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HacnedcmeeHHbIe 3abosieeaHusi — 3TO Oosnbluag
rpynna OonesHen, 0OYCNOBMEHHbLIX W3MEHEHUNAMMU
HacneacTBeHHOU MHd opMaLmn

Hayka, gucuunnuHa, mdydarouwias HacrneacTBeHHbIe
boriesHn, nx natoreHes, KNMHUYECKNA NONMMOPMU3M,
ondpdepeHumanbHyr0  OMAarHOCTUKY,  Ha3blBaeTCH
KJTUHUYeCKOoU 2eHemukou

B ocHOBe HacneacTBeHHbIX Oone3Hen nexar 2eHHbIe
Mymauuu




dopmMyria HacsieOCMeeHHbIX

6os1e3Hel

OOnH MYTaHTHbIM reH — oauH Oenok wunwu
doepMeHT — ogHa bonesHsb.

MaTtepuanbHbiIMM HOCUTENSAMU TFEeHOB -—
HOCUTErNen HacreagcTBeHHbIX CBOWUCTB —
ABNAKTCA XPOMOCOMbI, COBOKYMHOCTb
KOTOPbIX B KIeTke 4ernoBeka (kapotun)
COCTaBnaeT 23 napbl (22 ayTtocoMbl U 1 napa
NONIOBbLIX XPOMOCOM).




YenoBe4yeckuu KapmoTun (My>X4mnHa)



XPOMOCOMbI COCTOAT 13 ABonHoU HUTKU OHK — uenoyvka un3

COYeTaHUn MOIEeKyrnbl caxapa (0e3okcnpndossbl),
docPopHON KUCNOThl M OOQHOro0 U3 a30TUCTLIX OCHOBAHUM
(TMMUWH, ageHWH, UMTO3WH, ryaHuH nnu ypauwun). CoyetaHue
a30TUCTOrNO0 OCHOBAHMUA, MONeKynbl caxapa U docdopHou
KNCNOTbI HA3bIBAETCA HYKJ/1€0muaom.




Y4YacToK XpPoOMOcoMbl, T.e. HUTK1 IHK, cocTtoawmm ma

TPeX HYKIeoTUAoB U onpeaenstoumnin oaHy QYHKLNIO

— CWHTEe3 ornpegeneHHoro 6enka unm _depmeHTa,

CTPYKTYPHbIM  3J1EMEHTOM KOTOPOIo  ABJdeTCHd
NPOCTOE XUMNYECKOE coeagnHeHune —

aMUHoKucJsioma, npeacraBnaetr cobon 2eH. Cambin

NPOCTON reH — 3TO TPUNNETHbLIN FEH, T.€. Y4aCTOK HUTU

[HK, cocToAalmn n3 Tpex HyKkneoTnaos.
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B HacTosllee BpemMa 2eHOM 4Yesioeeka packpbiT. Bo Bceun

HUTM OHK, pacnonoxeHHoro B 46 XpomMocoMax 4enoBeka,
HacuMuTbiBaeTca 6Gonee 6 MUNNUMapOoB HYKNEOTUOOB,
dopMupyroLWmMx B onpeaeneHHblx nokycax Hutn HK okono
150 MUIJTUOHOB 2€HO8.

BO3HMKHOBEHME  TrEHHbIX Oone3He UM CUHAPOMOB
obycrnoBneHo MymauussMu, WHOYUMPOBAHHbIMK  Kak

doakTopamMmu BHELLHEWN, TaK U BHYTPEHHEN Cpeabl.



[TamoeeHe3 Hac/ieOCcmMeeHHbLIX

6os1e3HelU
Ona Toro, 4toObI BO3HMKIMA MyTauud, [OOCTATOYHO

3aMeHbI OHOW napbl HyKneoTmnaa Ha gpyryto B HUTH HK.

OTO BbI30OBET 3aMeHYy COOTBETCTBYIOLLEN aMWUHOKUCIIOTbI
Ha Opyryto M TeM caMblM MEHSKTCA CTPYKTypa WU
dyHKUMOHaNbHbIE CBOUCTBA Oerka, CUHTE3NPYEMOro noa
KOHTPONIEM [OaHHOro Hykneotunga. 3TO MOryT ObITb
doepMEHTbI, FOPMOHbI, BUTaMWUHbI U cneynann3npoBaHHbIe

oenku.



