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KpacHoBa HaTtaAums



boAe3Hb [lapkmMHCOHa

® [lapKMHCOHM3M — 3a60AEBaHUE HEPBHOM
CUCTEMbI, XapaKTEepMU3YIoLLLeeCS
APOXKaTEAbHbIM TMMEPKUHEIOM,
06e3ABUXKEHHOCTbIO, MOBbILLEHUNEM
MbILLEYHOrO TOHYCA.

® [eHeTn4yecknn aedeKT obHapyKeH Ha
AAVHHOM NAeYe 4-11 XpOMOCOMbI (reH,
KOAMPYIOLLMM a-CUHYKAenH, AoKyc PARK 1),
4-11 XxpoMoOCOMBbI (FreH, KOAMPYIOLLLUM
YOUKBUTUHKOKapOOKCUIMAPOAA3Y, AOKYC
PARK 5), Ha 2-i xpomocome (rokyc PARK 3).



KAaaccmoukaums:

|. Mamonatmnyeckmit (nepBmYHbIN)
NapKMHCOHM3M: Boae3Hb [lapKMHCOHa 1
IOHOLLECKUU MAPKUHCOHU3M.

2. CuMnTOMaTMYECKUM (BTOPUYHDIN)
NapKMHCOHM3M (3a60AEBaHUA FTOAOBHOIO
MO3ra):

® COCYAMUCTblE MOpaXKeHUS

® MHPEKLUMOHHbIE 3a60AEBaHMS

® MHTOKCUKALMU

® AENCTBUE AEKAPCTBEHHbIX CPEACTB
® TpaBMbl



3. [TapKMHCOHM3M NpU APYrMX 3a60AEBaAHUAX

|HC:
- cnopaaudeckue popmbl

® NpOrpeccUpyroLMn HAAbSAEPHbIM NapaAuy
® 60oAe3Hb AAbLrrerMmMepa

® MYAbTUCUCTEMHAsA aTpodus

® 60Ae3Hb KpenTtudpeabaTa-Akoba

® napKMHCOHU3M-pAeMeHuua-bAC

® 60oAe3Hb AMPPY3HBIX TeAel, AeBu

® reMUNapKMHCOHU3M-remuaTpodus

® KopTMKoba3zaAbHaa AereHepauus



HaCAeACTBEHHble GOpMbl

6oAe3Hb [ eHTUHITOHa

HEMPOaKaHTOLMUTO3

MeMeMnHas KaAbUuUdUKaLUa 6a3aAbHbIX FAaHIAUEB
6oae3Hb Papa

6oae3Hb BuabcoHa-KoHoBaAoBa

NaAAMAQPHAsA, MAAAMAOHUTPAAbHAS AereHepaLums
crMHouepebeAAsipHble AereHepaumu

CMHAPOM CeEMEUHOMN NMAPKMHCOHUYECKOM
AEMEHL NN

6oAae3Hb [[aArepBOpAeHa-LLnaTua



® DOT1mnoaorus 6oaesHu NapknHcoHa A0 KoHUA
He BbisiBAeHa. MlanonaTmnyeckum
NMapKUHCOHM3M MepeAaeTcs MO ayTOCOMHO-
AOMUHaHTHOMY TuUny ¢ 60% ypoBHeM
NeHeTPaTHOCTMU U AYyTOCOMHO-PEeLLECCUBHOMY
TUNY HacAeAOBaHUS. [ TapKMHCOHU3M MOoXKeT
nepeAaBaTbCsl MO MAaTEPUHCKOM AUHUMU, YTO
CBSI3aHO C HaAUYMEM MYTaLMU B
MUTOXOHAPMaAbHOM AHK.

® PacnpocTtpaHeHHOCTb 60Ae3HM [TapKMHCOHA
coctaBasieT 85-187 cayyaes Ha 100000
HaceAeHus.



[laToreHes

® B roroBHOM Mo3re 60AbHbIX 6oAe3HblO [1apkMHCOHa
BO3HMKAET HEAOCTATOK AODAMMHA U3-32 CHUXKEHUS
$YHKLMN KAETOK B KOMMAKTHOM 30HE YepHOM
cybcTtaHumm 3ommepuHra. AodamuH B cucTeMe
«4epHas cybCTaHLUA — XBOCTATOE SIAPO» UIPaeT POAb
MeAnaTopa. AKCOHbl HEMPOHOB YE€pPHOM CybCTaHLUK
obpasyloT HUFPOCMUHAABHbIA MYTb, IPOXOAAT Yepes
HOXKM MO3ra, BHYTPEHHIOIO KarnCyAYy M OKaHUYMBAIOTCS
B HEOCTpMATYMe B BUAE CMAETEHUS TEPMMUHAABHbIX
BE3MKYA C AopaMuHoM. [1pn oTcyTCTBMM TOPMO3HBIX
BAMSIHUM HAa HEOCTPUATYM YBEAUUUBAETCH aKTUBHOCTD
BO30Y>KAQIOLLMX XOAMHEPTUYECKUX CUCTEM.



