O.C.lleBMH «JKCTpanupaMmuaHble runepknHe3bl OTHOCATCSH K YUCIY TeX pacCTpPOMUCTB,
KOTOpble He CTONMIbKO YrpoXakT XWU3HU, CKOJIbKO paspylialoT ee, 3Ha4YMTernbHO
orpaHnuuBas PyHKLUUOHANbHbIE BO3MOXHOCTN NaLUEHTOB,

npuMBoASA UX K NCUXMYECKON N coumnarnbHON N3onaumum»

HacneacrtBeHHbIe
3a60/1eBaHMA C
PAacCTPOUCTBaMM ABUKEHMUS
MapkoBa B.B., Kadbeapa HepBHbix 60ne3Hen HOYI MY



dcceHuMaibHbIM TPEMOP



JcceHuMuaibHbIU
TPeMop
Pycckum Hesposor

~ MuHop Jlazapb Cos10MOHOBMM
(1855-1942) onuncan
«3CCEeHUManbHoe
Hac/1e4CTBEHHOE TpACEHUE> -
6o21e3Hb MMHOpa.

415 Ha 100 000 nocne 40 net




dcceHuMasibHbIU TPEMOP

AYTOCOMHO-AOMMH&HTHbIﬁ UM HacJ1legoBaHUA C
BbICOKOM NEHETPAHTHOCTbIO MYTAHTHOIO N'eHa.

CyLlecTByeT MUHMMYM /JIBa pa3/IMYHbIX MYTaHTHbIX FeHa.

NUMeeTca peHoMeH KaHmuuyunayuu > - B NOCneayroLwmx
NOKOJIEHMAX 3ab0/1eBaHKE NPOABAAETCA B 60/1€e M0JI0Z0M
BO3pacTe U NpoTeKaeT bosiee Taxeno.

Bo3pacT Hayana - nto60oM. Yalle BO3HMKAET BO BTOPOM
NecaATUNeTUn Xn3Hn nam nocne 35 ner.

B ceMbsiX, MMEILMX 3CCEHLMAIbHBIM TPEMOP, Yallle
BCTPEYaeTCA MHOIOAETHOCTb U JOJITOXUTE/IbCTBO.



[laToreHes acceHUMaZIbHOro TpemMopa

[ToBbiLLEHME aKTMBHOCTU HEMPOHOB MO3*Ke4Ka
- aKTMBM3aLMA LepebenooIMBapPHbIX CBA3EM

- aKTUBaLMA CBA3EN JIOBHOM MOTOPHOM KOPbI C
TaJlaMyCOM M CMUHHbIM MO3IOM.

/loKa3aHo C NOMOLLbIO MO3MTPOHHOM SMUCCMOHHOM
Tomorpadmm (M3T), 4To 3CCEHUMaNbHbIM TPEMOP HE
ABJIAETCA YCUJIEHHBLIM NO aMnanUTyae PU3NOJI0MMYECKUM

TPEMOPOM, a NpeacTaBaAeT cO60M 0COObIM BapUAHT
NaTO/IOrMYECKOro TpeEMopa.



[laToreHes acceHUMaNIbHOrro
TpeMopa

» JKOJIOrM4YecKasa Teopus - ynotpeodsieHme

aslkasionoB beTa-Kapbo/iMHa, KoTopble
OOHapyXMBaKTCA B MACe,

MPUroTOBJIEHHOM MPU BbICOKOU
TeMnepartype AJIMTe/IbHOE BPEMS



KnanHUKa acceHUuMaNbHOro Tpemopa

Ha4yano ¢ AporkaHMA pyK, KOTOPOE OXBaTbIBAET
Ny4Yye3ansacTHble U NACTHOMANAHrOBbIE CYCTaBbl, MbILLEYHbIN
TOHYC HEe M3MEHEH. Yalle ApoxKaHue B ABYX pYKax.

. | JlporkaHue COonpoBOXKAAET KaxKA0€e LiesieHarnpaBaeHHoe

ABUKEHUE (MPOCTOM KMHETUYECKUM TPEMOP), COXPaHAACH
MNpU NPUBSIMKEHUM K LEeM (MHTEHLUMOHHbIX TPEMOP) -
NPOSIB/ISETCA HAPYLUEHMEM MOYEPKA, MEJIKOM MOTOPUKM.

Bo3MOXHO coyeTaHMe C TPEMOPOM F0JI0Bbl, MUMMYECKMX
MblILLL, ronoca. /lporkaHMe ronoBbl U PYyK HE YCUAMBAETCA, a
YMEHbLUAETCA NpH Xoabbe - oTm4me oT 601e3HU [TapKMHCOHA.

Tpemop NoKosA BCTPEYaEeTCA peXe, NPENUMYLLECTBEHHO Y
MOXM/bIX MALUEHTOB.



o [lpoxaHue rososBbl HabawaaeTca y 50% 60nbHbIX. Yalle
oTMevaeTcAa KHET> -TPEMOP F0J10Bbl, pPeXe MOXHO
HabaaaTh < Ja> -TpeMop, a TakKe poTaTopHbIU M
JMaroHa/ibHbI BApUaHTbl TPEMOPA F0JI0BbI.

e TpemMop MMMMYECKUX MbIWL, HAONK4aeTCA O4YEHDb YacTo
M BeCbMa xapakTtepeH (60% 601bHbIX). MHOrme 60/1bHblE
CaMM OTMEYaloT JporKaHMe ryd, BO3HMKatoLee npu
y/IbloKe, pasrosope. [poaBaAeTca Kak paHHMU CUMITOM,
Mo BPEMEHM BO3HMKHOBEHMSA YaCcTO NpejLecTBYOLW MM
APOXKaHUIO rON10Bbl, U OCOGEHHO IEMKO NPOBOLMPYETCA
3MOLIMOHAJIbHbIM HaMNpAXKEHMEM.



KaK BbiABUTb TpeMop pYK

TecT Ha nocTypajibHblA TPEMOpP: PYKM COrHyTb B
NOKTAX, NJIEYM U npeannievybs Ha FOPM3OHTa/IbHOM YPOBHE,
KOCHYTbCSA KOHYMKaMM MasibLiEB, NaZ0HM OT Cebs.

Cnupanb Apxumepa - TECT Ha KMHETMYECKUU TPEMOP:
' NP 3CCEHLUMA/IbHOM TPEMOPE CnMpasib 60/bllasd, BUTKM HE
Hae3XalT Apyr Ha JApyra, C LWMPOKMMM MPOMENKYTKAMM
MEXJY BWTKAMM, CMNMpasb BbITAHYTA 4YyTb MOJ Yr/ioM K
BEPTMKA/IM, TaK KaK MJIOCKOCTb pOXKaHMA BEPTUKAJIbHASA

TecT Ha TpeMop MNMOKOA - MOJIOXMUTb PYKM HaA KOJIEHM,
NlajOHb Ha pebpo, JdaTb apUPMETHYECKoe 3ajaHue
nauneHTty (otHMMaTb oT 100 no 7), HabaAaTbh 3a pyKaMu



Cnupanb Apxnmepa - Tect
Ha  'KMHETUYECKMM TPEMOP:

npu 3CCEeHUMa/IbHOM
Tpemope cnupaib
60/blLasA, BUTKM He

Hae3KaloT Apyr Ha Apyra, C
LUIMPOKMMM  MPOMEKYTKaMMU
MEXJY BMTKAMM, CMNMpasb
BbITAHYTA YyTb MOJ Yr/IOM K
BEPTUKAU, TaK KaK
MJIOCKOCTb A POKaHMS
BEpTMKa/IbHasA

npu T ' KOHTPOJIb




Kputepmu acceHUMaibHOro TpeMopa

OCHOBHble KpUTEPUMU:

« /IByCTOPOHHUIM KUHEMUKO-NOCMYypa/ibHbIlU TpeMOp pPyK.

+ / Bo3MoOeH Tpemop ro/oBbl, r0JIOCOBbIX CBA30K, HO MOABASAETCH MO3XKE U He
JOMUHUPYET, BCTPEYAETCA peXe, YeM TPEMOP PYK

¢ HeBposoruyeckum cTaTyc: BO3MOXKHO HE3HAYMTE/IbHOE MOBbILLEHME TOHYCA B
PyKax Nno 3KCTpanupaMMaHOMY TUMY U HapyLlEeHME TaHAEMHOM XOAbObl.
OTCyTCTBME APYroM HEBPOJIOrMYECKOM CUMIMTOMATUKM.

AonosiHnTeIbHble KPUTEPUU:

. /lpoxkaHue 6onee 3 net

e | MOJIOXKUTENbHbIM CEMENHBIM aHAMHE3 Npu Aebtote Ao 60 net
e | peaKkums Ha NPUEM aJIKOro/1A B BUAE YMEHbLUEHUA TPEMOPaA

Kputepmm UCKAOUEHUA: OJHOCTOPOHHUM TPEMOP, M30/IMPOBAHHbIM TPEMOP
rO/I0COBbIX CBSA30K, U30/IMPOBAHHbIM TPEMOP F0JI0BbI C IMCTOHMYECKOM YCTAHOBKOM,
TPEMOP HOr, COYETaHME C AEMEHLMEMN.



KJIMHMKa 3cceHUuMnaZibHOro Tpemopa
TpeMop ycunusaeTca:

-/ NpU SMOLUUOHAJIbHOM HalpAxXKeHnNn, BO3MOXKHa €ro
reHepaszin3aumnAa,

NpM NEpPeoxXNAXKAEHMM,

npy 60/1blLIOM DU3MYECKOU HarpysKe,

B YTPEHHME Yacbl,

npu ynotpebaeHmm Kode (B MEHbLUEN CTENEHM
Kpenkoro 4as).

TpemMop yMeHbLlaeTca npu ynotpebsieHnu asikoronsa B
JeHb MPMEMA M YCUJIMBAET Ha Caeayolmmn JeHb
(monoxunTenbHasa aaKorosibHas npo6a y 42—80%).



InddepeHumanbHbIM AMarHos

B MON10J0M BO3pacTe - C 60/1€3HbIO
BuabcoHa-KoHoOBaJ10Ba

» B noxnnom BospacTte - ¢ 60/1€3HbIO
[TapKMHCOHa



/[InddepeHumaibHbIM ANArHO3 C
60n1€e3Hbi0 [TapKMHCOHa

[pn 3cCeHUMaIbHOM TPEMOPE HET TMMNOKUHE3IUM
[pn 3cCeHUMaNIbHOM TPEMOPE €CTb TPEMOP 0JI0BbI

/IporKaHue ronoBbl U PyK He YCUIMBAETCA, a YMEHbLLAETCH
npu xoabbe - oTmyme oT 601e3HU [TapKMHCOHA.

HeT nay3sbl npu gBu»eHuu - rNaBHOE, npu 60/1e3HU

[TapKuHCOHa ecTb. Jpyroe Ha3BaHWe - B0306HOBIAOWUUCA
mpemop (PYKM Nnexxaam Ha KoJIeHAX- NoONpoCUIM NOAHATb-
NoKa NOAHMMAJ - PYKU HE ApOXKaan, Korga rnogHAN -
Hayan AporKaTb)



[1pOrHO3 NpM 3cceHunaIbHOM
Tpemope
 BbilLle BEpOATHOCTb pa3BUTUA AereHepaTUBHOIO
| 3a601€BaHUA, YEM B NMONYAALUM.

"« Hambonee BbiCOKa BEPOSATHOCTb AeMEHLUMM C
Tenbuammn J/1eBU, Ha BTOPOM MeCTe - 60/1IE3Hb
[TapKMHCOHA. JTO CBA3aHO C AMHAMMKOM OT/IOKEHMS
Teney JleBu: B HaYyasie B 6a3asibHbIX FAHMIMAX -
TpEMOp, 3aTEM B KOpPe - KOrHUTUBHbIE HApYLLEHMA.



Y10 OoTpa3unTb B AMarHose

» PaHHee vnu no3agHee Havano (65 ner)
- o CeMenHbIK UM cnopagmvecKkum

e YTO NNOCOM: HapyLUEHME TaHAEMHOM
X0Abbbl, MHTEHLMOHHbIM TPEMOP, NErKas
ANCMETPUA.



JledeHue 3cceHUMabHOro Tpemopa

» [lpodopreHTaums npmM BO3HUKHOBEHUM APOXKAHUA PYK B MOJIOI0M
BO3pacrTe.

» / Mpenapatbl 101 AMHUM

1) beta-6.10KaTopsbl - nponpaHoaon 60-360 Mmr/cyT noa KoHTpoaem YCC,

|

- MeTonposion

2) bap6uTtypatbl - NPUMUAOH.

« [penapatbl 2-0M IMHUM - TaBANEHTMH, TONMUPAMAT, MMPTa3anmH,
aMaHTaJuH

 \ [lpn TAXXenom Tpemope rosiosbl, PyK U roJIoCoBbIX CBA30K - MHbEKLMM
OOTY/IOTOKCUHA.

e B pe3ncTeHTHbIX C/ly4asax - CTUMYIALMA BEHTPaJIbHOro MeAnabHOro
a/lpa TalaMyca MM BHYTPEHHErO CErMeHTa 61eHOro LWapa.



