtbln BO3pacT nosiBrieHUs xopen — 35—45 neT, ogHako npu get
NN KOHOLLIECKOW pbopMax XOpenveckun runepknHes n HapyLueHns MblLLIEYHOro
TOHyCa MOryT pa3BUTbLCS B NEepPBOM UITN BTOPOM OECATUNETUN XKUSHN.

B otnnume ot gpyrux atpodunyeckmnx npoueccos xoped [eHTUHITOHA He nmee
eJMHOro cTepeoTuna pasBuTuA.

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

[ eHeanorn4yeckne nccneaoBaHusa nokasarsnu, YTo 3Tu pa3rnindingd B
nocneagoBarteribHoOM pa3BnNTnMnM CUMNTOMAaTUKA 3aboneBaHus CKOpee BCero
reHeTn4eCkmn He geTepMnHnNpoBaHbl, NOCKOJIbKY B OAHNX N TEX XKE CEMbAX MOl
BCTpeyaTbCAd pa3iinyHble CTEPEOTUINbI Pa3BUTNA bonesHu.



OgHuMM 13 NepBbIX ObIBAKOT Bblpa3nTesibHble ABUXEHNSA B BUAE rpymMac C
HapyLleHMEM apTUKYISLNK, KOTOPbIE CONPOBOXAAKTCA HEOXNOAHHLIMU 3BYK
(B3goxamu, Mbl4aHMEM 1 Op.).

[MporpeccnpoBaHne 1 reHepanu3aums ¢ 3aXBaToM BCE HOBbIX FPYMNMN MbiLLLL

- MosiBnAtOTCA GpOCKOBLIE, TONYKOOOPAa3Hble pasMallUCTble OBUXKEHUS
KOHEYHOCTEN, MHOrAA packaymBaloLLMECs ABMKEHUS TYNOBULLA.

- Bo3HMKaloT HapyLLUeHUs KoopanHaUumn aBmxeHun ("TaHuyowas« noxoaka), n
xoabbe B6onbHbIE rPUMACHMYALOT, XXECTUKYNUPYIOT, MpUceaatoT, LUMPOKO
paccTaBnsAlT PYKW.

- Peub cTaHOBUTCHA HEBHATHOW, 3aTPYAHEHHOWN, CONPOBOXAAETCA NUNULLHUMU
OBWKEHUSAMM.

- BosHukatloT npobnemsbl ¢ XeBaHMEM U FNOTaHUEM.

- N3-3a ObICTpOro ABMXXEHUS rna3 NPOUCXOAAT HapPYLUEeHUs CHa.

[Mpn aToM y BonbHbIX HAbNgaeTcs nosiHaa 6e3y4acTHOCTb K TMNepKUHes3am,
obpallaloT Ha HUX BHAMaHWA, a MHorda Aaxke oTpuuatoT ux Hanmdmne, Nposien
CBOEODpa3Hy aHO30MHO3UH.




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

1) BO36yauMble, T.e. B3pbIiBYaTbIE, 3NOOHbIE, CTEHNYHbIE;

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

3) 3aMKHyTble, ayTUYHbIe, SMOLMOHASIbHO X0sogHble (LWnM3ouaHblie ncuxonar
NIMYHOCTN).

[TocTeneHHO NosBAAKTCSA NPOobnemMbl C NaMATbIO, MOXKET BO3HUKHYTbL AENpPeccu
NpUYMHa camoyobuInCTB) N NaHUKa, dIMOUMOHArbHbIN AeUUNT, AaroLeHTPU3Mm, ar
HaBsI34MBblEe UAeN, NPobrnemMbl C y3HaBaHUEM OPYruX Iogen, rmnepcekcyanbHO
ycuneHue BpeaHbIX NPMBLIYEK, TAKUX KaK ankorosindm nim nrpoOMaHums.

Ha 6onee no3gHux atanax 60ne3Hn ctuparoTcs NIMYHOCTHbIE 0COBEHHOCTU Bon
pa3BMBaETCA BblpaXXeHHOE AMOLMOHAarIbHOE NPUTYNIEHME C NnpeobnagaHnem
brnarogyLwHoO - 3NOOPMNYECKOro HAaCTPOEHMUA.

