dIBOY BO KpacHosapckuim rocygapCTBEHHbIM MEANLMHCKUIA YHUBEPCUTET
nm. npod. B.P. BonHo-AceHeukoro MuHagpasa Poccuun
Kadbenpa HepBHbIX BonesHen ¢ Kypcom meauumnHckon peabunmutauum MO

bone3Hb [ eHTUHITOHA

BoinosHuna opouHamop rnepsoz2o 200a oby4yeHusa Axkosnesa K./I.



Bone3Hb leHTUHrTOHa (G10) —

HacneaCTBEHHOE XPOHUYECKoe HEYK/IOHHO
nporpeccupyrollee HeumpoaereHepaTmsHoe 3aboneBaHme C
MYNbTUCUCTEMHbLIM  MOPAXKEHUEM TOJIOBHOMO MO3ra U
LWIMPOKUM NOANMOPDIU3MOM  KAUHUYECKUX MNPOABAEHUM,
cocTasnsawwmx 6asosyo Tpmagy CUMNTOMOB — MOTOPHbIE
HapyLweHnA, Nporpeccupytome KOrHMTUBHbIE

PACCTPOMNCTBA, NCUXMYECKME HAPYLLEHUA

(apPeKTMBHbBLIE M NTMYHOCTHbIE HAPYLLUEHUA, MCUXO3bI)



PacnpoCcTpaHEHHOCTb:

4-10 cnyyaes Ha 100 000 HaceneHwuA

MYy*4YMHbI N }KEHLWMUHbI
3aboneBaloT C 04MHAKOBOM YacTOTOM



KnaccudpumKaums:

[MNnepKmnHeTn4yeckasn KOBeHUNbHaA
(BapuaHT Bectdpans)

AKUHETUKo-
pUrnaHas

[lo3gHAA purnaHas
dopma




STUONOTNA N NaToreHes:

HacneaCcTBEHHOE ayTOCOMHO-AOMWHaAHTHOe 3aboneBaHWe UeHTpasnbHOM HepBHOM cuctembl (LLHC) ¢ monHoM neHeTpaHTHOCTbIO
MYTaHTHOro reHa. [eH 3aboneBaHuna HTT, KapTUPOBAHHbLIA B AUCTANbHOM Y4YacTKe KOPOTKOro nneda 4-i xpomocombl (obnactb
4p16.3), coaepkunT B 1-M 3K30HE HECTAbUNbHYIO TaHAEMHYIO NOCNeA0BaTENIbHOCTb TPMHYKNEOTUAHbIX MOBTOPOB “LUTO3NH-aAEHUH-
ryaHnH” (CAG), He npesblwatowyto B Hopme 35, Torga Kak y 60nbHbIx B umeeT mecto GeHOMEH «3KCMAaHCUU» TPUHYKAEOTUAHbIX
noBTOpoB — yBennvyeHma umcna CAG-TpunnetoB B MyTaHTHOM reHe cBbiwe 40 konuin. CteneHb 3kcnaHcum CAG noBTOPOB, Kak
NpaBMa0, HapacCTaeT B NOCAeAYyHOWMX NMOKONEHNAX, 0CODEHHO Npu Nepeaadye MyTAaHTHOrO reHa Nno OTLOBCKOM AMHWUKU. DKcnpeccusn
reHa HTT npaKTMYeCKN OAMHAKOBA BO BCEX OpraHax M TKaHAX. MpoAayKTOB reHa asasetca 6en0oK ¢ HeM3BEeCTHbIMU BUonornyeckMmm
OYHKUMAMM TEHTUHITUH, COAEPKALLNIA B CBOEM COCTAaBe NOJINIIYTAMUHOBBIN y4acToK, Kogupyembin CAG-Tpunaetamn. B HelMpoHax
FEHTUHITUH NPEUMYLLECTBEHHO /IOKA/NIM30BaH B LMUTOMIA3Me M aKCOHaxX. YCTAHOBNAEHO, YTO B MeXaHM3MaX CeNneKTUBHOM rmbenm
HerMpoHoB npu Bl KAOYeBYD pPoOab UrpaeT NAToNOrMYeckoe B3aMMOLEWUCTBME MYTAHTHOrO FE€HTUHITUHA, HECcylero YAJAMHEHHbIN
NO/IMINYTAMUHOBBIN TPAKT, C onNpeaesieHHbIMK TKaHe cneunduyecknumu 6enkamum LLHC. YaAMHEHHbIA NOAUINYTaMUHOBDBINA YYaCcTOK
MONEKy/bl cnocobcTByeT GOPMMPOBAHMIO NATOIOTMYECKUX MEXMONEKYNAPHbIX CBA3EN C pAAOM TKaHecneumdpuyecknx benkos LLHC
M  GaKToOpOB TPAHCKPUMNUWUMK, arperaymm amuaouaoreHHbix OenKOoBbIX KOMMIEKCOB B AApe M uuTonnasme, WHAYKUMK
MUWUTOXOHAPWNANbHbBIX HAapyLeHMN U anonTto3a. Takum obpasom, bl ABnsaeTca «noAUrNyTaMMHOBbLIM 3abo0sieBaHMEMY, TUMUYHbIM
npeacTaBUTENEeM TaK Ha3blBaeMbiX KOHGOPMaLMOHHbIX 6onesHen mo3ra. B ganbHenwem Kackage OUMOXMMUYECKUX HapyLUEHWUM
OCHOBHOE 3Ha4YeHWe NPUAAETCA MOBPEXAEHWUID TNYTAaMATEPIrMYECKOro KOPTMKOCTPMAPHOrO NyTW, B pe3ynbTaTe 4Yero nNpomcxogut
nepeBo3byrKaeHMe COOTBETCTBYHOLWMX NOCTCMHANTUYECKUX PELENTOPOB NOIOCATOrO Tesia U36bITKOM BO3OYKAAOWMX MeaNaTOPHbIX
aMWUHOKUC/IOT, OTKPbITUE Ka/NbLMEBbIX KAaHAa/JIOB M YBE/IMYEHME MOCTYNNEHMA KanbUMA B KNETKY, C MNOC/NeAYyIOWEN aKTUBaUMEN
cB0bOAHOPAAMKANbHbIX NePEKUCHbIX npoueccos n HeobpaTUMbIim noBpexaeHnem HEMPOHOB