[lepBUYHbIM JUCTOHMYECKMMU TPEMOP
C Ha4yaJIoM B 3peJIoM Bo3pacTe

MO3ULMOHHBIM MU KMHE3MOCNELNMDUYECKMIM TPEMOP C pa3rnMbaHUeEM
60/1bLLIOro Nanbua U TPEMOPOM roJ10BbI (Ha BUA - 60n1e3Hb [TapKMHCOHA, HO
C TPEMOPOM r0JI0BbI - KaK ero o6Hapyuau: aenanam MN3T napKMHCOHUKaM U
' Halu cpegn HUX)

/INCTOHMYECKMMN (NMEepeNUBalOLLMMCSA) FOI0C - HECTABMJIbHbIN.

/INCTOHMS M TPEMOP HapacTaloT BMECTeE.

/lekpeMeHTa aMnIMTy bl B Npob6ax Ha MMMNOKMHE3UIO HET
Bo306HOBAAWOLWMMCS TPEMOP - ecTb npu Bl1, HET NpyU AMCTOHMYECKOM
Tpemope

Mpumep AnarHosa: 1. ManonatmyecKkasa LepBMKO-6paxmasibHas AMCTOHMS,

JporkaTesibHas dopma. 2. MNepBUYHbIM AMCTOHMYECKMIA TPEMOP C
NopaxeHMEM LiepBMKO-6paxmasibHOM 061acTu



bosne3Hb BuabcoHa-KoHOBas10Ba



Camioenb BunbcoH
(Samuel Alexander Kinnier
Wilson),
aHIJIMUCKUU HEBPOJIOT
(1878-1937)

'B 1912 rogy ony6avkosbiBaeT 211-
CTPaHWYHYy0 paboTy «[porpeccusHas
NEHTUKYNSAPHAA JereHepaums: CEMeMHoe
3a60/1eBaHME HEPBHOM CUCTEMBI,
aCCoOUMMPOBAHHOE C LMPPO30OM MeYeHU»
OnncaHHoe BuabcoHoM 3aboneBaHue
BMOCNeACTBUM CTaJIO Ha3bliBaTbCA €ro
MMEHEM - 60/1e3HbI0 BUIbCOHa ( 60/1€3HbIO
BunbcoHa—KoHoBanoBa).

B cBoMx paboTax OH BrepBble UCMNO/Ib30Basl
TEPMUH «3KCTpanupaMmaHbin>, KOTOPbIM
CTa/1 OOLLENPUHATBIM.




KoHoBas10OB
Hukonau BacunbeBuy

(1900-1966)

[leTanbHO onucan renatoNeHTUKYIAPHYIO |
AereHepaumio (1960), NOJIyYMBLLYHO
BMocneacTBUM HasBaHWe 6one3Hn BuibcoHa —
KoHoBasoBa.

Bbiaennn dopMbl, npeaoXu NX
KnaccuduKkaumio, AeTanbHO N3YYUUN
naTtoMopdo/IoOrMi0 M naTtoreHes 3abosieBaHUA,
OCOOEHHOCTM U BapMaHTbl €ro TEYEHUS, MOJTYUU/I
HOBble AaHHble O HapyLleHMKU 6eIKOBOro obmMeHa
M obMeHa Meau B OpraHMsame, 4YTO MNO3BOJIMAO
060CHOBaTb naToreHeTUYECKYHo Tepanuio

renaTtoIeHTUKYNAPHOM AereHepaumm.



bone3sHb BuabcoHa-KoHoBa10Ba

3popossrit
OTE1i-HOCKTEb 3moposast

TATOOrNYECKOXo \ MATH-HOCHTE NS
TeHa a TATOOTHYECKOTO

Peyecexs  Jlonotanr
HBIRTEX MBI TeN

|
' \ )

3popossit 3noposerit 3 nopoBsit Boms okt
pederox pefEHON-HOCHTEMS  peewox-HocTens  pefenok
MATONOTXYECKOT)  manOMOTNYECKORO
TéNa TéHa

2504 25%
50%

Bo3pacT Havana 11-25 nert
PacnpocTtpaHeHHocTb 0,5-3 Ha 100 000

AYyTOCOMHO-PELIECCUBHbIN TUM
Hace0BaHUA.

MyTaumna reHa ATP7B Ha A/IMHHOM
nneye 13 xpomocombl, UMeetca 600
MyTaLMn

[lonHaAa neHeTpaHTHOCTb, HO
OAMH U TOT e reH fgaeT pasHble

deHokonnun



O6MeH Mean B HOpMe
Becb OCHOBHOM 06beM MeaAM ANA HKM3HM pebeHOK noJsiyyaer
BHYTPMYTPOOHO, NOC/Ie POXKAEHMA OOHOBASETCA 1 MI B CYTKU - 3TO
Ha 25% 6onblie, 4yeM TpebyeTcsa, NpM 3TOM MNOJIOBMHA ITOrO
Ko/iM4yecTBa NpoOXoAMT TPAH3UTOM.

Bropas nosioBMHA NpMXoAMUT B MEYEHb, €e COBMPalOT JIM30COMbI
M BbIBOAAT C Xe€NYblo B KULIEYHUK. He3sHaumTesbHaa 4YacTb Meau
CBSI3bIBAETCA C  LEPY//IONNAa3MUHOM, LUPKY/IMPYET B  KPOBM,
BbIBOAMTCA MOYKamu. LlepynnonnasmmH, He CBA3aHHbIM C MEAblo,
MMEET 3alLUMTHOE 3HAYEHME U NOYKAMM HE BbIBOAMTCS.

Meab 13 OBOLLEN XY3KE BCACbIBAETCA B KULLEYHUKE - OT/IOKEHUE
M36bITKa MeAM B NMEYEHU Y BEreTapuaHLEB NPOUCXOAMT MeAJIEHHEE,
OTOABMUraeT Hayasio 60/1I€3HU M CHUMKAET NEHETPAHTHOCTb.



[laToreHes 6osae3HU BuabcoHa-KoHoBas10Ba

| cTagnAa - HaKonneHne Mmeagu B NeYeHu

FeHeTHYeCKUH AedeKT mepb CBA3bIBaOLEN
ageHo3nHTpudocdarasbl P-Tuna.

DTOT (DEPMEHT TPaHCMOPTUPYET MeAb U3 UMTO30/1A renaroumta B annapar
TonbaXu, rge Meab [AOJ/IKHA CBA3bIBAaTbCA C  anouepy/iIon1IasMMHOM.
OyHKUMA annapata [onbaXu: B HEM [O/KHbl CBA3aTbCA OGEesiKM,
CMHTE3MPOBAHHbIE 3H/0M/Ia3MaTUYECKOU CETbO, C YEM-TO, YTO JOJIXKHO
ObITb BbiBeZEHO (DYHKUMA TpaHCnopTa M BbliaeneHma). B gaHHOM caydae
O6e/IoK - 3TO anouepynonjasMmH, a BbIBECTU HYXKHO Medb. B utore meab
OCTaeTCA B UMTO30/1e, HE BbIBOAUTCA U3 MEYEHU C KelUblo B KOMIMJIEKCE C
Uepy/ionIasMMHOM, 4YTO MPMBOAUT K TOMY, 4YTO Medb  AUPPY3HO
Hano/IHAeT  UMTO30/lb  renatouMta, a B  KPOBM  CHMXKaeTcA
uepynnonnasmmH. Meab akTMBUPYET NEPEKUCHOE OKUCJIEHME NUNUAOB,
paspyLlaeT renatoumnTbl. PasBnBaeTcA UMPPO3 MeveHMu.



Pucywok 1. Pagnon3oronnas cumnturpadma c rexweynem npu MUA: nevews yeennyena, KOWTYps €6 YeTkmHe,
HAKONNHHe NPenapara yMepennoe, pacnpeaenenie anddyao-nepasnomepnoe (cnesa). Cenezenka

,‘ yoemyena, Haxanmusaer 88,4 % naorona (enpasa)
\

\




[IPUYUHBI CHUXKEHMA Uepyaionjia3MMHa
KpoBU rnpu 6os1e3Hn BunbcoHa-KoHoBa0Ba

1. CHUKaeTcs BblAeNEeHUE LiepyIonaa3MMHa NEYEHblo, Tak KaK Melb He
NpoHMKaeT B annapaT [onbAXW AN 06pa3oBaHUA KOMMIEKCA C
anowLepy/1/1onnasMMHOM, KOTOPbIM AO/IKEH BbiTb BbIBEEH.

2. CBA3blBaHME LEPY/JIONNA3MUHA C MeJblo ABASETCA CUMIHaJIoM ANS
BbIBEJIEHUSA €ero rnoykamu. LlepynnonnasmmH, He CBSI3aHHbIM C MeJblo,
MMEET 3alLUMTHOE 3HAYEHME U HE BbIBOAMTCA.

3. dopmupyeTca UMppPO3 MNEYEHM, CHMKAETCA 6e/KOBOCUHTETUYECKAS
DYHKLUMA NeYeHn, LuepyanoniasmmHa CUHTE3UPYETCS MEHBILLIE.

Hu3skum ypoBeHb Lepy//ionjasMMHA He SABAAETCA MNPUYMHOM
3a60/1€BaH1A, a ABNAETCA ero ya06HbIM MapKepoM.



[laToreHes 6osae3HU BuabcoHa-KoHoBas10Ba

Il ctagua - noaBneHne Mean B KpOBOTOKeE

[py pa3pylleHMM renaToumTa Meab BblJENAETCs B Naa3my
- 3TO Heuepy/1/IoNna3MUMHCBA3aHHaA Me/lb, CBA3bIBAETCS C
'/aIbbyMMHOM M aMUMHOKUC/IOTAMM.

Meab BbI3blBaeT OKCMAAHTHOE MOBpPEXAEHUE, K HEMY
Hanboee yaA3BMMbl KJIETOYHbIE MEMOPaHbl, MUTOXOHAPUM,

a4po.
OCo6eHHOCTbIO TEYEHUSA 3a00/IEBAHMSA Y AETEN ABNAETCA

noBpexageHne sputTpoumUToB, 4HTO0 KJIMHNYECKHU NMPOABJIAETCA
3MN304aMH reMoJIMTUYECKON aHEMMMU



[laToreHes 6ose3HM BuabcoHa-KoHoBas1i0Ba

lll cragnAa - Hakon1leHue Mean B opraHax-MMLLEHAX

Meab oTKNaablBaeTCs B FOJIOBHOM MO3re, poroBumie, Mno4vkax,
Nerkmx. KanmHmM4yeckm BO3MOXKHO NPosiB/IEHME HEJOCTATOYHOCTM

BHYTPEHHUX OpraHoB: hM6PO3 JIErOYHOM TKAHU, U3SMEHEHUA B aHa/IM3aXx
MOYM.

Meab-eMKOCTb OpraHoB pas/iMyHas, MHAMBUAYa IbHaA,
HebecKoHeYHas. 3a60/1ieBaHME HE HAaYMHaEeTCA paHblle 3 NeT - oTpakaeT
HaKoMMTE/IbHbl€ BO3MOXHOCTH MEYEHM.

IV cTagusa - noABNieHUe HEBPOJIOrMYECKOM CUMMITOMATUKM,
Kosbua Kausepa-®Oneuwepa

HeBposior HMKOraa He CTaBUT AMArHo3 6os1e3HU BuabcoHa-
KoHoBa/i0Ba Ha paHHMX CTaMsX.



Ha4vasi0 6on1e3Hu BuabcoHa-KoHoBaJs10Ba

o« 40% /lebloT C NEeYEeHOYHOM CHMMNTOMATUKU. [leyeHoYHas
MAaTONIOrMA Yallle BCTPEYAETCH Y JIETEU, YEM paHblle 3a60sien,
TEM XYXe COCTOAHME NEeYEHU, a HE FOJIOBHOIr0 MO3ra.

o 40% /1e6l0T C HEBPOJIOrMYECKOM CUMMITOMATUKM.