[TcnxoTmndeckne paccTpomncTea, no gaHHeiM 3.4.LLUTepHbepra (1967), Habntogan
60 % cny4aeB xopeun [ eHTUHITOHA.




HdemMeHyus - cnHOpPOM XPOHMYECKOTO UM NPOrpeccupyoLLero 3abonesaHns M
NPV KOTOPOM HapYLLAKTCH BbICLLME KOPKOBbIE (PYHKLMK, BKNOYAs NaMsATb, Mbl
OPUEHTUPOBKY, MOHUMAaHME, CYET, CMOCOBHOCTb K 0DYYEHNIO, A3bIK U CYXXOEHUs,
HapyLLUEHNSA CO3HaHUS BONbHOrO.

1 OTHOCcuTenbHas [ObpOKaYeCTBEHHOCTb (CpaBHUTENBLHO MeaieHHoe
nporpeccupoBaHne, BO3MOXHOCTb NPUOCTAaHOBNEHNS NPOrpPeCcCCUpoBaHNS AeMe
Ha ONUTENbHLIM TEPMUH).

1 BelpaXkeHHasi guccoumnaumen Mexay Oonro CoxpaHsoLwencss CnocobHOCTbIO
obcnyxuBatb cebs B AoMalLHEN OOCTAaHOBKE U ABHOW UHTENNEKTYyanbHON
HEeCOCTOATESIbHOCTbIO B CUTYaUUAX, TPEDYOLWNX NPOAYKTUBHOW YMCTBEHHOM pa

1 BbIpaXkeHHas HepaBHOMEPHOCTb YMCTBEHHOW paboTocrnocobHocTH (rpybbie
HapyLeHNs BHUMaHNSA 1 HEMOCTOSAHCTBO YCTAHOBOK OOJSIbHbLIX, B pe3yrnbraTe ver
Nerko TepsalT HanpasieHne 1 Lenu MbICNUTENbLHOW OeATENbHOCTN; MblLUNeHNe
OO0sbHbIX NPOU3BOANT BnevaTtneHue "ckadykoobpasHoro" B CBSA3WN C MOCTOSIHHbIM
N3MEHEHUAMN HanpaBneHns).

1 OTCcyTCTBME SABHbIX HAPYLLUEHU BbICLLUMX KOPKOBbLIX (PYHKLMN, T.€. ahaTU4ECKNX
arnpakTU4ecKnx, arHOCTUYECKMX PacCTPOMCTB.




B nepBble roabl 3ab6oneBaHnss OTHOCUTENbHO YacTo BCTpeYatoTcs u 6peaoBble
paccTponcTBa, B TOM Yncne cnabo cuctemaTnsnpoBaHHble U Marno paspaboTaH
napaHonsinbHble OpeaoBble NOen PEBHOCTU, MPECNEAoBaHNSA UM OTPaBMEHUS.

Ha 6onee no3gHux atanax 3aboneBaHnsa BO3HUKAOT MHOIOA 3KCNaHCUBHLIE Bpe
paccTponCcTBa, HanpMMep napanu4yenonooOHbIN Henenbln bpen BenMuns, Mory
apoTundeckun bpeno, aAsuratenbHas n pedeBas pacTOPMOXEHHOCTb. Takme ncux
OObIYHO HENPOOOMKUTENBHBI.

B oTaoenbHbIX cnyyasx BO3MOXHbI Nepexoabl oaHMUX 6peaoBbix pacCTPONCTB B A
4yacTHOCTM Opena peBHOCTU B Bpen Bennyms.

OTHOCUTENBHO PEeaKO BCTPEYaTCA ranoUnHaTOpHbIe ann3oab! (pyauMeHTapH
BepbOanbHble ranmoLUnHO3bI), ranoUnHaTOPHO-NapaHouaHble U napadpeHHbIe
COCTOSIHUS.