B pe3ynsrate nogobHoOM fIOMKM BO3HUKAET AeduuuT Toro
UMM MHOro OMONOrM4Yeckn akTUBHOMO BeLlecTBa, 4TO
COMNPOBOXJAeTCHa U3BpaLleHnemMm obpasoBaHUSA XXU3HEHHO-
HeoOXoAMMBbIX  NPOAYKTOB UMM KOMMEHCATOPHbLIM
pacnagom Apyrux XM3HEeHHO BaXXHbIX COEANHEHUN, B UTOre
npuBOOSLLEN K OECTPYKLUMN TKAHEN U CUCTEM.

B psge HabnogeHun pacnag TKaHEW COrnpoBOXAAETCS
N3ObITOYHBbIM HaKOMMIEHMEM TeX WM UHbIX BELWLECTB B
TKaHAX N opraHax, npmBoaa KO BTOPUYHOMY HapyLLUEHUIO UX
CTPYKTYpPbl 7 doyHKUUN, conpoBOXaaroLlerocs
onpegeneHHoun KINUHUKOW.



HacnenocrBeHHass nNaToniorus MoXxet onpenenAaTsCA He TOJIbKO

MyTaumem B OOHOM reHe, HO M KOoMOuHauuen ABYX WU

HECKOJIbKUX MYTAHTHbLIX TeHOB, a TaKXxe orn pe.qeneHHoD'l

KOMOMHauuen psiaa HopMasibHbIX FEeHOB, KOTOpble B Apyrou

No3MUMM WUNU coYeTaHUM onpenensoT NUb TY WU WHYIO
KOHCTUTYLMIO, He NPUBOAA K pa3BUTUIO OOne3HMu.

OaHOM M3 BaXHbIX 3a4ay KIMHUYECKOU TeHeTUKU sABNnseTcH

andcepeHUnanbHaa AMarHocTuKa HacneacTBeHHbIX 6one3Hen U

ux ceHokonun, T.e. 3aboneBaHWN, MMEHOLMUX aHarIOrMYHYH

CMMNTOMATUKY.

B HacTtoslwee BpemMA U3BECTHO OKono 2000 HacneacTBEHHbIX

Gone3Hen U CUHAOPOMOB, NMPU MHOIMX U3 KOTOPbLIX Nopa)aetcs

HepBHad CUCTeMa.




Cpenu HacnencTBEHHbIX 3a0051eBaHUUN C BOBJIeYEHUEM CTPYKTYP

HePBHOM CUCTEMbl BbiOAENAT B OCHOBHOM crieayloliue

rpynnbl:

. HacnepnocrBeHHble CUCTEMHbIE AgereHepauumm
HepBHOU CUCTEMBDI.

. HacneacrBeHHbIe 60ne3HM oOMeHa BellecTB,
npoTeKalrLwme ¢ nNopaxeHnem HepBHOM
CUCTEMbI;

. dakomMmaTo3bl;

V. HacnepnctBeHHble HEPBHO-MbILLEYHbIE
3aboneBaHus;



I. HacnnedcmeeHHbIe cucmeMHbIe

de2eHepayuu HepesHOU cucmembl

Ona atonm rpynnbl 0OOnes3Henm HEPBHOW CUCTEMbI
XapaKkTepHo nporpeccupyoulee TeyeHune C
NpenMyLLIeCTBEHHbIM nopaXXeHMeMm onpeaeneHHbIX
CUCTEM MO3ra, Hepeako usbuparesibHO foKanmnaysch B
OTOESNbHbIX €€ CTPYKTypax.

ITUM 0bOBbACHAETCH BOBIEYEHHOCTb B AereHepaTuBHbIN
NpoLEeCC MNPEUMYLLECTBEHHO MO3XEYKka U _Eero CBA3EWU
(cemeuHass amakcusi @pudpelxa, cemeluHass amakcus
Mapu, oriugormoHmouepebernsapHas amakcusl),
AKCTpanupamMuaHoOu cuUctemMbl (xopes [eHmuHa2moHa,
cemeUuHblU acceHyuarbHbIU mpemMmop MuHopa,
2eHepariu3o8aHHbIi.  MuK) W NPEUMYLLECTBEHHbLIM
NnopaxeHnem NMpaMUOHbIX nyTeu (cemeuHbIU
criacmudeckuu naparsnud Lmpromnerns).