¢ 20% /1e6l0T C NCUXMYECKMX HapYLIEHMMU: NpoAosixKatTca 2-3
roga, y noApoCcTKOB He MPpUHMMAIOT 3a NPOABAEHUA OGONE3HM,
4acTo OWMOOYHO pacUeHMBAOT KaK MposBAeHMA aby3syca.
KanHuka noBegeH4YeCKUX HapyLUEHUM: HeJoCTaTOK
3MOLMOHA/IbHOr0 KOHTPOA (BCMbIWKKW FHEBa, BCMblJIbYMBOCTD,
pbldaHuA, Aenpeccua, cymumaasbHoe noseeHue). Jdenpeccua
- TUNUYHOE NpoABJ/IEHME. Bo3moxkeH ceKcyasibHbIM
3KCrMOUUMOHU3M. CHMKEHME BO3MOXKHOCTM KOHUEHTpauMM Ha
3ajjaye nNpmMBOAUT K CHMMKEHMUIO YCNEBAEMOCTHM B LLKOJIE.



bptolwHaa ¢popmMa

[peHeBposiOrMyecKkaa opma, Bo3pacTt ot 5 go 17 ner.

e OCTpbIM «BU/IbCOHOBCKMMU>» renaTUT - Yy AETen MNpOXoaAuUT MoJ MAaCKOM

MHDEKLUMOHHOrO  rematut  A:  XKenTyxa, aHOpPeKCus, MOoBblEHME
TpaHCaMMHa3. BO3MOXHO  MpPMCOEAMHEHME  OCTPOM  MOYEYHOM
HeJ0CTaTOYHOCTM M BHYTPMUCOCYAMUCTOrO remMosiM3a. YacTto CrMoHTaHHO
NeEpexXoamT B JIQTEHTHYIO CTaamMil0 6€3 BbIpaXKEHHbIX KJIMHUYECKMUX
NpOABJIEHMM, MNpOrpeccupya BraoTb [0 (HOPMMPOBAHMA HOAYNASPHOrO
MOCTHEKPOTMYECKOro aTPoUECKOro LiMppo3a NeyeHu.

BU/IbCOHOBCKMM FrenaTtMT MOXKET MMETb MOJIHMEHOCHOE Té4yeHne, nNnpmBoaAa K

CMepTH 60/IbHOr0 paHblle, YeM BO3HMKAOT XapaKTepHble HEBPOJIOrMYECKME
CMMMTOMbI.

XpOHMYECKMM renaTtmT - NEPBUYHO XPOHUYECKUM, BE3 OCTPOro 3nmn3oaa.

Lluppo3 - noptanbHasA rMNepTeH3ns, ChIeHOMEraams, TPOMOOLMTONEHMS,
aHeMMsA, IeMKoneHus.






ApUTMoOrumnepkMHeTu4ecKasa gopma

Bo3pacTt - noaApoCTKM 1 toHowu ot 7 ao 15 ner.

XapaKTepusyetcss apUTMMYHBIMU  AUCTOHMYECKMMU  TUMEPKMHE3AMM,
HEPEKO COMPOBOXKAAIOLMMMUCSA PE3KMMM BOSIMM.

o [MNepKuMHe3bl OXBaTbIBAOT Pa3/IMYHbIE MbILLEYHbIE TPYMMbl: KOHEYHOCTH,
TYJIOBMLLE, A TaKKe MblLLLbl, OTBETCTBEHHbIE 3a apPTUKYNALMIO U FI0TAHUE,
npmMBoAA K AM3apTpuM U amcdarum. JucToHMYecKas Y/blbKa, AMCTOHMSA
KMCTH.

o Mo3XKeyKkoBas aTaKCcusA - MoparkaeTca 3ybyatoe S4pO0 M YepBb, MNEPBOM
CTPajaeT xobba, MOKaYMBaHUE NPU X0Abbe NATKA K HOCKY, HUCTArm

s [MpaMMAHbBIMN CMHAPOM Yalle BCEro OTCYTCTBYET.

XapaKTepHbl CHUMKEHWE MHTENNIEKTA, MCUXMYECKUE HAPYLUEHMA U

BMCLIEpaJIbHbIE PaCcCCTPOMUCTBA.

Tsaxenaa @dopma, nNpu  KOTOPOM ObICTPO HApacTAeT  MblleYHas

PUFMAHOCTb, (POPMMPYHOTCA aHKMI03bl CYCTABOB.

be3 neyeHns netasbHbIM MCXOA HACTYMAET Yepes 2—3 roja.



[lporxkaTtesibHO-pHUruaHaa popma

bosiee no3aHuM Bo3pacT Havyana - ot 15 go 25 ner.
bonee nobpoKkayeCcTBEHHOE TeYEHME.
Camasna pacnpocTpaHeHHasa dpopma.

XapakTepHO OJHOBPEMEHHOE pa3BMUTME PUIMAHOCTM M JPOKAHMA.
COOTHOLLEHWE PUrMAHOCTM U APOXKaHWUS BapbMpYyeT:

- NMapKMHCOHOMOAO06HbIM CUHAPOM C Pa3BUTMEM B NMEPBYIO o4Yepeb PUrMAHOCTU
M MEHEE BbIPAXKEHHbBIM APOXKAHMEM,

- Ha ¢dOoHe Hepe3Ko BbIPAKEHHOM PUrMAHOCTM MpPEBANMPYET APOXKAHME,
yCUAuBatoweecss B cpefHe-(pMU3MONOrMYECKOM TMOJIOKEHMM CruMbaHMA MpU
yIEPKMBAHMM PYK HA BeCy, a TaKXKe Npu LeJIeHANpPaB/IEHHbIX [BUXKEHUSX.
M3MEHEHME TOHYCa MbILLL, F/IOTKM, Si3blKa MPUMBOAMUT K PasBUTUIO AMcCdarmm u
AN3APTPUN.

[IcMXMYECKME HapYLUEHMA M BUCLEPaA/ibHblE MPOSBAEHUS MMEIOT PasHYHo
CTEMNEHb BbIpaXKEHHOCTMY.

be3 neyeHna netanbHbIM UCXOA HAacTynNaeT Yyepes 5—6 net



[lpoxKaTenbHaa opma (Bectdpans)

Camoe nosgHee Ha4vano - B cpegHeM 20—25 net (go 40 - 50 ner).

Hanbonee nob6poKkayecTBEHHOE TeYEHHUE - 6e3 IeYEeHUSA NporpeccupyeT
no netanbHoro ncxonal0—15 ner.

[peobnagaeT agpoxKaHue.

BM3nMTHaA KapTO4YKa - TpeMop:

» 1) NocTypanbHbIM - TO €CTb MO3bl - CTPOr0 B ONpe/le/IEHHOM Mo3e,

¢« 2) KMHETMYECKUM: MNPOCTOM, MHTEHLMOHHbIN, KMHE3MOCNELNDUIYECKUN.
. Bce BO3MOKHble BapMaHTbl Y OAHOI0 NauMeHTa

| Knaccuka - «TpeneTtaHMe KpblJIbeB NTULbI» - TPEMOP NMPOKCMMAJIbHBIX, A
He AUCTA/IbHbIX OTAE/I0B.



[lpoxKaTenbHaa opma (Bectdpans)

PUrMAHOCTb HE XapaKTEpPHA - MbIIEYHbIM TOHYC HE M3MEHEH MU
CHUMKEH.

o Mepe nporpeccupoBaHMsl 6ONE3HU APO’KaHUE PE3KO YCM/IMBAETCSH,
CTAHOBUTCA KPYNMHOAMMUTYAHbIM C PE3KO BbIPpaXKEHHbIM WHTEHLMOHHbBIM
KOMMOHEHTOM. TlpM /060K MOMbITKE K aKTMBHOMY JBMMKEHMIO OHO
HapacTaeT [0 CTEeneHu JBuraTenibHoM 6ypu, npeBpawascb B
FeHepa/iM30BaHHoe.

UHTennekT anmtenbHoe BPpEMA OCTAaE€TCA COXPaAHHbIM.

[lo Mepe nporpeccupoBaHMs 601€3HM MOBbILAETCA MbIWEYHbIM TOHYC,
NOABAAIOTCA M3MEHEHMS NCUXUKU C apDEKTUBHBIMU PACCTPOMUCTBAMM.

BrcuepanbHble NPOSABAEHNSA HaMMEHEE BblPaXKEHbI.



JKcTpanMpamMuaHo-KopKoBas opMa

Ncxon ntobou hopmbl.

CDopMa HE ABJ1IAE€TCA CaMOCTOFITeJ'IbHOI\/Ji, d MOXeT
Pa3BUTbCA MO Mepe eCTeECTBEHHOIO TE4YEHUA 60/1€3HU.

KAMHMKA: K TUNUYHBIM HapYyLIEHMAM NpUCoeanHAIOTCA
nMpaMuaHble HapyLwleHUAa (napaanydn), anuaenTmyecKkme
npuvnagKku, valle ooKasibHOro Xxapakrepa.

BbICTPO NporpeccHpyoT NCUXMYECKMe HapyLLEHUS.
HapacTtaeT neyeHo4YHas HEAOCTATOYHOCTb.



Knatoy K paHHeMy AMarHosy 60Js1e3HMU
BunbcoHa-KoHoBa/s10Ba

O6cnepoBaTb naymeHToB oT 5 Ao 50 net, ecan umeetca:

1) NnoBbIWEHUE TPAaHCAMMHA3 KPOBU, OCTPbIM UJIM XPOHUYECKUM aKTUBHbIN
renaTmT, HO HEBUPYCHbIN,

2) UMpPpPO3 NEYEHU Y NaLMeHTa, HE CTPAAAIOLLErO a/IKOr0JIM3MOM,

3) HeO6BACHMMAA FrEMOJIMTUYECKAA aHEMMUA,
4) ppoXKaHue y naumeHta monoxe 40 ner,

5) no6on 3KCTpanMpamuaHbii CUMHAPOM, NOSBMBLLUMUCS Y NALMEHTA B
Bo3pacTe Ao 50 ner,

6) noBeIeHYECKME HaPYLLUEHUSA Y HEaby3yCHOro MOJIO0r0 YE/IOBEKA,
7). 06Hapy>KeHMe poroBu4yHoro Kosbua Kamsepa-dneniepa.

CemenHoro aHaMHesa HET, TaK KaK peueccmBHoe 3abo/s1eBaHMe.



JlabopaTopHasa 1 MHCTPYMEHTAaJIbHaA
IMArHOCTUKa 6os1e3Hu BunbcoHa-KoHoBa0Ba

Kputepumn nabopaTopHoM AMArHOCTMKM NpuHATLI B 2008 American Association
for the Study of Liver Diseases (AASLD)

1./ CyTo4yHas aKcKpeuua meam ¢ modou 6onee 100 mr/cyt Ecam cytouHas
3KCKpeuusa meam ¢ Mmoyon 6osee 1000 mMr/aeHb - AOCTOBEPHbIM ANArHO3
AaxKe npy aCUMMNTOMHOM TEYEHMUU.

HeceptnduumposaHHaa npoba c A-neHuumnammHom: aatb 500 mMr, HavaTb
C60p CYyTOYHOM MOYM, Yepe3 12 YacoB NOBTOPHbIM nNpuem 500 mr,
NpoJoJiKaTb CO60P MOYM, AMArHO3 MOJIOKMUTENbHBLIU, ecin meam 6onee 1600
MKT

[lpa6a onacHa, y 20% MOXKeT 6bITb OCTPaa AeKOMMNEHcaUMa NeYeHOYHOro U
HEBPOJIOrMYECKOro cratyca



JlabopaTopHaa U UHCTPYMEHTA/IbHaSA
NMArHocTMKa 6onesHn BunobcoHa-KoHoBasi0Ba

Kputepuu nabopaTopHOM AMArHOCTMKM NpMHATBI B 2008 American Association
for the Study of Liver Diseases (AASLD)

2./Uepynnonnasmmu kposu meHee 20 mr/n - y 80%, mMeHee 10mr/n -
JJOCTOBEPHbIM AMArHO3 (HOPMasibHbIM YPOBEHb LIEPY/I/ION/IA3MMHA Y MUHUMYM
- 10% cny4yaeB nauMeHTOB C HEBPOJIOrMHYECKUMM U NCUXMYECKUMM
CUMNTOMaMM)

+ LUepynnonnasmmH meHee 20Mr/n - COMHUTENbHBIM pe3yabTaT

Y 5-15% 601bHbIX OH HOPMa/lbHbIM MJIM HE3HAYUTENIBHO CHUMKEHHBIN.

CHMXeH y 10% reteposuror.

Y naumeHToB C 3a60/1€BAHUAMMU NEYEHMN CHUXKEH B 6% Cyvaes

e OueHka YPOBHA UepYy/1/ioNnJ1a3MrHaA MOXKET ObITb MCNOJIb30BaHa KakK

noKasaTe/lb MPeIoMAEHUA NOA03PEHUM 3@ MU NPOTUB 6oNe3HM BunbcoHa-
KoHoOBa/i0Ba



JlabopaTopHasa 1 MHCTPYMEHTAaJIbHaA
IMArHOCTUKa 6os1e3Hu BunbcoHa-KoHoBa0Ba
3. YpoBeHb MM B JIMKBOPE - YBEIMYUBAETCA Y NALMEHTOB
C HEBPOJIOrMYECKOM CUMATOMATUKOM M YMEHbLIAETCA MO

. Mepe Jie4eHNA - MOXKHO UCTMNO0J1Ib30BaTb AJ1A MOHUTOPHHI A
HEBPOJIOTUHECKUX CMMITTOMOB.