STUONOTNA N NaToreHes:

[NaTOreHes ABUraTeNnbHbIX HapyLeHNI npu bl onpeaenAeTca AncbanaHcom
HEMPOTPAHCMUTTEPOB B MNOAKOPKOBLIX TaHMMAX. Pa3BUTME XOPEUYecKoro runepkmHesa
obycnoBneHo  PyHKUMOHaNbHbIM  npeobnagaHmem  AodaMMHEPrUYECKOM  aKTUBHOCTU
Bcneacreme pereHepaummn [FAMK-eprmyecknx uWHTEpHeMpoHoOB nonocatoro Tena m [AMK
epruyecKkoro CTpuonanIngapHoro rnyTu, pesyabraTom 4Yero ABNAETCA YMeHbLUeHMne TOPMO3HOro
BinAaHMA TAMK Ha podamueprmyeckme HEMPOHbl KOMMAKTHOM 4YacTU YepHOM cybcTaHUUKU U
NOBbILLEHMEM AKTUBHOCTU HUTPOCTPUAPHOU AO0daMUHEPrUYecKkom cuctembl. B TepmmHanbHoM
cTaamn 6oNesHu, Kak M Npu HBEHWIbHOM aKUHETUKO-PUTMAHOM €€ BapuaHTe, BO3HUKaeT
TAXEeNnoe pPacnpocTpaHEeHHOEe MNOoparkeHne CTPUOoNaAINaapHON CUCTEMbI, pa3BMBaETCA
HEeA0CTAaTOYHOCTb A0PaAMUHEPTUYECKON TPAHCMUCCUKN B Ba3asIbHbIX FAHI/INAX, U B KIMHUYECKOM
KapTuHe Ha4yMHaOT AOMMWHNPOBATb CUMMOTOMbI NAPKUHCOHU3MA.