[Mpwn MHOMMX  CUCTEMHBLIX  AereHepauusax
OTMEeYaeTCsd COYETaHHOCTb MOopa)XXeHua CTPYKTYpP

HepBHO|7| CNCTEMbI NN BHYTPEHHUX OPraHoB, KOXHbIX

NOKPOBOB, d TaKxe onopHo-ABUraTesribHoro

annapara. [eM He MeHee, HeBponorn4yeckue
CUMNTOMbI B KITMHUYECKOU KapTuHe 3aboreBaHus,
Kak NpaBuo, BLICTYNAaKT Ha NepPBLIN MaH.



CeMeuUHbIU cnnacmu4eckuu napanauy
LLiImpromnens

AOopoM KNMHNYECKOU KapTUHbI ABMAETCA NPOrpeccupyoLnm
HUXKHUW cnacTUYeCKU Napanapes.

[o 70% 3aboneBaHuin NpoTeKaeT No ayTOCOMHO-AOMUHAHTHOMY
T7ny.

BbigensatoT rpynny usonupoeaHHOU napanjieauu v
napanje2uro «Irc» (COYETAalOLLYIOCS C NPpU3HaKamm
nopakeHust Mo3ra u Apyrmx opraHoB).




13oninpoBaHHLIE dopmbl HacneaCTBEHHOMU

cracTM4YecKon napansermm c dyTOCOMHO-0OMNHAHTHbLIM

HacnegoBaHUEM o0OycroBneHs.l noBpeXxgeHnem
bonblIOro  KoOnM4ectTBa EHOB B Pa3fUYHbIX
XPOMOCOMHbIX JIOKycax, KOAUPYIOLME CUHTE3 OEnKoB

arfactuHa (popmbl SPG3), cnactuHa (SPG4), cnapTuHa
(SPG20) n ap.

B 40% cemenm Cc ayTOCOMHO-OOMWHAHTHOW
N30NMpoBaHHOU cnacTu4ecKou napannermemn

3aborneBaHune o0OyCcnoBneHo MyTaunemn reHa,

KOAMPYIOLLEro cuHTe3 Benka cnacTuHa.




Bce atn 6enkun nmerot npaAMoe OoTHoWweHne K MexaHn3mMam

dKCOHAaJ1bHOIo TpaHCcnopTa nmpaMmnaHblX KIneTokK beua.

B pesynbtate noBpexaeHns TPaHCMOPTHOM CUCTEMBb

HEMPOHa, aKCOHbl HEMpPOHA, Kak Hamboree MNPOTSKEHHble (MX

ANHA MOXET npeBbiwaTb 1 M), ABNAI0TCSH Hanbonee paHUMbIMU

N NoaABEPXKEHHLIMU CENEKTUBHOM TMOENN OT CaMbIX ANCTallbHbIX

y4aCTKOB aKCOHa B CIMMHHOM MO3re Ao CaMunx nmpamMmmaHbIX

KNeToK nepegHen LeHTparibHOU N3BUSTNHGI.



C y4yeTOM OTMEYEHHOro, Npu cnacTu4ecKou
napannerum oTMeyvaeTcs aereHepauus
NUPaMUOHbIX TPaKTOB OOKOBbLIX CTONOOB
CMUHHOIrO Mo3ra, Oornee BbipaXeHHasaA B
HayanbHOU cTaaun 3aborneBaHUA B HUXHUX
oTgenax CMMHHOro Mo3ra.

boneaus
LLITpromnensn




KnuHuka. lepBble CMMOTOMbI MOryT MPOSIBUTLCS B NOOOM
BOo3pacTe, Yauwe no 10-15 feT: CKOBaHHOCTb U ObicTpasd
YyTOMIIAEMOCTb B HOrax, HapacTtaeT chnacTuyeckasa noxogka C
3atpygHeHnem crmbaHua HOr B KOSIEHHLIX U Ta300eapeHHbIX
cycTaBax, ¢ rogamMn OpPMUPYIOTCA KOHTPAaKTYpPbl U AedopmManmn
CTOn, BblpaXXeHHbIN NOACHUYHbLIN NTOPL03.

[MupaMmuaHble CUMNTOMBbI B pyKax MOSIBAAKTCA B MNO3OHEN
cTagun 3aboneBaHMsA ObICTPbIM pPa3BUTUEM CMACTUYHOCTM,
napes3oB, PaCCTPONCTB rMy0OOKOW YyBCTBUTENBHOCTU U Ta30BbIX

JOYHKUNN.