4. Konbuo Kanzepa-®dneuiuepa npyu oCMOTPE pOroBULibl
LLle/IEBOM Namnomn: cneumduyHoctb 99,5%,

BcTpevaeTca y 80-90% 60/1bHbIX C HEBPOJIOrMYECKUMM
NpOoABJIEHUAMM

ny 60% 60bHbIX C NeYEHOYHbIMU CUMIMTOMAMMU,

npu 1€e4eHUM OHO MNOJIHOCTbHO UCHE3AET.
























JlabopaTopHaa U MHCTPYMEHTaJ/IbHaA
AMArHocTUKa 6onesHn BunbcoHa-KoHoBasnoBa

5.MPT ronosHoro mo3sra:

| OT/IOXKEHUE Mean B
6a3a/IbHbIX FAHrAMAX,
Tanamyce - «panda face»,
KPOME TOro MOXKeT
BCTPeYaTbCA LEHTPasIbHbIN
MOHTMHHbIA MUENUHOJINS,
rnoparkeHme CTBo/1a
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JlabopaTopHasa U MHCTPYMEHTa/IbHas
AnarHocTmka 6osesHn BuabcoHa-KoHoBasioBa

3010TOMU CTaHAAPT AMArHOCTMKMU - BUONCUA NEYEHM -
obHapyrkuBaeT 6o1ee 200 Mr Mean Ha FpaMM CyXoro
| BellecTBa TKaHM.

/locToBEPHbIN ANATHO3:

HEBPOJIOrMYecKue/noseJeH4eckme pacCcTpomcTBa

+
KosbLo Kansepa-dneniuepa
+

MeAb CyTOYHOM MouM 6osiee 100 mr/cyT
=\MOXXHO HEe NpOBOAUTb BUOMCUI0 NEYEHM



HoBble MeToAbl OLLEeHKU KoJIM4YecTBa
MelMn B NevyeHu

o AHa/M3 TPAHCMMCCUOHHOU S/IEKTPOHHOM MMKPOCKOMUU
C 3/IEKTPOHHOM CMEKTPOCKOMMUEMN,

» CKaHMpYyoLWWas 3/1eKTPOHHAsA MUKPOCKOMMS C
SHEPreTUYECKU AUCMEPCUBHBIM X-ray aHa/IM30M,

o Kosn4yecTBeHHadA aTOMHas abcopOLUMOHHasA
CMEeKTPOCKOoMNMA



JleyeHne 6on1e3Hn BunbcoHa-KoHoBasi0Ba

1./lneta: UCKIIOUYUTb NeYeHb, LWOKOo1a, Kode, MOJIIIOCKOB.

2. [lnAa BbiBeageHnA meau. [A-neHnumiiaMuH.

MexaHu3M  JeMCTBMA  MEeHUUMANIAMMHA:  co3JaeT  XesaTHble

KOMMJIEKCbI C CONAMM ME€AU M BbIBOAUT C MOYOM.

e [locMOTpeTb KO/IMYECTBO TPOMOOLMTOB KPOBU - €CJIU UX
MeHble 100 - 3To 3Ha4YUT, YTO CeNle3eHKa yBe/IM4YeHa U
MDYHKUUA ee CHMXKEHA, OTYEro UX MaJio CUHTE3UPYETCA-
NNeYnTb NEHNUNIAMMHOM HEJb3A.



NeHnumnaMmH BbI3bIBAET  YCUJIEHME  HEBPOJIOrMYECKOM
CUMMTOMATUKM.

YxyaweHne Hactynaet y 50%, npu 4em 13 HMX Y NOJIOBUHDI
3TO yXYyALlleHMe ocTaHeTcA HaBceraa. pu TuTpoBaHuM A03bl
yxyawatortca 30% naymeHToB

[To604YHbIE 3P PEKTbI: BONIYaHKa, HE(DPO3, MUACTEHMA,
nopa*keHMe KOXM1, CyCTaBoB

/1-NeHnLUMNaMMH HYXKHO TUTPOBATb HE Yallle pasa B HeAento.
[TpUHMMATb Ha FOJI0AHbIU }KENYAOK.

Crapt ot 150-250 mMr B AeHb (TabneTtka 250 mr)

TepaneBTuyeckasa ao3a 1000-1500= 4-6 TabseToK

(600-1200 Mr/cyT), HYXXHO AOCTUIHYTb 3a 4-6 MecAuleB.

MoxHOo 106aBNATb MMPUAOKCHUH 20-40 Mr/cyT



o Ecnu Bo3HMKNA KOXHAA anneprus - OTMEHUTb cpa3y, Aatb 30 Mr
npeaH130/10Ha U TUTPOBATb B ABa pa3a MeaJ/IeHHee,

e Korga aongem Ao 500Mr/cyT - MOXKHO HayaTb CHUKaTb NpPeHM30J10H.

» Bcerpa nepsble 2-3 MecC yxyAlleHue (Yallle TpeMop), HaZo NEPEXUTD,
yJlyYllEHME MOXKET B6bITb BNIOTb Z10 MNOJIHOFO perpecca CUMNTOMATHKM.

« [loKa TMTpyeTcs A03a exXeHeaeNbHo:

06LLMI1 aHaIM3 KPOBU

N

CYTO4YHaA 3KCKpeunuda meaum C MOYOM - AOJ1XKHA NnoBbIWAaTbCA, €CJ/I HET
- A03a MaJla.

Yepes 1-1,5 roga paccocetca Koabuo Kamsepa-®neuiwepa,
YMEHbWMNTCA CYTOYHAA DJDKCKpeuua Meau, YBeJIMYMUTbCA
uepynnonnasmmH. [llocne d4ero /J-neHMUuMiaMMH  MOXHO
yMeHbwuntb go 0 (!), octaBuTb gMeTy M npenapaTtbl UMHKA ANA
CHU)XeHMUA BCaCbiBaHUA Me M.



LIMHK

MexaHu3M AeNUCTBMSA UMHKA: MHAYKUMA UHTECTMHAJIbHOMO
KJIETOYHOr0 METaJI/IOTMOHMHA, KOTOPbIM 610KUMPYET abcopbLmIo
meam m3 KKT

/1ns nevyeHus B TeYEHUE BCEM KM3HM U AN JOCUMITOMHBIX
MAaLMEHTOB JlyYlle UMHK, OH MEHee TOKCHMYeH. Ho JercTByeT o4YeHb
MeJJIEHHO, nepBble 4-6 MecsLEeB ero npMema 60/e3Hb elle
nporpeccupyer.

[Mo 50 Mr 3 pa3a B eHb OTAE/IbHO OT TeTpaTMoMosiMbaaTa U oT
eibl U I6Oro NUTbA, KpOMe BOAbl, MUHMMYM Ha 1 yac.

/lpyron BapuaHT: HAa4YMHAOT C LMHKA no 50mr 3 p B AeHb, Yyepes 2
Heaenu A06aBAAT NeHMunanamMmH 250 Mr B AeHb



e TPUEHTHH - NpU HAANYUU HEBPOJIOrMYECKMX CUMNTOMOB C
HEro He HaymHatoT. [pM NeEYEHOUYHOM U AOKJIMHUYECKOM
bopMe - HaYMHaloT C Hero. opa3ao MeHee TOKCHUYHbIN,
4yeM neHmymnammH. B Poccum He 3apeructpupoBaH, OH
MEHEE TOKCMYHbIM M MEHbLLE NOBOYHbIX 3DPEKTOB.

o TeTpaTMOMONMOAAT aMMOHMSA - HE JIEKapCTBO, 6€3
Ha3BaHWA, AOJIKEH BbIBOAMTb MeAb. MexaHu3M JencTBuS
TeTpatMoMmonuéaata (TTM): dopMMpyeT TPEXCOCTABHOM
KOMMNEKC C Meblo M BEIKOM, KOTOPbIM SKCKPETMPYETCSH C
¥endybto. bbicTpo, MowHo, goporo. Cxema: no 20Mr 3 pasa
B IEHb C €01 1 3 pa3a no 20 Mr mexay eaou, scero 120
Mr/cyT YXyawuamce 3,6%



JleyeHmne 6one3Hn BunbcoHa-KoHoBas10Ba

3. AnnapaTt «BcrnomorartesibHasi MeYeHb».

4. lepecagKa NeYeHM - B JOHOPCKOM MEYEHM
HopMasibHaA m3ocomMasibHaa ATdasza, meab byaet
BbIBOAUTCA, BOCCTAHOBMTCH YPOBEHb
Lilepy/1/ionaasMmHa.

Noche nepecagku MeYeHU HEBPOJIOrMYECKUE
HapyLLUEHMS HE perpeccupyoT.






TUKU

PacnpocTpaHeHHbIX 3KCTPanMpamMMAHbIA CUHPOM.

e TWUKM - OTPbIBUCTbIE HEPUTMMYHbIE JBUMKEHWUA, BO3HMKAT Ha oHe
HOPMaJIbHOM JBUraTe/ibHOM aKTMBHOCTM M  HAMNOMMHAT  parMeHTbI
Lle/IeHanpaBAEHHbIX ABMMKEHUU. TUKUM MOTYT MMUTUPOBATb MPAKTUYECKM
Nto60oe ABMMKEHUE YeI0BEKA MM NI0O6OU 3BYK, M3[ABAEMbIM UM.

s B 90% cnyyaeB nossaAtTca B 5-9 n1et, yactoTa C BO3paCTOM YMEHbLIAETCHA.
TUKM y B3pOCNOro - 3TO BO30OHOBJIEHHbIE AETCKME TUKM WU Apyroe
3abosieBaHMe (xopesa [eHTUHITOHa, KOHBEPCMOHHOE PACCTPOMCTBO).

» | [laToreHes: ngmonatmyeckme, 3tan Co3peBaHUA MoO3ra.

« Y 60/blUMHCTBA JAETEU JepxaTbcA He 6onee 1 rojga, ecnn 6osblue -
XPOHUYECKUE TUKMU:

1. XpPOHMYECKNE MOTOPHbIE TUKMU,
2. XpOHMYECKME BOKAJIbHbIE TUKM,

3. CuHgpom TyperTTa.



« /JlobpokavyecmseHHaa uyesas MUOKUMUSA —
npexoasLime noaeprmBaHMsd MUMMYECKMX MblLLL, YaLle
KpYroBOM MbiLLLbl F1a3a (C 04HOM MU ABYX CTOPOH),
BO3HMKaKOLWME Y 340POBbIX NUL, MPU NEPEYTOMIEHUM,
BOJIHEHMU, MOBbILLEHHOM NOTPEONEHUN KODE 1n
KYPEHUN U He Tpebylouwme cneumduyecKoro leyeHums.
O6bI4YHO NPOABNEHUA JOOPOKAYECTBEHHOMU IUMLEBOU
MMOKMMMM NPOXOAAT B TEYEHUE HECKOIbKMX AHEU MU
HeJe b, HO B NOC/1eAyoWeM MOryT NOABATLCA BHOBb.



CuHapom TypeTTa
(reHepa/Iu30BaHHbIN TUK)



Kopx Anbb6ep dayap bpyTt ’Kuab ge na Typetr
(Georges Albert Edouard Brutus Gilles de la Tourette)
1857-1904

CuHapom TypeTTa — 3abosieBaHME
r0J1I0BHOINO MO3ra, npoABJ/iA0LEECA
B MOJ1040OM BO3pacCTe
XPOHNYECKNMHN MHOKECTBEHHDLIMU
MOTOPHbIMAN U BOKaAJ/IbHbIMU TUKAMMU,
KOTOpbl€e UMEIOT BOJ'IHOO6pa3HOG
Té4eHHne 1 4HaCTo ConpoBOKAAOTCA
NCUXN4eCKMMHU USMEHEHNAMMU,
TakKMMHN, KaK CUHOPOM HaBA34YUBbIX
COCTOSIHMU (0BCECCUBHO-
KOMMYJ/IbCMBHbIM CUHAPOM) U
CUHAPOM HapyweHMA BHUMaHUA U

r’MNepPakTUBHOCTMU.



Crpaganu cMHAPOMOM TypeTTa

[1>xoHcoH CaMtoanb

MouapT Bonbdoranr
Amanen

MpuHy ge KoHpge



CuHapoM TypeTTa

PacnpocmpaHeHHocmb: 0,5-3 Ha 100 000.
[ipeobnafaloT MabymKM:
'COOTHOLLIEHME MaJ/1IbuUKM: 1EBOYKU cocTaBadaeT 3-4:1,
cpeam B3pOC/ibIX TaK e Npeobs1afaloT MYKYMHbI:
COOTHOLUEHME MYKUYMHDbI:KEHLLUUHbI - 2:1
[lebroTupyeT B Bo3pacTe oT 2 Ao 15 net, go 21 roaa.

3% LWKOJZIbHMUKOB.



CuHapoM TypeTTa

AYyTOCOMHO-JOMMHAHTHbIX NMYTb NeEpeaayM.