MearneHHoe pa3BuUTUE NCUXUYECKNX PACCTPOUCTB npu [. X. YacTo BEAET K NO34H
NoMeLLEHUIO BOSbHbBIX B NCUXMATPUYECKME CTaLMOHapPHI.




dusnkanbHoe obcnenoBaHne, MHOMAA B COMETAHMM C NCUXONOMMYECKUM
obcnegoBaHMeM, NO3BONSET onpeaenuTb obnacTb pacnpocTpaHeHust 6onesHu.

MeaoununHckasa sBusyanusauma (KomnototepHasa Tomorpadpus (KT), marHuTHo-
pesoHaHcHada Tomorpadus (MPT)) nokasbiBaeT TONbLKO BUAUMYIO aTpoduto Mo3
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 ropmnsoHtansHom cpese (MPT, T
B3BELLEHHOE N30bpaxeHne) BUOHO
yBeJin4yeHne MHTEHCUBHOCTU CUrHana
CKopnynbl (OTMEYEeHO CTperikamu).
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[eHeTn4yeckmne Mmetoabl

[1ns npoBeaeHnsa reHeTU4eCcKon ANarHoCTUKM 6onesHn XaHTUHITOHa Heobxoan
KpOBWM C nocneayrowmm onpeaeneHnem konmdectsa nostopos LIAIT B kaxxgom H
annene.

[MonoXuTenbHbIN pe3ynbTaT He NOATBEPXKAAET ANarHo3, NOCKOSIbKY MOXET ObITb
Nofy4YeH 3a HECKOMbLKO JIET 40 NOsSIBEHNS NePBbIX CUMNTOMOB.

OpgHako, oTpuuaTenbHbIW pedynstat 0gHO3Ha4YHO CBMAETENBLCTBYET 06 OTCYTCTB
BEPOSATHOCTM pPa3BuUTUS 6oNe3HNn XaHTUHITOHaA.

MeTtog - INnLP-getekuuns
OMOPUOHDI

OMOPUOHbBI, NONYYEHHbIE B pe3yrnbTaTe 3KCTpakopnopanbHOro onnogoTBOPEHNS
ObITb NOABEPXKEHBI FEHETUYECKON ANArHOCTUKE DOe3Hn XaHTUHITOHA C nNpume
npenMnnaHTaLuMoOHHOW reHeTU4Yeckon gmarHocTukn. lNpu atom metoae 3abupae
KrneTka n3 4—8-krneTo4yHoro amopuoHa 1 3atemM NpoBepsIeTCA Ha FTeHETUYECKYIO
NaTosIornio.

[MonyyeHHast tHoOpMaLKUs MOXET BNOCEACTBMN DbITb UCMOMNb3oBaHa rnpu Bbl6
300pOBOro aM6puoHa Anst UMnaHTauum.

Kpome Toro, BO3MOXKHa npeHaTanbHas guarHoctuka ans amopuoHa unum nnoga
MaTepu




JleyeHue

bones3Hb [eHTUHITOHa odonumanbHO HEU3eYnma, HO CyLLEeCTBYET Jfie4eHune, Crno
obnerynTb HEKOTOPbIE CUMNTOMBbI.

TeTpabeHasnH ObIn paspaboTaH cneunarnbHO ANs YMEHbLUEHUS TSXXECTU CUMMT
bonesHn ['eHTUHITOHa, 6bin yTBepxaeH B 2008 rogy B CLUA.

HeliponenTtuku 1 6eH3oaMasennHbl MoOMOoratoT YMEHbLUNTL NPOSIBIIEHUSI XOPEW.
AMaHTaguH U peMauemMua HaxoaaTcs B CTaaun nccnegoBaHns, HO nokasanmu
NONOXWUTENbHbIE Pe3ynbTaThl.

Onsa obneryeHnst ’MNOKUHE3NN U PUTMAHOCTU MbILLL, HA3HaYaoT
NPOTMBOMNAPKNHCOHUYECKNE NEKapCTBa, ANt 06nerdeHns MMOKITOHUYECKOM
rMNEepPKMHE3NM - BanblNpOEBYHO KUCMOTY.