® B BO3HWMKHOBEHWU MAPKMHCOHM3MA MOXKET
UrpaTb POAb ayTOMMMYHHas arpeccus K
cobcTBeHHOMY AodaMUHY. AyTOMMMYHHbIE
dakTopbl (pakTop G) OKUCASIIOT cBOBOAHDIE
MOAEKYAbl AOPaMMHA, YTO MPUBOAMUT K
HAaKOMAEHUIO B TKaHU U3ObITKa NEPUKUCH
BOAOPOAA. AHTUOKCUAAHTHAS TAyTaTUOHOBAS
CUCTEMA C 3TUM HEe CMpaBASIeTCA, MO3TOMY
NOAKAIOHYAETCSl pe3epBHas CUCTEMA, KOTOpas
MCNOAb3YET MEAAHMH U PpepMeHTbI C MOHaMM
)eaesa. B utore obpasytoTcs BbICOKOAKTUBHbIE
moaekyabl OH, cozaatlowme ceoboaHble
pasauKaabl. OHM 0BAIAQIOT arpecCUBHOCTBIO U
HapyLLAlOT NEPEKUCHOE OKUCAEHME AUIMMUAOB, YTO
NO NPUHLUMNY «3aMKHYTOrO Kpyra» YCUMAUBAET
HapyLleHnsa obmeHa AopaMuHa.
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KAMHUKA

Tpraasa oCHOBHbIX CUMTOMOB:
Tpemop

MblLlEeYHas PUrMAHOCTb
rMNOKMHE3MNS

Ba)KHbIM KAMHUYECKMM MPOSBAEHUEM
MapKUHCOHU3Ma AlODOOM 3TUOAOTUU ABASIETCS
MEAAUTEABHOCTb (FTMMOKUHE3NSA) U BeAHOCTb
ABUXXeHUM (oAMroknHesus). [ MnokuHesus
XapaKTepU3yeTCsl YMEHbLLEHUMEM KOAMYECTBA
ABUXXEHUM, KOTOPblE CTAHOBATCS 3aMEAAEHHbBIMU
(6paauKkuHesmns, cumntom Kpiowe-Beprke). BoAbHblie
NMPpY NEpPeEXoAe U3 COCTOSHUS NMOKOS B COCTOSHUE
ABUXXEHUSA 3aCTbIBAIOT B HEYAOOHOM nose («BOCKOBas
KYKAQ», K(MaHeKeH», PEHOMEH KaTaAencum).



® XapaKTepHbi BHELWWHWIM BUA BOABHOTO:
TYAOBMLLE CAEIKa COrHYTO, TOAOBa HAaKAOHEHa
BNepeA, PYKM COrHYTbl U MPUBEAEHbI K
TYAOBMLLY., B3rASiA YCTPEMAEH BMNepeA U
HenoABMXXeH. /AULLO MacKkoobpasHo.
3aTPyYAHEHO HAa4YaAO ABUXKEHUS —
NapKMHCOHMYECKOE TOMTAHUE Ha MecTe
(CUMNTOM KMPUAMMNAIOLLUX K MOAY HOM®).
[ToxoaKa AaeTca C TPYAOM, LLArM MEAKUeE,
YyacTble, CTOMbl MAPAaAAEAbHbI APYT K APYTY
(<KyKOAbHasi noxoaka»).[1pu ABu>KeHUM
PYKM HEe ABUraloTCA (aXeMPOKMHES, CUMMTOM
BapTeHbepra).



® CHuKaeTcsa 3By4HOCTb roAoca (AUCPOHMUS),
MOXXeT pa3BuTbca adpoHus. Peub
Hapa3bop4MBa, MOHOTOHHA, UCYE3aET
MHTOHALLMS, HApYLLAeTCs MPOU3HOLUEHUE
(An3apTpums). [louepK CTaHOBUTCA MEAKMM,
HeYyeTKMM (MUKporpadus).

® [lapKMHCOHMYECKUIM TpEeMOp Yalle
3aXBaTbIBa€T AUCTAAbHbIE MbILLLLbI PYKU —
MaAbLLbl KUCTU , YTO MPOSBASIETCS B BUAE
PeHOMEHa KKaTaHMS MUAIOAbY, KCHETA
MoHeT»). MorkeT 6biTb TPEMOP FOAOBDI B
BUAE KMBATEAbHBIX ABUXKEHWUM MO TUMY «Aa-
AQ», HUXKHEMN YeAICTH, ryb, asbiKa.