[IpMYMHOM 3a60NEBAHMA SABAAIOTCA MHAMBUAYAJIbHbIE MM CEMEMUHbIE
XPOMOCOMHble abb6epauun, Bcero onucaHo 400 reHoB, y4acTBYHOLWMX B
naTtoreHese.

TAXKECTb 3ab60/1IeBaHMA Bblle TMpPM  HACNEAOBAHUMM MO JIMHMKM  OTUA,
06CECCMBHO-KOMMY/IbCUBHbIM CUMHAPOM GONIEE BbIPaXKEH MpM Hac/1eA0BaHUU
OT MaTepm.

Ecam oauH 13 poamtenen MMeeT CMHAPOM TypeTTa, TO PUCK Ero pasBMTUSA
y pebeHKa 10-15%.

MOHO3UroTHblE 6/IM3HELbI MMEIT KOHKOPAAHTHOCTb MO CMHAPOMY TypeTTa
50-70%, no Tukam 80%.

ANBUrOTHbIE OIM3HELbI UMEKT KOHKOPAAHTHOCTb MO CMHAPOMY TypeTTa
10%, No TMKam 25%.



CuHapoM TypeTTa

o BauaHue BHewHux ddakTopoB (Kode, KypeHue

Tabaka, aJIkorosb MNpYM OGEPEMEHHOCTM) He
JI0Ka3aHo.

[lcuxonornyeckme BO3AEMCTBUA MIrpaldT  poJib
nposouupyollero dakTtopa, BJAUAIOT HA COCTOAHME
coumasibHOM aganTaumm 601bHbIX, HO HE ABAAIOTCA
NPUYMHOM 3aboneBaHusA. [lcmxoreHHas Teopus
NPOUCXOXKAEHMA B MNPOLLJIOM Obl1a
JIOMUHUPYIOLLIEWN.



o

OcHoBHaA runoTtesa - rMnepakTUBHOCTb
AodbaMMHEPrMYECKUX CUCTEM FOJIOBHOIO MO3ra.
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Israelashvili et al., Mov Disord 2017

B pe3ynbrate BO3HMKAET PacCTPOMCTBO NEPLENTMBHbLIX N KOTHUTUBHbIX

npoueccoB. basasribHble raHmMun reHepupyrT TUKK, YCUITMBAA CBA3b
nepuenuma-genctene. NameHsieTtcss oOMeH rmctamMmHa.




/lpyrme cdakTopbl natoreHesa cuHapoma TypeTTta

o/ /IN30HTOreHeTMYeCcKas rmnoTesa - He3penoCTb CBA3EU
MEX Y 6a3a/ibHbIMM FAHTIMAMM, MPEXKAE BCETO
BEHTPa/IbHbIM CTPUATYMOM, IMMBMYECKOM CUCTEMOMN U
JIOGHOM KOPOM, KOTOpas YMEHbLUAETCS N0 MEPE CO3PEBAHMS
MO3ra, YTO KJIMHMYECKM NMPOABNAETCA YMEHbLUEHMEM
BbIpaXK€HHOCTU CUMNTOMOB 3a60/1EBAHUA Y B3POC/bIX.
CuHapom TypeTTa - MPOTOTMIN HEUPOMNCHMXMATPUYECKOIO
PACCTPOMCTBA Pa3BMTHS.



/lpyrme cdakTopbl natoreHesa cuHapoma TypeTTta

e /AHApPOreHHas runoTtesa (601ee BbICOKas
PacnpoCTPAHEHHOCTb 3a60/1I€BaHMUA Y Ma/IbYMKOB, YCUNEHUE
CUMMMTOMOB B nybepTaTe) — 0coboe B/IMAHUE aHAPOrEeHbI
OKa3bIBalOT Ha pa3BUTUE MNOSICHOU M3BMJIUHDI U
BEHTpaJ/IbHOr0 CTpMaTyMa, KOTOpble UrpaloT Ba*kKHYK poOJib B
perynaumm penpoayKTUBHOIo nosegeHusa. BoenevyeHuem
3TUX CTPYKTYP 0O6BACHAETCA BO3HUKHOBEHME Y BOJIbHbIX
HEeNpPOM3BOJIbHbIX XECTOB U 3BYKOB CEKCYa/IbHOro
coaepxaHuA.



KAMHMKa cMHapoMa TypeTTa

/1ebl0oTUpPYEeT C MNPOCTbIX MOTOPHbLIX TUKOB B
BEPXHEN NONIOBUHE TENA, Yalle BCEro C MOPraHus M
3a)KMYpPMBaHUA, pEXE C ABUKEHUM [OJIOBOM WU

Nie4amm. TUKM HauYMHatOTCH MCNOABO/Ib.
MoTopHble TUKMU npocTble: MOpraHue,
HaMopLUMBaHMe HOCa, 3aXKMypMBaHuUe,

NPULLENKMBAHME A3bIKOM, MOJEPrMBaAHUE [OJIOBOM,
MOXKMMaHUE Nie4YamMu, BTATMBAHME KMBOTA.



KAMHMKa cMHapoMa TypeTTa

JBO/IOUMA TMKOB: JIMLO — LIEeA — MJIEYEBOU MOAC - PYKU -
TYJIOBULLE - HOMMU, HO 3TOT MPOLECC MOXKET NMPUOCTAHOBMUTBLCA Ha
JIOOOM M3 ITaAmMoB.

B pe3ynbtate NoYTHM Y BCEX GOJIbHbIX MOTOPHbIE TUKM BOBJ/IEKAIOT

" JIULO U rOJIOoBY,

Yy ABYX TPETEMU - PYKM,
W NNLLb Y NMOJIOBMHBI - TYJIOBULLE M HOIM.

3TO MHOXECTBEHHbIE WM TeHepasM30BaHHble TMKM (CMHAPOM
TypeTTa - «reHepasM30BaHHbIN TUK»).

OZHOBPEMEHHO MPOMCXOAUT YCJIOXKHEHUE CTPYKTYPbl TUKOB: K
MPOCTbIM  MOTOPHbIM  TMKaM  MNPUCOEAUHAIOTCA  CJIOXKHbIE
MOTOPHbIE U BOKaJibHble TUKMU.



ComaroTonmMyecKkoe pacrnpocTpaHeHue
TUKOB CBA3aHO C 0O bEMOM
npeAcTaBMTENIbCTBA YaCTU TeJla B Kope

Spatial filter

—

L

Voluntary inhibition

Output
\\\

A

€

motor representation

' Cortico-Striato-Thalamo-Cortical Loops l | l Distribution of tics according to central

(face / head / arms > legs)

-> social signalling - > social repercussions

Ganos et al., Mov Disord 2015; Albin, Brain 2017



MOTOpHbIE C/I0XKHble TUKH

- noAanpbirMBaHne, OueHWe cebs B rpyAb, 3XOMNpaKkcus
(NOBTOpEHME KEecCToB), Konpornpakcua (Bocnpom3BeneHue
HEMPU/IMYHBIX  }KECTOB),  BCTPSAXMBAaHME  T[0OJIOBOUM C
OJJHOBPEMEHHbLIM  MOXMMAHMEM  MJe4YaMM,  CrmbaHue
TY/IOBMLLLA, MNOBTOPAOLIMECA 3aMaxM PYKOM MM HOTOMU,
noAnpbirMBaHMe.

Yawe Bcero HabnwAalTCcA MPUKOCHOBEHUA K NpPeAMETaM,
BbICOBbIBaHUE f13blKa, KycaHue ryo (20—25% 601bHbIX).

PaccmaTpmBaHue TMOTOJIKA MU IXOMPaKCHMA BbIABAAKTCA Y
10—15%  60nbHbIX,  KOMpornpakcus  (BOCNpom3BeAEHME
HEeNnpUINYHbIX }ecToB) - Y 5-10% 60/1bHbIX.



BoKa/ibHble TUKMU

[loaBnawTCA 4epes 2—3 ropga nocne BO3HMKHOBEHMA
MOTOPHbIX (B cpegHeM — B Bo3pacte 9—10 ner).

BoKka/sibHble NpoOCTbie TUKM: MOKal/IMBaHUE, dblpKaHbe,
noxpokmBaHme, cBuUCT. CamMbiIM  YacTbiIM  ABAAETCH

MoKaLL/MBaHue - 66% 60/IbHbIX.

CnoXHble BOKaJibHble TUKM MNPUCOEAMHAIOTCA no3gHee — B
Bo3pacte 11—12 net. - 3xonanua (NOBTOPEHME YYXKUX CJI0B),

- nasannanma (NOBTOPEHUE MPOU3HECEHHbIX CaMMM 60JIbHbIM
C/10B),

Konponaausa (NoBTOPEHME HEMPUCTOMHbBIX CJI0B).



BoKa/ibHble TUKMU

« ~Konponanna poctatodHO peako ObiBaeT (okono 14%), 06bIYHO
BO3HMKAEeT B Y3KOM BO3pacTHOM guanasoHe (12-15 net), a yepes
HEeCKOJIbKO MecAUeB UM JIeT CNOHTAHHO 1cYe3aerT.

« YeM rpybee TMKU, TEM Bbillle BEPOATHOCTb KOMPOaAINM.

bosibHbIE C KOMpoNasiMeM Yalle BbIKPUKMBAKOT C/I0BA, OTparkawlume
CEeKCya/lbHble JAEUCTBMS M pacoBble MNpeapacCyKM, OTHECEHHble B
JAHHOW Ky/NbType B JaHHbIM MOMEHT BpPEMEHM K Haubonee
HENpMeM/IEMbIM U NOAABIAEMBIM.

YacToTa Konposaainu 3aBUCKUT OT KYJIbTYPHbIX OCOBEHHOCTEN CTPaHbI
— B Poccumn 8-15%,

B CLLIA - 60% 60/1bHbIX,

B JaHun—y 26% 60/bHbIX,

B ANOHUN — y 4% 6ONbHbIX.



Mcuxmyeckme paccTtpomcTBa nNpm cuHapome TypeTTta

Bctpevatotca y 50% 60ONbHbIX, CUIbHEE CHUXKAKOT COUMAsIbHYO aZanTaumio, Yem
rMNepKMHeEs.

Q6ceccum (HaBA3YMBbLIE MbIC/IM) - MOBTOPSAIOLIMECH, HEXKENIAEMbIE, TArOCTHblE
MbIC/IM, OT KOTOPbIX HEeNb3A M36aBUTbCS YCUIMEM BOJIM (CTPax 3arpA3HEHus,
' NOTPEBHOCTb NPOBEPKU M NEPENPOBEPKM).

KomMnynbcmn (HaBA34YMBbIE AEUCTBMS) - BHELLUHEE NPOSIBIEHME 06CeCCUM, MOTYT
MMETb BWJ puUTyasia (MbITb€ pPYK, MPOBEPKa, OJEBaHME B onpefeneHHOU
NoC/IeJ0BATE/IbHOCTH, NepecyMTbiBaHMe  MNpeAMETOB),  COMPOTUBIEHUE
HaBS3YMBbIM JEUCTBUSAM BbI3bIBA€T BHYTPEHHEE HarnpsKeHue, peanusaums-
YMEHbLLAET ero.

CMHAPOM  HApYyLUEHMA BHMMaHMA U TUNEPAKTMBHOCTU  MpOABNAETCS
HEBHMMATEIbHOCTbIO, HECNoCOGHOCTbIO  AJIUTEJIbHO KOHLIEHTPMPOBATb
BHMMaHME, ObICTPOM OTB/IEKAEMOCTbIO, HEYCUAUYMBOCTbIO, MMMYJIbCUMBHOCTbIO,
HETEpPNEeMUBOCTbIO.



KoMop6buaHble MCUXMYECKME PaACCTPOMCTBA MpU
cuHapoMe  TypeTTa  3HAYMTENbHO  CHMXKAIOT
Ka4eCcTBO XM3HM WM MOryT ObiTb MNPUYMHOM
npeAeBPEMEHHOM CMEPTH

Comorbidities

WIOLOr >cierice A J

l l

Depression, anxiety, stigmatization
Lower quality of life, increased risk of premature death

Meyer et al., Mov Disord 2017; L: Muller-Vahl et al., Mov Disord 2010;
Jalenques et al., Euro Child Adolesc Psychiatry 2017; Jankovic, NEJM 2001



XapaKTepHble YepTbl TUKOB NpU cMHApoMe TypeTTa

1. TUKM HAaNOMMHAIOT OObIYHbIE CMOHTAHHbIE
PM3MONOrMYECKUE ABUKEHUSA, HO COBEPLLAIOTCA HE K MECTY
B KOHTEKCTE CUTYyaumu 1 BpeEMEHU. [1pr1 Yype3amepHou
(dMKcaLumM Ha NoBeAEHNU TUKM MOTYT MMETb BbICOKYHO
TEHAEHUMIO K DOPMMPOBAHUIO NPUBLIYKU MM MOTOPHOIO
Hay4yeHusa KaxKabiM 60/1bHOU MMEET CBOM penepTyap TUKOB,
KOTOPbIM M3MEHAETCA CO BpEMEHEM. BobHOM MOXKET NIerko
MMMUTMPOBATb CBOM TUKM.