JleyeHue. HasHayeHMe npenapaTtos., HanpaBneHHbIX
Ha CHMXXeHue crnacTtu4HocTu: 6akrogeH 10-30 me/cym,
cupdarsnyd 0o 20 me/cym, a TakKe NPUMEHSIIOTCS
rfloKanbHble UHbEKUUN BomynuHUYECKO20 MOKCUHaA.

dusnotepaneBTUYECKME Npoueaypbl  (napaduH,
O30KEepMUT), J1PK, paccrnabnsaoLwmm Maccax,
no3sonstoLwime COXPaHATb OTHOCUTENbHO
brnaronpuaTHOE Te4eHne 3aboneBaHms.




Amakcusi ®pudpelixa

3aboneBaHune HacneayeTcs Mo ayTOCOMHO-PeLecCuB-HOMY
Tuny. Yactota: 2-10 60nbHbIX Ha 100 000 HaceneHus.

MvTaHTHbIN reH 3aboneBaHUd nokKann3oBaH Ha XPOMOCOME

9q, OTBEeYawLWMN 3a CUHTE3 MWUTOXOHApPWarnbHOro Oenka -—
dpartakcuHa. CHmXeHWe YpoBHS paTakcnHa npuBoanT K

YBEMUYEHUIO Xene3a B MWUTOXOHAOPUAX HEWPOHa, HapyLUEeHMUIo
OKUCINTENBbHOro pocopnnnpoBaHna U rmbenm KrneTok.



OTHOCUTCA K__CchuHanbHbIM _dopMaM _HacneacTBEHHbIX
aTakCuM.

[lereHepaTMBHbIM MPOLIECCOM 3axBaTbiBAKOTCA 3adHUE WU
6okoBble CcTONObI CNWHHOIO MO3ra, NPUBOAS K rmbenun KneTtok
cton6oB Knapka wu cnvHouepebennsapHbIX TpakToB, a B
NO3AHUX cTagusix 3aboneBaHMsa — aapa YepenHbiX HEepBOB,
KneTok [NypKnHbe n saep Mo3xedka.

MoryT BOBMNeKaTbCH B NPOLIECC YYBCTBUTENbHbIE CTPYKTYPbI
nepmndeprnyecknx HepBOB U3-3a CTPadaHUs 3a4HNX KOPELLKOB
CMUHHOIO Moa3ra.

BoneaHsb
Ppuppenxa




B kayectBe OOHOro mn3 nepBbiX CUMMNTOMOB OOJSIbHbLIE
OTMeYalT HeYBEPEHHOCTb NMpu xoabbe (0CObEHHO B TEMHOTE),
nowlatblBaHMe N HapyLleHne KoopanHaumn B pykax, UIsSMeHeHune
noyepka Ha @OHEe MbIWEYHOU TUMNOTOHUU, CHUMXKEHUs
CYXOXWUNbHbIX N HAOKOCTHUYHLIX pedriekcoB C Nepexogom K
ToTanbHOM apednekcnun B pasBepHyTon ctagmm 3aborieBaHus.
[1lpncoeonHuBLLEecq PacCTpOUCTBO rmyookon
YYBCTBUTENIBHOCTM  MPUBOOAUT K  arakCum  MO3XKEYKOBO-
CEHCUTUBHOIO XapakTepa.

[Mpn MPT-uccnenoBaHuu BoiiBNseTcs atpodusa CAUHHOIO
Moa3ra.

Peluatowium MeToAoM AmnarHoCTMKu atakcum dpunapenxa
asnaetcs npamoe JHK-TtectnposaHue.