[ns ycTpaHeHs Aenpeccun NPUMEHSIIOT CENEKTUBHbIE MHIMOUTOPLI 0BpaTHOro
CEPOTOHUHA U MMPTa3anuH, a NPU NCMXo3ax U HapyLLeHUAX NOBeAeHUs1 Ha3HaY
aTUNNYHbIE aHTUMNCUXOTUKMN.




[TpoBHbIE METOAbI NIeYeHUs

Ml:lroo6eu4a+ou_u/uv| B 9TOM MNJlaHe ABMSAeTCcA MeTo, HanpaBneHHbI Ha nepecan
CTBOJIOBbIX KNETOK peLmnmMeHTam ¢ 3TUM 3aboneBaHneM B MOPaXXeHHbIe Y4acTKU

B ooknnHn4yeckom nccnegosaHum, NpoBeLeHHOM MPyNnown y4eHblX U3 TanBaH4a B
OOKTOPOM MeanUMHCKNX Hayk KOaHb-Ta JInHsa ns MHcTntyTa bmoxmmmm n Mmoneky
BronorMm NpoBoANNOCL N3y4YeHMe BNUSAHUS TpaHCnaHTaTa CTBONOBbLIX KMNETOK H
HenpoaereHepaTMBHbIE MPOLIECCHI, OTMeYatoLmrecs npu ykazaHHom 3abonesaHu

[1na gocTuKeHus nocTaBneHHOM Lenn nccriegosaTeny NpoBenu TpaHennaHTauu
Me3eHXMMarbHbIX CTBOMOBbIX KNETOK KOCTHOMO3roBoro rnpoucxoxaeHnsa (MCK-K
nadopaTtopHbIM MbILLIAM CO cMOoAeNMpPoBaHHOW 6ones3Hbo [eHTUHITOHA.

OpaHon n3 rmaBHbIX ocobeHHocTen MCK-KT1 aBnsieTcst cnocobHOCTb
anddepeHUnMpoBaTbCs B NpakTUYeCKn NModon BUA4 HEPBHbLIX KNETOK B LEHTpan
HEPBHOW CUCTEME U MUTPUPOBATL B NOBPEXOEHHbIE 30HbI MO3ra. VX ncnons3osa
no3BonseT 00XoanTbe MHOIMME NPakTUYeCcKne n aTnyeckme Npobnemsbl, CBsA3aHHbIE
NpPUMEHEHNEM YENOBEYECKON SMOPUOHANLHOM TKaHN.

Pe3ynbraTtbl UCCneaoBaHUA nokasanu, YTo TpaHCNIaHTUPOBaHHbIE KNETKU CMOTrT
BbDKUTb, AN depeHUnNnpoBaTbCs U UHTENPUPOBATLCS B CTPMAaTyM, YMEHbLUas, T
oOpasoM, 30HYy NOBPEXAEHUS U CNOCOOCTBYS CHUXEHUIO MOTOPHOW ANCKYHKLNN
nadopaTtopHbIX MbILLEN.
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B nocnegHwue net 15-20 6bIn0 npoBeageHo HemMmaro ncecnenosaHumn J1IEKApPCTB,
TEOPETNHECKH CNOCODOHbIX HA Kakoe-To BpeMA OCTaHOBUTbL rnporpeccmnpoBaHne 0«

OpgHako Tenepb yd4eHble nogoLsn K cCo3gaHno HOBOIO NOKOJ1IEHUA JTIEKAPCTB, CAE
Ha OCHOBE BH3NMMOB, CBA3adHHbIX C xopee|7| XaHTUHITOHA.

Peub nget o Tak HasblBaeMbIX MaTPUKCHbIX MeTannonporemHasax (MMP), KOTOPE
UrpaoT porb B paspyLueHnn 6enka, onpeaensitoero npon3BoacTBa TOKCUYECKNX
doparMeHToB, BHOCSILLIMX CBOW BKNaA B pa3sutmne bonesHn. Ob sTom 3agBunu
nccnenosarenun us MIHctutyta baka B KanndopHun. B xoaoe npeablayumx nccre;
yaanocb BbiACHUTL, YTo MMP pearnpytoT Ha HoBeNLKe fiekapcTBa OT paka, KOTo
TOMNbKO NPOXOANAT CTaauto paspaboTKu.