2. TMKM 3aBUCAT OT LEEHTPAJIbHOrO MOTOPHOIO
npeAcTaBMTE/IbCTBA.



3./ TUKM 3aBUCAT OT BHUMAHUA, MOTYT ObITb
YaCTUYHO NOJaBJIEHbl BOJIEBbIM YCUJIMEM -
OT/INYME OT APYrUX MMMEPKMHE30B, YTO NPUBOAMT K
ObICTPO BO3HMKAKOLLEMY BHYTPEHHEMY
HaNpAXeHUIo.

4. TUKM COXPaHAKTCA BO CHE - € AJMHCTBEHHbIE U3
BCEX T'MNEPKMHE3OB.



5. TUKW yCUIMBAIOTCA HE TOJIbKO MPpU BOJIHEHMMU, HO U
npu paccnabneHumn. Ux ycuneHme nponcxoamTt npu
nepeyToM/IeHUU, Hea0CbiNaHWUKU, NeperpeBaHmu,
npmeme goaMMHEPrmyYecKmnx cpeacTs.

. 6. TWMKM 3HaUMTENbHO YMEHbLUAITCA, Korja Bce
BHMMaHME 60/1bHOrO0 COCPEAOTOYEHO Ha
ornpeAeneHHoU LieneHanpaB/e€HHON AEATENIbHOCTMH,
KOTOpas MOXET OblTb C/IO}KHOM, HO YETKO
OpraHM30BaHHOW 1 3aHMMATENbHOWU A1 60JIbHOrO.
TUKM YMEHbLLIAOTCA Nocae YynoTpebieHUA aJIKorons,
BO BPEMSA JIMXOPAAKM MM NMOJIOBOU aKTUBHOCTM.



Te4yeHue cMHapoMa TypeTTa

TeyeHne Bo/IHOOOpa3HoOe, C NnepMoamu
' YCUNIEHUA U OCNABSIEHMA TUNEPKMHESA,
MHOrla CO CNOHTAHHbIMU AJINTE/IbHbIMU

pemuccmsamu. C BO3pacTOM BblpaXKEHHOCTb
CMMMNTOMOB YMEHbLLAETCS.



[AMarHoCTuKa

¢ /IMarHo3 KAMHMYECKUMU: HAIMYME MHOKECTBEHHbIX
MOTOPHbIX TUKOB B COMETaHMM C BOKaJ/iIbHbIMMU TUKAMMU
(He o6sA3aTeNIbHO B OJHO U TO e Bpems), CTOMKO
COXPAHALWMXCA Ha NPOTAXKEHMMN HE MEHEEe OA4HOro
roga, Aeo6wT paHee 18-21 roaa.

« Cneumdbryeckmmn 6MoI0rMYECKUM MapPKeEpP
OTCYTCTBYeET.



InddepeHumanbHbIM AMarHos

MWOKIOHYC

anunencusa

' NMapoKcmMamanbHasa AUCKMHE3NA
CtepeoTtmnnum

QyYHKUMOHa/IbHbIE TUKMU
[laHTOTEeHaT-KMHa3HaA AereHepauua
XopeA [eHTUHIrToHa

YnotpebieHne KoKamHa



/IndpdepeHunanbHbii  AMAarHo3 C  (YHKLMOHA/IbHbIMM  TUKAMM

OpFaHM‘-IeCKMe TUKU NpH

Tun aBUXKeHUA

KoHTeKCcT aABUKeHnSA

cuHapome TypeTtTta
dparMeHTapHble, NpoCcTble

JIBUXKEHUS

OTCYTCTBYET UK
He3Ha4YMTeIbHbIM

HanpaBn1eHHOCTb Ha HeT
Luesb MU 0O bEKT

CKopoCTb ABUXEHMUSA

Peneptyap 1
pa3Hoobpasue

pacrnpocTpaHeHue

KopoTKkue, 6bIcTpble,

dasmnyeckue
B onpeaeneHHoe BpemsA

OrpaHMYEHHbIN
penepTyap, CTEPEOTMIMHO

NOBTOPAOLIMMUCA
["nasa-nmuyo 6onblie, Yem

rosoBa-weAa-rnjieyn, 4em
PYKH

DYHKLUMOHA/IbHbIE TUKM

«60NblIME> ABUKEHMS,
NPOTAXKEHHbIE MO
BPEMEHM, CNOXKHbIE,

MHOIoCoCTaBHbIE
Yacto CUTYaTUBHbIE

ABUXKEHUA, HAMEPEHHDbIE
(neanb CTaBU1 Ha CTOJ1 U

Ha pYyKY)
++

MeaneHHble, TOHUYeCKmne

PasHoobpasue

TynosuLe-pyKn-HOIM
60/1blLEe, YEeM rnasa-
ronosa. YacTto ABUXKEHMA
UCKNOYUTENIbHO C/I0XKHbI.



/IndpdepeHunanbHbii  AMAarHo3 C  (YHKLMOHA/IbHbIMM  TUKAMM

MauneHT
OTTa/IKUBAIOLIMU U

6ecLepeMOHHbIM

U To, 1 gpyroe

+++ Y +++

ObLaeTca Uan HeTt

KonpodeHOMEHbI

Havyano 3a6osneBaHuAa

KOMOpPOUAHOCTb

dpdeKT
HEeMpO/IeNTUKOB

C TpyaoMm, He Bcerga

KopoTkue cnoBa,
pernepTyap orpaHu4eH

PaHHWM LLKOJIbHbIN
BO3pacT
O6ceccmBHO-
KOMMYJIbCUBHbIM
CUHAPOM U CUHAPOM
AeduumTa BHUMaAHMA
MU TUNPEaKTMBHOCTU
a

+++

+++, nanHHble

CJI0BA UJIN KOPOTKME
BbICKa3blBaHMA TUMA
«Tbl TaKOM ypoa>

Yacto nocne 18
TpeBora, genpeccua,

paccTpoMCcTBa
JIMYHOCTM

HeT



[MpuHUMNbI BeaeHUA

e MeanKaMeHTO3Hoe ie4yeHue

¢ Oby4yeHue noBeaeHMI0, CAMOKOHTPOJIIO (CoBepLIaThb
KOHKYpMpYyoLee ABM}KEHUE NPU NOABIEHUM
OLLYLLEHUA, NPeBAPSAIOLLErO TUK), CAMOPErYALMM,
pelakcaLmu.

» JleyeHne KOMOpPOUIHbIX PaCCTPOMCTB
 boTtynnHoTepanmsa

« [nyboKas cTUMySIALUMA MO3ra - YacTMYHas,
BO3/J1€MCTBME Ha BHYTPEHHUM CErMEHT 61e4HOrro Lapa



JleyeHne cuHapoma TypeTtTta

B 25% cny4yaeB pebeHKa 1e4YnTb HE HYXKHO, HYXXHO JIEeYMTb
NCUXMYECKOE HE3J0POBbE B BUAE YYBCTBA BMHbI Y
DOAMTENEMN.
by JeTeN NPUMEHAIOTCA LEeHTPa/ibHble asibdpa2aroHMCTbI -
KNOHUAMH, ryaHMdaLMH.

Henponentnku, 0CO6EHHO NPU HAZIMYMKM BOKaJIbHbIX TUKOB -
Cynbnupua, TMonpua, pUMcnepuaoH, NMMo3na,apmnmrpason.
TeTpabeHas3uH, TonMpamar, ApOoHabUHON

Apyrve npenaparTbl: K/I0Ha3enam, 6aknodeH, peHnobyT,
NleBeTupaueTam.



Xopes

¢ Xopes (rped. choreia — nnscka) npeacTtaBaseT coboum
CPaBHMTEJ/IbHO ObICTPbIE, HEPUTMMYHbBIE, TOJTYKOOOPa3HbIE
M HEKOOPAMHMUPOBAHHbIE HACU/IbCTBEHHbIE ABUXKEHUA,
BO3HMKaoLWMe 6ecnopago4HO B pas/IMYHbIX YacTAX Tena.

B runepkuHes BoB/IeKaeTCA NPOKCMMAIbHAA U AUCTa/IbHaS
MYCKy/laTypa KOHEYHOCTEM, aKCMaJibHasA, MMMMYECKaS
MYCKy/laTypa,  MbllLUbl  fA3blKa, T[J/IOTKM, TOpPTaHU MU
amMadparmbl. Y  60JIbHbIX MNOABNSETCA HeecTecTBEHHas
MMMMKA, FPUMACHMYaHbE C 6ecrnopAAoYHbIM 3arKMYpPUBAHMEM

rnas, HaMOpLIMBaAHUEM  N16a, BbINAYMBaAHUEM ryo,
NPUYMOKMBAHMEM.



Xopes

o /YcunuBaeTtca - Npu BOJIHEHUU, MHTEHCUBHOM YMCTBEHHOM
NEeATENbHOCTU, NMPU NEPEMEHE MOJIOXKEHMS Tela BO3HMKAET
BCMJIECK HEMPOM3BOJIbHbIX ABUXKEHMM, HOCALLMM XapaKTep
ABUraTesibHon 6ypu. MonbiTKa yaep»KaTb rMNEpPKUHES
YCUJIMEM BOIM YJAETCA JIMLb HAa HECKOJIbKO CEKYH/ M
TO/IbKO YCMIMBAET C/IeAYIOLMM 3@ STUM JBMIraTe/IbHbIN
MApPOKCH3M.

* \ YMeHbllaeTCAa - B COCTOAHMM NMOKOA U MNOJIHOCTbIO UCcYe3aeT
BO CHe.



KnaccudurKkauma xopeu

¢ Bo3pacTt Havyasa: AETCKUM, paHHUMN MU
No3JHUM B3POC/IbiM

" | « TeyeHue oCTpoe UM NocTeneHHoe

» PacnpocTpaHeHHOCTb: remMmxopes,
KpaHModaLmaibHasa/ 0poJIMHIBaibHaA,

reHepa/in3aoBaHHaA

o\ ITUOJIOMMA: HacNeACTBEHHAA UM
NpMobpeTeHHas.



HereHeTu4yeckmne npmymUHbI Xopeu

1. AMMyHHO-0onocpeaoBaHHble: xopea CnaeHrama, CKB,
aHTMdDOCHAUNUAHBIM CUHAPOM, NApPaHEONNACTUYECKUM CUHPOM.

2. JlekapCTBEHHO MHAYUUPOBAHHbIE: 1eBOJ0MNna, arOHMUCTbI
A0(MaMMHOBbLIX peLenTopoB, NCUXOCTUMYNATOPLI, BKJIOYMAA KOKanH, A3,
BktoYaAa BIP 1 KBM, TpUUMKAMYECKME aHTUAENpeCcCaHTbl, 6aK/1I0(peEH,
6/10KaTOpbl Ka/NbLUMEBbIX KaHa/I0B, IMTUM, CTEPOU/bI, BKJIOYAS OpaJibHbIE
KOHTpauenTmMBbl, TEOOUNIMH, AUFOKCHUH, LMKIOCTOPUH

3. UHdeKumn: BUY, 6onesHb Kpenudenbta-Akoba, Ty6epKynes, Kopb,
MMKOMNa3MeHHasA MHEBMOHMA, NapBOBMPYC

4. MeTtabosiM4ecKne U ropmoHaJibHble: rMnepTUpeos, rmno u
FMNEepr/iiMkemmus, 6epeMeHHOCTb

5..CocyamucTblie: ULLEMMYECKMN M FTEMOPPArMYECKUM MHCY/IbT, 6BONIE3Hb
MOMSI-MOMSA, XOpes MNoc/ie WYHTUPOBaHMS



Y nallMeHTa C Xopeeun Yalle BCEro UMeeTCcsl Xopes
[[eHTUHITOHA, peHoKonuun - 1%

Suspected HD cases HD phenocopy cases Genetically diagnosed
phenocopy cases

SCAl7
\ Friedreich
ChAc
. SCAS8

@ Prion

“ax @i

CYorf72 HDL2

HD 99% Undiagnosed 98%



CeHUNbHaA xopen

BcTpeyvaeTca y amy ctaplue 60 ner.

Cnopagmnyeckoe 3aboneBaHMe. ITHMOJIOTUA U NaTOreHes
3a00/1eBaHUA HE YCTAHOBJIEHDI.

HeT ceMenHoro aHamHesa, AeMeHLUMH, NCUXO30B.

B KJAMHWMYECKOM KapTUHE Yy O6ONbHbIX MMEET MeCTO
XOPEUMOPMHbIM  TUNEPKUHE3,  KOTOPbIM  pa3BUBAETCH
MCMNOABOJIb, OTMEYaeTCA O0ObIY4HO B KOHEYHOCTAX M
opodalMaibHOM MYCKYy/lAaType M XapaKTepM3yeTcA OYEHb
Me//IEHHbIM NPOrpeCCMpOBaHMEM. BblparKeHHOCTb
rMNEPKUHE3A MUHMMaJIbHAA MM yMepeHHas. lNcmuxmyeckue
M3MEHEHUA AN1A CEHMIIbBHOW XOPEN HE XapaKTEPHbI.