JIleyeHue:

« CUMNTOMATUYECKAA TEPANUS,
« unsnyeckne metoabl,
« OpTONEANYECKME MEPOTNPUSTUS,

« 3aMEeCTUTENbHAsA Tepannsa Npu
nedpunumnte ButamunHa £, B1 n B6 — npu
arikorofibHou aHuedanonaTun,



IIl. HacrniedcmeeHHbIe 60s1e3HU
obmeHa, npomekarowue ¢
rnopa>xeHuem HepeHoU cucmeMabl

B aTy rpynny 6one3Hen MOXHO OTHECTM:

® renaTto-neHTUKynspHaa aereHepauuva (0ose3Hb Buiabcona —
KonosBaJioa);

e (PeHUNKeTOHYpUS;
e MyKononucaxapupo3sbl (bone3Hb MapdaHa, rapronnuam);

e HeuponuNUAOo3bl (amaBFOTquCKMD’l MaONOTU3M, bonesHb
HumaHa-lNuka, 6one3Hb Nowe) n gp.

npl/l 9TUX HacneacTBEeHHbIX 3aborneBaHNAX HEPBHAA CUCTEMA
N3Ha4YalibHO MHTAKTHa U CTpadaeT BTOPUYHO.



FFrenamo-neHmMukKynsipHasi
dezceHepauyusi (6one3nv Bunvcona —

Konoesanosa)
B opraHname Bo3HuMKaeT peduumnt OenkoBoro BellecTBa -—

uepynomnmnasmMmuHa, ydacTtByrowero B TpaHcnopte megu.

3aboneBaHue nepegaeTcya No ayToCOMHO-PELLECCMBHOMY THNY.

MyTaHTHbIN TeH, OTBeYalLun 3a NPoAyKUUIO LepyronnasMmuHa,

pacnonaraeTca B 13 XpomMmocome.

N3-3a gedomumta atoro berika HapywaeTcs npouecc yaaneHus

U3 opraHn3mMma mMeau, Kotopasd rnocteneHHo OTKIagblBaeTCA B

TKaHAX U OpraHax, npemmylecrBeHHO B neYeHUN, NnoYvYkKax, Koxe,

porosuiie n Mmo3re.




B ronoBHoOM MoO3re wMedb OTKNadblBaeTCs

NpenMyLeCTBEHHO B  3KCTpanupamMuAHbIX

OasanbHbIX _fgApax, NpuBoAsA K [JereHepaunu
MO3roBbIX CTPYKTYP W pPasBUTUD KIUHUYECKU
NpOrpeccupyoLLero SKCTpanMpamMmnaHoro

3aboneBaHus.



Kiaunuyeckas kapruHa. 3a00JIcBaHHE HAYHWHACT

nposiBisATbCcs B 10 - 15  jer, xapakrepusyercs
HapacTaroleH MBIIIIEYHOU PUTUTHOCTBIO,
pPa3HOOOpA3HbLIMM  THIICPKHHE3aMHM  (aT€TOMIHBIMH,
XOpEU(POPMHBIMH, TOPCUOHHBIMH H Ap.), JAPOKaHHEM
TOJIOBBI M KOHEYHOCTEH, AU3APTPUEH, HaAPYIICHUEM
[ICUXUKA. MOryr HMMETh MECTO JSIUWICHTUYECKUE
MIPUTNIATKH. OOHapy>KuBaeTCsA YBEJIUYECHHASA 51

Oo0JIe3HEHHAs IICUEHD 3a CYET OTIIOKEHUS MC/IH.



Meab oTKNnaabIBaeTCA U B poroBuue, oopasya KonbLo
Kansepa-®nenwepa (3onoTnCTO-3€N€EeHOoro Unun

3eNleHOBaTO-KOPUYHEBOrO LiBeTa) U Koxe (3ynA).

HapyweHa QyHKUMA noYeK U neyvYeHUu, KoTopas
yBennyeHa u Oene3HeHHa. B _MoYe noBbIWeHO
coaepxaHue meau, Ue nnasMmH _KpPOBU Pe3KOo
CHUXXEH.




INNeyeHwue.

MpenapaTtbl, cnocooOcTBywWMUE BblOENIEHUIO U3
opraHuima Meau (YyHUmuon, neHuuusamMuH,
KyripeHus).

lNpenaparthl, CHMXawuiume MbILUEYHbIN TOHYC
(uuknooorsn, Mudokasnm).

ButamuHsl (B6).

OueTta c orpaHnyeHueM mMeabcoaepXalwmx NPOAYKTOB
(wokosad, opexu, nedyeHb, 2pubsbi, WnNuHam u m.o.).