"MbI HALLTN MULLEHD, YK€ U3BECTHYIO NPOTUBOOIMYXOSEBbLIM fleKapCTBaMm, - 3asiB
aoktop Jlnza Annepbu. - CywecTByeT BEPOSATHOCTb TOr0, YTO 3TO OyAET UMETH 3
N npu nedeHnm xopen XaHtuHrroHa. MMP Takke 3a0encTByHOTCA NPU MHCYIbTax,
BOCNanuUTerbHbIX 3aboneBaHnsax U MHOMMX HEBpoONormyecknx npoueccax. Mol ox
4YTO K Hawum paspaboTkam ByaeT nposiBreH 60NbLWON Hay4YHbIM MIHTEPEC, NOTOM
OYEHb NEPCMNEKTUBHBIW N BaXXHbIN KNacc npoTeas (pepMeHTOB, pacLLensiaioLmx



Matepwunan n3 nyénukauum BoHgbl KBoH 1 Nona Mavoscku ¢ coasTopamu B Journal
Neuroscience.

MayoBCKM CO CBOEN UccrenoBaTesibCKOM rpynnov NpeanpuHAn MHTEPECHbIN 3KCNepuMeH
NpoOn3BEN Nnepecagky KOCTHOro Mo3ra OT 340PO0BbIX Mbilen 6e3 myTauumn bl mbiwam ¢ BI.

PesynbsraTbl NOAYYUINCE KpanHe MHTepecHbIMU. Y Mblwen ¢ Bl koTopbiM Bbina nponssen
nepecagka KOCTHOrO Mo3ara oT 340pPOBbIX MbILIEN, UMENO MeCTO HeDOMbLIOE, HO 3HAYMMOE
YMEHbLUEHNE BbIPaXXEHHOCTU ABUraTernbHbIX PacCTPOMUCTB, HabnogaWwmXcst 06bIYHO Y ME
brI.
[loka3aTenbCTBO TOro, YTO Nepecanka 34OpOBOro KOCTHOro Mo3ra mMblwam ¢ bIT Henocpeac
BNUSIET HA rOfIOBHOW MO3T XXMBOTHbIX, Bb1510 NOSTYHYEHO NPU N3Yy4EHUN CUHANCOB, TPUSIMO
CBS3eNn, KOTopble 00pasyloTca Mexay MunnMapaaMmm HEMPOHOB B rofloBHOM Mo3are. Korga
FONOBHOrO MO3ra NoBPEXAEHbI NN NornbatoT, OHM TEPSIOT CBOM CMHAMCKI, YTO MPUBOAUT K
HapyLLeHUIo nepegadn MHopmauum Mexay pasnnuyHbiMm1 oTaenamMmm Mmoara.

Mepecanka KOCTHOro Mo3ra NpPUBOAUT K YBENMYEHUIO YMCIia CUHAMNCOB B FONTOBHOM MO3re,
CaMbIM COCTOSIHUE MMMYHHOW CUCTEMbI HEMOCPEACTBEHHO BINUSAET HA OpraHu3auuio pado
FONTOBHOMO MoO3ra.

Kak YKa3bIiBalOT aBTOpPbI, Nepecagka 340pOBOIro KOCTHOIo Mo3ra He BEOET K NOJTHOMY perps
CUMNTOMOB, OHAKO, BIUSIET HA Te4YeHne 3aboneBaHus.



[1porHos

C MOMEHTa NosABEHNS MNEPBbIX CAMNTOMOB MPOAOIKUTENBHOCTb XXN3HU COCTaB
okono 15-20 ner.

CmepTb 06bIYHO NPOMCXOAUT He n3-3a 6one3Hn XaHTUHITOHA, a U3-3a COMnyTCTB
el OCINOXHEHWUN, BKITOMas NHEBMOHUIO, 3aboneBaHnsa cepaua v TpaBMbl.

Takke YyacTon NPNYNHOU CMEPTU ABMAETCA Cyuuuna.
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