PeBMaTnyeckaa xopea CngeHrama

Bo3pacTt Havana - 8-13 net. [leBo4KM 600€10T B 2 pa3a valle.

MaToreHes: MHAYKUMA FEeMOJIMTUYECKMM CTPENTOKOKKOM A cneumdudecKkmx
aHTUTE/l, NEPEKPECTHO pearnpyrlmx C aHTUreHaMM HEMPOHOB XBOCTATOro M
CybTanaMmM4eckoro fJ€ep U Bbi3blBalOLMX NOBPEXAEHUE AaHHbIX cTpyKTyp LHC;
PEaKTUBHbIM BaCKY/IMT MENKMX apTEPUM MO3ra.

3aboneBaHue Ha4YMHAETCA OCTPO MAM MOAOCTPO Ccnycta 2—6 mecAaueB nocne
NnepeHeceHHoOM CTPENTOKOKKOBOW MHMDEKLMU UIM 06OCTPEHUSA pEBMATM3MA.

KnuHMYecKaa KapTuMHA: XOpEMYECKUM TMNEPKMHE3, OXBATbiBAKOLLEr0 MbILLLIbI
JMUA, A3blKa, 0TKM, KOHEYHocTeM, Auadparmbl U TynoBulla. OCOBEHHOCTb:
6osiee nNNaBHbIK, YemM Npu xopee [EeHTUHITOHA, XapakKTep HACUNbCTBEHHbIX
JIBUKEHUM, C HAKJIOHHOCTbIO K 3aCTbIBaHMIO B KOHLE ABUXKEHMS.

[naBHOe - WHMEKUMOHHBIM aHAaMHE3, Ha/MuMe Yy 6OJIbBHOrO CMCTEMHbIX
NPOsABNEHMIA PEBMATM3Ma: PEBMATUYECKOro 3HA0-M MMOKapAMTa, NOMapTpUTa, a
TaKXXe€ Ha/anuMe NabopaTOpHbIX MPU3HAKOB AKTMBHOCTM PEBMATMYECKOrO
npoliecca.



PeBMaTHn4ecKasa xopes

biaronpMaTHOE TEYEHME M CMOHTAHHbIM PErpecc: CpeAHsa AIMTENIbHOCTb
CMMMNTOMOB COCTAB/ISIET OT 3 A0 6 HeAelb, 06bIYHO HACTYMNaeT MoJIHOE
BbI3/JOpPOBJIEHME.

JleyeHne Manom xopeu ABASETCA KOMIMIEKCHbIM. B ocTpom nepuoae

' 60/1bHOM NEPEBOAMTCA HA NOCTEJIbHbIM PEXMM U JOJI)KEH HAXOAUTHCA B

TUXOM KOMHATE, MAaKCMMa/IbHO M30JIMPOBAHHOM OT PE3KUX NMOCTOPOHHMUX
BO3/1EMCTBUM.

C uenbio KynMpoBaHUA r’MNEPKMHE30B Ha3HAYalTCA cegaTMBHbIE
npenapaTbl (beH30aua3enuHbl, BaabnpoaTt HaTpus, Kapb6amasenmH). B
6onee TAXKeNbIX C/yYaaX MOryT UCrMOJIb30BaTbCA KOPTUKOCTEPOUDI.

[podpmnakTnka - 6uumnamH-5 B gose 1,5 man EA 1 pas B Mecay, B TeyeHue
10 \1eT nocsie peBMaTUYECKOM IMXOPAAKM.



/lo6poKkavyecTBeHHaA ceMeuHas xopes

¢ - ayTOCOMHO-AOMMHAHTHaA,
e pa3BMBAETCA B NepBble rodbl }XU3HMU,
e peaKoe 3aboneBaHue (2 caydad Ha 1 MJH),

e COYETAeTCS C MATKMM KOFHMTMBHBIM CHUXKEHUEM U
3KCTpaHeBpa/IbHOM MATO/I0rMeEN: 3a60NEBAHUA JIETKMX
1 TMNOTMPED3,

e K 20 rogamM CM/IbHO yNy4LLAKOTCA U HE NPOrpeccMpytorT,
MPT - Hopma.

« \OnucaHa B IMTEpPATYpPE Ha NMPUMEPE HECKOJIbKMUX
NIECATKOB CEMEM.



eHbl NapoKCcM3Ma/ibHbIX AMCKUHE3UM, KOTOPbIE
Hago auddepeHUMpoBaTb ¢ Xopeeu TeHTUHITOHa

»/ KMHe3noreHHaa napokcusmasibHas
.| AnckuHesns PKD PRRT2 2011

» [lapoKkcnamManbHaa AUCKUHE3UA
MHAayumpoBaHHaa asuxkeHnem PED GLUT1
2008

 [lapokcuM3amanbHaa HEKMHE3UOreHHas
avcknHesna PNKD MR1 2004



[lapoKkcrM3MasibHas AUCKMHE3MNA -
3nNM3oaMyYeckas, MHTEpPMUTTMPYIOLLLAA,
npUcTynamm

Peakoctb. PacnpocTtpaHeHHoOCTb 92 Ha 12,063 ctapwe 19
net (0,76%)

[lpeAOMMHAHTHbIE CUMNTOMbI AUMCTOHMA 15%, Xopesa 15%,
coyetaHue 70%

HyXHO anddepeHumpoBaTtb C ApyrMmu
NMapOKCM3Ma/IbHbIMX PAacCTPOMCTBaMM (3NM30aM4YecKasn
aTakcuA)

TpU OCHOBHbIX TPMITEpPA: BHE3AMHOE JBUXKEHME,
NJIMTENbHAA U3MYECKasa Harpy3sKa, ajkorosib 1 Kode.



BTopuyHble NapoKcu3mMasibHble AUCKMHE3NU, MPUYMHDI

o - pacCeAHHbIN CKIepo3
* -UHCY/bT
« -TpaBMa

e -UHPeKummn, BHNY

s -TUPEOMAHbIE U NAapaTUPEOMIHbIE
3ab60/1eBaHUA

* - MCHUXOIreHHble



[ eHTUHI TOH-peHoKonuu - Huntington disease like
disorder (HDL)

« HDL 1 - okTanenTuaHble NOBTOPLI
insertion PRNP reH

e HDL2 - OHKTOMUIUH 3 FEH,

 HDL4 cnnHouepebennapHada atakcua 17
™na (SCA), reH TBP

« HenpodeppmtmHonatmm

e HEMPOAKAHTOLIUTO3



HepoakaHTOLMTO3 - 3TO CUHPOM

« JlabopatopHasa AMarHoCTMKa
IaHHOr o 3a60/1eBaHMSA
6a3mnpyeTcsa Ha BblSBJIEHUM
aKaHTOLMTOB B CBEXEM MasKe
nepudepruyecKon KpoBu;

e MArHOCTMYECKM 3HAYMMbIM
cYMTaeTCa obHapyKeHune bonee
15% M3MEHEHHbIX 3pUTPOLIUTOB.




HenpoakaHTOLMTO3

e XOpPE0aKaHTOLUMUTO3
o CMHApOM Maknieoaa

e [@HTUHITOHONOAOOHOE 3ab0/1EeBaHUE 2
TMNa

» HeMpoaereHepaTuBHOE 3a60/1€BAHME,
aCCoOLMMPOBAHHOE C MAaHTOTEHATKMHA30M



XopeoHeUnpoaKaHTOLMTO3

Tun HacnenoBaHMSA ayTOCOMHO-peLeccHBHbIM reH VP 13A
3aboneBaHMe HauynmHaeTca obbIvHO nocne 20 ner.

xopes,

OpPOMaHAMOYNIAApHAA  AUMCTOHMA: AMUCTOHMA  elbl, BOKaaM3aums

(coneHne, npuxprKMBaHUE, MUKOTa M T.M.), AU3APTPUA, TUKMU
NAapPKMHCOHU3M,

dKCOHaJ1bHaAA FIOJ'IMHel\/JIpOI'IaTMFI

O4YyeHb TMMUYHO MPUKYCbIBAaHME fi3blKa M HaJIKyCbIBaHWE C/IM3UCTOM
0060/104KM pTa.

MN3MeHeHMEe NOXOAKM: TY/OBULLHbIE CMa3Mbl, HEYCTOMYMBOCTb
[eHepa/IM30BaHHbIE MMUMIPUCTYMb

KorHUTMBHbIE HApyLLEHUA HE 0653aTe/IbHbl



[NaHTOTEeHaT KMHa3HaA HeupojgereHepaum

yKeneso oTKnagblBaeTca B MO3re
B3pocsioro. bharogaps
CNOCOBHOCTM XKenesa oTaaBaTb
3/IEKTPOH KUcCsiopoay,
NOBbILLIEHHbIM YPOBEHb KeJie3a
NPpMBOAUT K POPMMPOBAHMIO
MMAPOKCUIbHBIX pagMKaios U
FMAPOKCUNBbHOro aHuoHa - N0/l

B Mo3re Katasasa u
rII0TaTUMOHOBAA NMepokcmaasa
ObICTPO KOHBEPTMPYIOT NEPEKMCH
B BoAy, no3ToMy B HopMme 10/1 B
MO3re MMHMMaJILHO.

MPT - «rnasa turpa»

Pantothenate Kinase-Associated-
Neurodegeneration (PKAN)




TOKCHMH MHAYUUPOBaAHHbIE

TUMNEPKNHE3DI

/o Megb
H » JKeneso

» MapraHel, -

3(EAPOHOB | e
ble '
HapKOMaHbl




Xoped [ eHTUHIToOHa



AxopaxK [eHTUHITOH
( George Huntington,
9 anpena 1850 —

3 MapTa 1916)

| AMepMKaHCKMM Bpauy,
JIOKTOp MeAnLMHBbI,
- B 1872 rogy nepBbIM Aan
| KJIACCMYECKOE OMMCaHMe
3a60/1€BaHUA, HA3BAHHOIO B
ero Yectb — 601€3HU
[ @HTUrHTOHA (XaHTUHITOHA)




XopeA [ @eHTUHI TOHa

PacnpocTpaHeHHoe 3a6oneBaHue - 12 Ha 100 000 cpeau
npeacTaBuTenen 6enom pacbl, Hocutenen 36 Ha 100 000.

TunuyHaa MmaHmdectauma He paHee 30-50 neT - TMNMYHBIM NPUMEpP
BO3pacT—3aBUCMMOMN MNEHETPAHTHOCTU MM 3a6071EBAHUA C MO3AHUM
Ha4a/ioM

CpeaHnn Bo3pacT MaHudecTaumm 41 roa
PaBHO BCTpeYaeTCa Y }eHLWUH U MYXKUMH.
CpeaHasa NnpoAoIKUTENbHOCTb 60s1€3HM 15 neT

AyTOCOMHO-A0MMHAHTHbIA TUMN HAac/1IeA0BAHMA C MOJIHOM
NEeHeTPaHTHOCTbIO MYTAaHTHOIO reHa.

Fen A/l 4p16.3

[MpOAYKT reHa: XaHTUHITUH



[laToreHes xopeu [ @éHTUHITOHA

[eH XaHTUHI TMHA COAEPKMUT BbICOKONMOAMMOPMHBIM TPUHYKIEOTUAHDIM
CAG- noBTOp B 5-KOHUEBOM 3K30HE. Y 60/IbHbIX AJ/IMHA MOBTOpa
aHOMaJIbHO YBe/IM4YeHa (3KCMaHCKA), BO3MOXKHO, B CBA3U C
npockanb3biBaHneM [AHK-nonnmepasbl BO BpeMAa cnepmaToreHesa. B
MPHK CAG KoaupyeT raytaMmH, M SKCNaHCKMA AaHHOro
TPUHYK/IEOTUAHOIO NOBTOpPA OTParKaeTcsl B 6e/IKOBOU MOJIEKY/IE B BUAE
NOJINr IYyTAMMHOBOIO TPakKTa. JTO B/IMAET Ha paCTBOPUMOCTb besiKa
XaHTUHI TMHA, BbI3blBas €ro ocaxkAaeHue BHYTPU Uau B6IM3U agep
HEMPOHOB, B 0COBGEHHOCTM HEMPOHOB MNoJjiocaToro Tena. Jderpagaums
arperata 6eska npoucxoamT 3a cHeT arnonToTMYEeCKoro epmeHTta
Kacnasbl, YTO CO3/1aéT TOKCMYHbIX NPOAYKT, YOMBAIOLLMIN KNETKM,
BbI3blBad HEMpOJEereHepaTMBHOE 3a601€BAHME C NO3AHMM AEGIOTOM.