PeHUTIKemoHypus
(beHUINUPOBUHO2PAOHas
oJ1u20ppeHusi)

NMuwa B Xenyao4yHoO-KMLIEYHOM TpaKTe pacnapaeTtcs
A0 aMUHOKUCIIOT U BoAdbl. BcacbiBassicb B KPOBEHOCHYHO
CUCTEMY aMMHOKUCNOTblI HA4YUMHAKT Yy4vyacTBOBaTb B
onoxummyeckom npouecce. lNpu pecdekre Kakoro-nmoo
cdepmeHTa pacnag aMMHOKUCIIOTbI MPOUCXOANUT YaCTUYHO
C HakonJsieHneM NPoOMeXyToOYHOro TOKCUYHOro NMpPoOAYyKTa,
NaToNnornyYeckn BIIMAA Ha TKaHU oOpraHuama C Uux
AereHepauueu.

HacuuTtbiBaeTcs OKOJ0 80 HacneacTBEHHbIX
HapyLUeHUN aMUHOKUCITIOTHOIro ooOmMeHa.



NMpu deHunkeToHypuu, obpasywwanaca U3 nuwm
aMmuHokucriota deHunanaHuH pacwennsaeTca 4YacTU4HO, T.K.
depmeHT (JeHunanaHuUHoKcuaasa BbipabaTbiBaeTca B
opraHusmMe B MarioMm Kornm4yectBe B CBfiI3N C HacneaACTBEHHOU
HenosfIHOUeHHOCTbI0 reHa, OTBETCTBEHHOro 3a CUHTEe3 3TOoro
cdepmeHTa. HepacwenneHHbin heHUNaNnaHMH HakanMBaeTCA
B KpoBU (00 40 Mr% npm 1 — 2 Mr% B HOpMe) U B OOnNbLUUX
KormyecTtBax BbIBOAUTCA C MOYOMU.

Mpwu deHUNKeTOHYpUU ¢eHUNanaHuH YaCTUYHO
noaBepraeTcsa Ae3aMMHUpPOBAHUIO C oObOpa3oBaHueM, B
YaCTHOCTU, OYEeHb TOKCUYHON EHUNNUPOBUHOrPaaHOU
KUCINOTbI.

B dwusmonornyeckmx ycnoBusix (eHunanaHuH B
opraHusamMe pacuennsietcad OO0 TUpa3uHa, KaTexonamMmuHOB U
MenaHuHa.




KnuHuka. 3aboneBaHme HauyuHaeT MPOABAATLCA Yy
300pOBOro pebeHka B 5-7-MeCA4YHOM BO3pacTe: PBOTa,
cyaopory, ABUraTenbHble 0ecnoKomucTBa,
nUpamMugHble 3HaKU, CYXOCTb KOXW, rTMNONUrMeHTauus

U K 3-4-neTHeMy BoO3pacTy dopmupyetcs TaXenoe
crnaboymme.

PaHoO BbifsBNsieTCA Mbille4yHasA TMNOTOHUA, KOTopas
3aTtem cMeHsieTcs MbILLEYHON rmnepToHuen,
npuBoasillen K CBOeOOpa3HOM «no3e MOPTHOro»
(corHyTas cnuHa, npuxaTtble K TYJIOBULLY U COrHyThble
PYKHW, nogXaTble HOru). (cm. puc.).

YacToTa beHnnKeTHypumn B nonynsauuu
HOBOPOXAEeHHbIX 1: 13 Tbic. TN HacnepoBaHUA -
ayTOCOMHO-peLeCCUBHbIN.



bosibHOM (DEHUIIKETOHYPHEH B «I103aX MOPTHOIOY.



[eTn 4yacTto O6ernokypblie CO CBET/ION KOXEeUu W
ronyobiMu rnasamu. [lmarHoCTUpPYyHOLLMUM TECTOM
ABnsieTcA npob6a dennuHra: B Mouye OOMNbHbIX
Fierko BbiaABnsAeTcA deHUnnnuMpoBUHOrpaaHas
Kucnorta ¢ nomouwbio 10% pactBopa FeCl3.

Ycnex B Tepanuu 3aBUCUT OT PaHHUX CPOKOB
Hayana neyeHus: gueTta 6e3 dbeHnnanaHmHa go 8
ner (MopkoBb, nomMmuaopbl, A05IOKM, BUHOrpaa,
anenbCUHbLI, Mea), cneunanbHO pa3paboTaHHble
nuweBble rmaponunsarb! (nodeHanak, LUMOrpaH,
MuUHadpeH u ap.).




11l. DakomaTo3bl.