® M3meHseTCcA MbIWeYHbIM TOHYC Mo
NAACTUYECKOMY THMY: PABHOMEPHOE,
6ecrnipepblBHOE COMPOTUBAEHUE MbILLILL-
aHTaroHMCTOB (BA3KOCTb MbILLILL).
[TAacTUYECKUIM TOHYC YBEAUUMBAETCS B
nose Pombepra (0cobeHHO € 3aKpbITbIMU
rAQ3aMM) U YMEHbLUAETCS B MOAOXKEHUM
AexKa (cumntom DOpomaHa).
[1AacTUYECKOM rMNEepTOHUM CHaYvaAa
NOABEPraloTCA MUMUYECKUIA MbILLILLbI,
3aTEM MbILLLbI LIEN, TYAOBULLL,
KOHeYyHocTeMw.



® TecT «NapeHUsA rOAOBbIY»: BpaY
NOAKAQABIBAET AAAOHb MOA 3aTbIAOK
AeXayero 6o0AbHOro, MOAHUMAET ero
roAOBY U BbicTpO YoupaeT pyKy. [1pu
3TOM Y BOAbHOIO MApKMHCOHU3MOM
roAOBa MEAAEHHO OMyCKaeTcs.

® CronHbin peHoMeH BecTdaas: npu
TbIABHOM CrMOaHUM CTOMbI NOSIBASETCS
TOHMYECKOE HarpsiyKeHue crubateaen
cTonbl (PeHOMEH «3aCTbIBAHUSI CTOMbIY).



® Y 60AbHbIX HabAIOAQETCA CUMMTOM
CaAbHOIO AMLA U3-32 YCUAEHUS CEKpeLUU
CaAbHbIX »XeAe3. HacTo BcTpevaeTcs
rMNepeMms OTAEAbHbIX YaCTEMN KOXKM TeAa

U AULUQ, aKPOLUMNAHO3, BA3OMATOPHDbIE
OTEKMN.

® boAbHble HazoMAMBO obpaluatoTcs ¢
OAHMMU N TEMU }Ke BOMPOCAMM,
NPEeAAOXKEHUAMM (aKaMpUs, CUMMTOM

AcTBauaTypoBa). MbiluAeHWE 3aMEAAEHHO
(bpaamncuxms).



/\eyeHue

[1pu AeyeHum 6oae3Hm [NapknHCOHa
NMPUAEP>KMBAIOTCS CACAYIOLLUX HAMpPaBAEHUN:

NoBbILLEHWE COAEPKAHMS AOdPaMMHA B
6a3aAbHbIX MAHFAMSIX FOAOBHOIO MO3ra

BO3AENCTBUE Ha AOPaMUHOBBIE peLLeNTOpbI

CTUMYAALUSA BbICBOOOXKAEHMS AOPaMUHA U3
npecnHanTU4YecKMx MekMbpaH

TOpPMOX>XeHue obpaTHOro 3axeaTta AopaMmHa
MHrMbupoBaHMe NpoLeccoB pacnasa AopamMuHa



® [lpoTnBONapKNMHCOHUYECKNE AEKAPCTBEHHbIE
CpeACTBa:

|) penapatbl L-AO®DA:
- AeBOAONA

- AEBOAONMA B COYMETAHMM C UHTMOUTOpamm L-
AODA-aAekapboKkcHAasbl - Kapbraonon
(CMHEMEeT, HaKOM, AYIAAUH) UAU
6eH3epa3naom (Maponap)

2) aroHUCTbI peLenTopoB AodpaMMHa:
- GpOMOKPUNTHH

- NEeProAnA

- MMpanekc

- AMU3YPUA,

- KabeproAmH u T.A.



3) XOAMHOAUTUKM:

- TPUreKCUPEeHNAUA

- BuneprMAMH

- TPUNEPUAMH U T.A.

4) npenapaTbl aMaHTaAMHa:

- aMaHTaAMHa TMAPOXAOPUA (MUAQHTAH)
- MaHTaAMHA CyAbdaT

5) uHrmbutopsl MAO Tuna B:
- CEAETMAMH

6) nHrnbutopel KOMT:

- TOAKaroH

- DHTaKanoH



Cnuncok AMTepaTypbl:

® O.A. Mopo3sosa, A.B. ['ycTos, B.A.
TpowwuH, A.A. LLlapoe «MeaunumHcKas
reHeTUKay, yuebHoe nocobue,
Yebokcapbi-2013 roa

® B.H. lLtok, O.C. AeBuH, H.B. Depoposa

KIDKCTpanupaMUAHbIE PaCCTPOMCTBAY,
PYKOBOACTBO AASl Bpader, Mockea-2002