» \ XI' - npoToTMN 601E3HEN IKCMAHCMMU MOSIUITYTAMMHOBbBIX TPAKTOB,
BKJ1I0MaA CMHoUepebenisipHble aTakCuM 1 6onesHb KeHHeam



XopeA [ @eHTUHI TOHa

AKCNaHCUA TPUHYKNEOTUAHbIX MOBTOPOB (HapacTaHMEM YMCaa Komnmm
LAl -noBTOpPOB MYTAHTHOIO reHa) NpMBoAMT K PEHOMEHY aHTMUMNAUMMU - B
cneayouwmx NOKoNEeHMAX 3aboieBaHue MaHUdeCcTMpyeT B bosiee
MOJIOOM BO3pacTe U XapakTepmusyeTtcs 60s1iee ObICTPbIM
nporpeccupoBaHueM. lpoasnaeTt aHTUUMNALMIO NPU Hacle40BaHMM OT
oTua.

« B pe3synbTate comatnyeckom HectabuabHocTu AHK KonmnyecTBo
NOBTOPOB TPUMIETOB YBEJIMUMBAETCA B TEYEHUE KU3HMU.

« [MnoTtesa: AMHamMuyeckoe nospexgeHne [JHK 6onee BepoATHO, YEM
NOCTENEeHHOE HaKOoMNJIEHME HernpaBU/IbHO CBEPHYTOrO NMpoTENHA, YTO
06BbACHAET No3gHee Hayasio U NOCTENEHHOE NMporpeccMpoBaHme
3a60/1eBaHUA.



PeHoTHUNbl 60/1e3HM [ @HTUMHITOHA

deHoTHN Konnyectso Oco6eHHOCTH
nosTopoB CAG

HOpPMaJibHbIM MeHee 26 /ln1Ha noBTOpPOB B MENO3E
CTabubHa

HOpMaJibHbIN 27-35 «npemMyTtayma»,
HecTabu/ibHasA B OTLLOBCKOM
Meno3e

HusKkoneHeTpaHTHaa  36-39 Mo3aHuM aeboT Uan

Xr Heno/IHaA NeHEeTPaHTHOCTb

[MonHoneHeTpaHTHaa  bonblie 40 [loABneHME CMMNTOMOB B

XI cpegHem B 41 roa

X[ ¢ 1OBEHU/IbHbIM bonbue 55 [loaBneHne cMMNTOMOB A0

NebToM 20 net



KJIMHMKa Xopeu [ eHTUHITOHa

XapaKTepHa MHOrosieTHAA cTaaua «npepbosesHu»: MoBbllEeHHAS
BO36YIMMOCTb, 06LLl@aA rMNEepPaKTMBHOCTb, JBMraTe/lbHoe 6eCnoKOMCTBO,
M3MEHEHMA B 3MOLIMOHAJ/IbHO-BOJIEBOU chepe (Aenpeccusi, TPEBOXKHOCTb,
3MOLMOHaJIbHas HEYCTOMYUBOCTD).

Ha paHHeM cTagumM 60NIe€3HM TMMNEPKUHE3bl MMET  HU3KYIO
amMnauTyay, HabAwAalTCs B AUCTaJIbHbIX  OTAENax KOHEYHOCTEM,
MMMMYECKOU MYCKYNaType, s3blKe.

BosibHble MOryT Ha KOpPOTKOE BpeMs MOAABJIATb HACMJIbCTBEHHbIE
ABUXKEHUA. B panbHeMIIEeM rUNepKMHE3bl HapacTaloT Mo aMMMTyae,
CTAHOBATCS Pa3MaLLUCTbIMM, reHepa/iM30BaHHbIMM 7
HEKOHTPOJIMPYEMbBIMM.

M3MeHAETCA NOX0AKa, MUMMKA, KECTUKYNALUMA, PEYb U NOYEPK.

[To Mepe nporpeccmpoBaHMA 601€3HU B0JIbHbIE TEPAKOT CNOCOOHOCTb
CaMOCTOATE/IbHO nepeaBMraTtbCa U 006CNyKuBaTb CebA.



« lOBeHubHaA dpopMa BcTpevaeTca B 5-10%,
NpoABAAETCA aKUMHETUKO-PUTMUAHBIM
CMHAPOMOM, 3MMNENCUEN, MMOKIOHYCOM. B
80% cny4yaeB 1OBEHU/IbHAA (bopMa HacsieayeTcH
OT OTUA, Y TAKUX 60JIbHbIX OCOOEHHO AJ/IMHHbIE
annenn CAG- noBtopa

 Korpga Bce HaunHaeTcs - 3a 10 net A0 Ha4vana
3a00/1EBAHMA CHUXKAETCA CKOPOCTb TOMaHbA,
KOppe/IMpYeT C CTpMapHOM aTpodHen U
pa3pyLUEHMEM KOPTUKOCTPUAPHbIX CBA3EN.



KAMHUKa xopen ' eHTUHI TOHa

/lemMeHuma:  3amMeaieHUEe KOTHMTMBHbIX (YHKUMM, CHMMKEHUE
MaMSTH, OoC/labNeHME KPUTUKM, anaTus,

U oagHOBpPEMEHHO — COXPAHHOCTbKO MOHMMaHUA U MPOAYKUMAN pPEYU,
OTCYTCTBMEM alrHO3UNU.

Ha paHHMX cTagmsax 3a6oieBaHMs 60/IbHblIE MOTYT ANUTENBHOE BPEMS

COXpaHATb  NMpodecCUOHas/lbHble  HaBblKM, HO, MO  Mepe
NporpeccupoBaHms MpoLiecca, pa3BMBAETCS TOTasibHaA AEMEHUMA C
pacrnazom JIMYHOCTMH.

/lenpeccua, HEpeKO — CyMUMAabHbIE MOMbITKM.
[anoUMHaTOpHO-6peoBbIe NMCHUXO3bI.



BromapKepbl Xxopeu [eHTUHI TOHA

OueHKa MOTOPHbIX (PYHKLMM CHM)KEeHMe CKOpPOCTH ToMaHbA, CHUJibl MbILLL,
BO3MOYHOCTH AepKaTb A3bIK HENOABUXKHO

OUEHKa KOrHUTHUBHBIX (YHKLMIA L7 Tok o B (0N 123 i O ETE Y F!

CtpyktypHaa MPT YMeHbleHne obbema cTpmatyma 3a 15-20 net
A0 Havana (Ha 3-4% exeroaHo). lpu paHHEM
Ha4va/Jie noBpeXxgaeTca 6eoe BewecTBo

Anddy3nMoHHO-B3BELLEHHAsA HeHopMaibHaA opueHTauua HepPBHbIX
MPT BOJIOKOH, HapyLleHa MHTerpauma 6eaoro
BellecTBa M NOAKOPKOBOro CEporo BeLlecTsa

MPTcnekTpocKonus HeHopMaibHaa MeTaboimyeckas akTMBHOCTb

HenpodunameHTbl Nerkmx Koppenupyet ¢ 06beMOM Mo3ra
NPOTEMHOB B NJja3sme

MapKepbl BocnasieHuA N/16, BDNF
\
Zeun et al 2019, Ghosh and Tabrizi 2018



TeyeHue U AMarHocTuKa 6one3Hn [eHTUHI ToHa

[iporpagMeHTHOEe TeYeHuUe.

BosibHble 06bIYHO NOrMBAOT OT MHTEPKYPPEHTHbIX 3a60/1EBAHUM

yepe3 15—20 neT oT MOMEHTa NOABNEHUSA NEPBbIX CUMIMTOMOB.

"~ TUNWUYHOM NPUYMHOMN CMEPTU ABNAITCS CyMLUMAAJIbHbIE

NENCTBMS, 0OYC/IOBNIEHHbIE AENPECCUEN.

e /lMarHocTMKa: Hanbonee CoBEPLUEHHbIM METOAOM ABNAETCH
/IHK-TectupoBaHue c nccnegoBaHmem TpuHykneotmaHoro CAG
-yyacTKa reHa. O6Hapy:XeHue 3KCNaHCUM TPUHYKNEOTUAHBIX
noBTopoB B reHe (cBbiwe 40 konmn CAG -Tpunnetos)
No3BOJISET C abCOJIIOTHOM TOYHOCTbIO NOATBEPAUTL HaIMYME
MyTaLUMK.



MlaToreHeTn4yeckoe e4yeHUue xopeu
[ @HTUHI'TOHA

 Moandpunkauma AHK (ASO), mogmndumkauma
PHK ¢ noMoLLbio aHTUCMbIC/10BbIX

OJIMrTOHYK/IEOTM0B.

o MHrMOUTOpPBLI Kacnas.



JleyeHne aHTUCMbIC/I0BbIMM OJIMFOHYKJ/1eo0THUuAaMU

e AHTUCMbICNIOBbIE OJIMFOHYK/IEOTUAbI AOCTaB/IAIOTCA B
KJI€TKY NOCPeACTBOM JIMMOCOM M YTHETAT SKCNPECCUIO
[EHOB Ha CTaAMM TaHCNAUMK. B oCcHOBE NeXXuT
cneumpnyeckoe CBA3blIBaHME aHTUCMbICI0BOrO

'O/IUFrOHYK/1IeoTnaa ¢ MULLeHbo MPHK.

»  TomuHepceH (genctytowasa cybctaHuma IONIS-HTTrx ) -
3TO AaHTUCMbIC/IOBOM OZIMIOHYKNEOTUJ, BTOPOrO NMOKOJIEHMS,
HarnpaB/IEHHbIXM Ha Y€/I0BEYECKMM FTEHTUHITUH. Bbi3biBaeT
Hea/l/Ie/IbHOEe CENIEKTMBHOE reHHoe MoJi4YaHue. Beoautcsa
MHTPATEKA/IbHO, NMPOM3BOAMTCA JItoMBaIbHAA MYHKLUMSA, TaK
Kak remaTtosHuedamyeckum 6apbep NpeososieTb He
MOXKET.



AHTUCMbICNOBbIE aHTHUTENA Antisense oligonucleotides -
15-25 HaHOMeTpoB nocsiegoBatesibHocTM AHK, KoTOpble
KOMMaeMeHTapHO cBA3biBaloTcA ¢ PHK M npeKpalwatot
TPaHCKPUNLUMIO NATOJIOrMYECKMX BE/TIKOB




[pokcHMaibHaA MoAMdUKALMA 3a601€BAHMS

, MANA

Tramcriwoo b N ,
Ribosome Ammo acids Protein Ribasome Amino acids Protein

Proximal disease modification:

I) suppress transcription

2) enforce degradation of mRNA transcripts
3) clear the protein

1) The DNA sequence of a gene is transcribed into mRNA.
2) mRNA is translated into the protein.



JleueHne xopeun [ @eHTUHI TOHa

CuMnToOMaTHU4yecKoe ieyeHume

TeTpabeHa3nH (HOPMOKMHE3TUH) MHIrUbUpyeT
BE3UKYNAPHbIE NEPEHOCYMKM MOHOaMMHOB 12,5-50
Mr/cyT

[IpoTMBOAEMEHTHbIE Npenaparhl.
AHTngenpeccaHTtbl (CMO3C).

ATUNUYHBIE HEMPONENTUKN: cepoKBeb 25-100 mr,
asanentuH 25-150 mr



B npoLuiom 60/1bLLIMHCTBO SKCTPanupamMmMaHbIX
PACCTPOUCTB CYMUTAJIUCb NMCHUXOTrE€HHbIMM:

BaprabenbHOCTb U AMHAMUYHOCTb MMNEPKMHESOB,

3aBMCUMOCTb BbIPAaXEHHOCTU OT ABUMKEHMUM, NO3bl,
3MOLIMOHAJIbHOTO COCTOAHMSA,

YacTo MMetoTCca 3MOLMOHAJIbHbIE PACCTPOMCTBA.

[cMxoreHHble rMNepKMHE3bl BCTPEYaTCa pejKo.



[McuxoreHHbIM TMNepKMHEes

BHe3anHoe HayvaJso.

/1e610T ¢ DGUKCUPOBAHHOM MO3bl.
OTCyTCTBME NPOrpeCcCUpPOBAHMUA.

CrnoHTaHHblIe peMUCCUM (BOSITHOOOPA3HOE TEYEHUE C AJINTE/IbHBIMM
BHE3anHbIMKU PEMUCCUAMM).

dnoKTYyaumMa npm oCMoTpe.

HecooTBeTcTBME ABUraTE/IbHOIO PUCYHKA M3BECTHLIM CUHAPOMaM,
HEeOoObIYHbIE ABUKEHUS.

®eHOMEH CeNIEKTMBHOM HECOCTOSITE/IbHOCTH - HE Xo4AuT, HO 1eKa aKTUBHO
ABUTae€TCA U NnepeBopaynBaeTCA.

PeHTHOCTb.

HenepeHocMMOCTb U/UAM NOJIHAA PE3UCTEHTHOCTb K CTAaHAAPTHOM
TPaZAMLUMOHHOMN Tepanuu.

Hannume «uctepuyeckoro» napTHepa



CNACHUBO 3A BHUMAHUE