[1narHocTuka:

1. TwaTtenbHbIM cOOp aHaMHe3a C NpoBeAeHUem

KJIMHUKO- reHeasiorm4ecKoro aHasaunsa.
2. HeBponorm4yecknim ocmoTp
3. OueHKa ncuxuyecKkoro craTyca

4. Mpamyto AHK-aAMarHOCTUKa HaIMUMA SKCNaHCUKU TpUHYKAeoTnaHbiXx CAG-noBTOPOB B /IOKYyce 4pl16.3 C
TOYHOWM KO/INYECTBEHHOM
OLUEHKOW CTEMEHU 3KCMAaHCUMU METOAO0M PPArMeHTHOro aHasn3a

5. KomnbloTepHaa U MarHUTHO-pPe30HaHCHaA Tomorpaduma ronosHoro mosra (KT, MPT)

6. dnekTposHuedanorpaduma



[1narHOCTUYECKNU aNrOPUTM:

MOTOPHBIE HAPYIICHUS,
KOTHUTHBHBIE W TICHXH-

4YecKHe paccTpoHCTBa

.&
Jla

[

CEMElHbIN aHaMHe3 (ayTo-
COMHO-/IOMHMHAHTHBIN THUII
HacJeJa0BaHHA)

JNHK-nuarnoctuka

— bone3ns

[ eHTHHITOHA

Het

MOTOPHBIE HAPYLICHUS,
KOTHUTHUBHBIE U TICUXH-

4YeCKHEe paccTpoiCcTBa

[

JNHK-nnarnoctuka

Het

NanbHEHIIIHH THAarHOCTHYECKHUH ITOUCK




OcHOBHble MOTOpPHbIe paccTpouncTaa rnpm bl':

HenpousBonbHbIe HapyweHue

ABWXEHUA NPOU3BOJSIbHbLIX ABWXEHUN
xopeun4eckue OKYJIOMOTODHbIE

rMNepKUHesb!; HapyLLEeHUs

aTeTos; (MeaneHHble cakkaabl);
nsuraTenbHoe KQORANHATOPHBIC

6eCnoKouCTBO; paccTpoucTBa,

AUCTOHUMU: Av3aptpus, aucdarus;

Tpemop; OpaaukuHesus;

MUOKITOHUM nMpaMmugHbIii CUHOAPOM




[lcnxunyeckmne HapyweHua npu bl:

HapymeHus, COOTBETCTBYIOIHE HAHONATHYECKHM
paccTpoiicTBaM, BCTPEUAIOIIMMCS B MOMYJISILHN

Jlenpeccuun

Manuu 1 OuTONSIpHBIE PacCTPOICTBA

[lepBuuHbIe nICUX03bI (Ope/1, raJUTIOLMHALINH,
[IapaHOIsl, CBEPXIICHHBIE UJIEU U T./1.)

O0cecCUBHO-KOMITYJIbCHBHBIA CHHIPOM

Cunapomsl, yHukansHele 1s bI™ i apyrux xopkoso-
MOIKOPKOBBIX HelpoaereHepauii

CHHIpPOM HapyLICHUS YIIPABIAIOLIAX
(O YHKIUH

Hecnenuguueckue NCUXHUECKHE PACCTPOICTBA

HMucoMmanm

CekcyalibHbIE€ pacCTpOMCTBA

Jlemopanu3zanus

Jlenupuii




JleyeHwue:

CumnTomaTuyeckoe, HanpaB/iEHO HA KOPPEKLUMIO ABUTraTebHbIX,
adDEKTUBHbLIX N MCUXOTUYECKUX PACCTPOUCTB



Mcnonb3yemasa nutepartypa:

1. KnnHunyeckne pekomeHaauum No AMArHOCTUKE U IEYEHUIO
6one3Hn [eHTUHITOHA, BCEPOCCUMCKOe 0bLLEeCcTBO
HeBponaoros,2013roa.

2. [Ncuxmyeckue HapyweHma npm 6onesHn feHtnHrroHa. C.A.
KntowHukos, E.H. OagnHa, C.H. UhnapunowkuH, N.A. UlBaHOBa-
CmoneHckana, PIrbY «Hay4yHbIM LueHTp HeBponormm» PAMH, MocKBa

3. CoBpemeHHble NoAXoAbl K MeANMKAMEHTO3HOM KOPPEKLUU XOopeu
npu 6one3Hun feHTUHrToHa, KO.A. Cenmnsépcros, C.A. KntowHmMKoB