JTO rpynna 3adboneBaHUN, NPU KOTOPbIX OTMeEYaeTcs
rnopaxxeHue KOXHbLIX MOKpogog C obpa3oBaHUEM
NMUrMEHTUPOBAHHbLIX U HENMUIrMeHTU-POBaHHbLIX MNATEH,
¢dnbpom, nanunIOM ”U aHrMOM COCYAOB KOXU MU
BHYTPEHHUX OpPraHoB MU C BOBNeYeHMemMm B npouecc
CMPYKMyp HEPBHOU CUCMEMDbI.

HasBaHune 3aboneBaHun NpPou3oLLSIO OT CrfioBa
phacos, T.e. NATHO.

Cpeaun cbakomMaTo30B Yalle BCTpeyaroTCA:
e Henpodmndbpomaro3 PeknunHrayseHa,
e TYOEepO3HbLIU CKNepo3 bypHeBuUns,

e 3HUEeMdaNnoOTpUreMmHanbHbIN aHFTMOMATO3
LLitypre-BebGepa,

e aTakcusi-teneaHruakrasusa Jliyu-bap.




XapakTepHbIMU cuMmnToMamMmun 3aborieBaHNM ABNSIHOTCS

NNrMeHTUPOBAHHbLIE TN AENMUITMEHTUPOBAHHbLIE NATHA

Ha _KOXE, aHrMOMbl cocydoB, PUOpoMbl 1 pAg APYrnx

KOXXHbIX N3MEHEHUMN.

HepBHag _cuctema _ BKMOYAEeTCAa  BTOPUYHO MO

COCeOCTBY, KIMMHUYECKNU OITO MOXET MPOSABNATbLCA
paccTponcTBamMmu KoopanHauuu, napesamu,

HapyLIeHNeM YyBCTBUTENBHOCTU, CyaoporaMun u T.1.



QHLUedanoTpureMmHanbHbIN
aHrmomarto3s LUTypre-Bebepa

[lepenaeTtcs ayTOCOMHO-

OOMWHAHTHO C BECbMa HU3KOWN
NEHETPAHTHOCTbIO.
TUNUYHBIMN ABNSAOTCA aHIIMoOMa
KOXHbIX MOKPOBOB,
anMNenTMOOPMHbIE MPUNALKN U
rmaykoma.
[TpuCTynbl Yalle BO3HUKAIOT Ha
1-M roly XXn3Hu, rnaykoma B
BO3pacTe 5-6 NET, MOXET
NposABUTLCS criaboymue. AHrmoma
MOXET YBENMNYMBaTbCH,
nporpeccupys saboneBaHue.
JleyeHune: NpoOTUBOCYOO0-POXKHbIE
npenaparbl, yaarneHne aHrmomol

XUPyprm4eCcKknmMm nyTemMm.



Heupogpubpomamo3 PeknuHzaay3eHa

NMepBoe nposiBneHne 6one3Hn HabnwagaeTcs B NOAPOCTKOBOM
Bo3pacTe: Ha (hOHe NMUIMEHTHbIX NATEeH KOXU (Kohe ¢ MOMOKOM) no
XOAYy HEepPBHbIX CTBOMIOB MOAKOXHO MNpPOLUyNbliBaeTCA MNMOTHbIe Ha
owynb (Kak ropowuHbl) onyxoneBble oOpa3oBaHUA, OObLIYHO
0e300ne3HeHHble, KONIMYeCTBO U UX pa3Mepbl BapumnpyroTt. Onyxonu
MOryT JFOKanm3oBaTbCA B CMUHHOMOS3roBbIX, YepernHbIX HepBax M
KOpeLllKax CMMHHOro Mo3ra.

HeBponornyeckne cCcuMMNTOMblI 3aBUCAT OT NoOKanusauuum
onyxonu. Hanpumep, npu nokanusauyum B 06n1acTu 3puUTenbLHOro unu
CJTyXOBOIro HepBOB OTMEYaKTCA HapyLUEeHUA 3peHns U crnyxa.

3aboneBaHue nporpeccupyetr MeAarieHHO, TUM HacnepzoBaHUSA
ayTOCOMHO-peLecCUBHbIN C HU3KOU NeHeTPaHTHOCTbLIO. BCcTpevaeTca
C YacToToM 1: 5 TbIC. HOBOPOXAEHHbIX.

JleyeHue — onepaTUBHOE yaaneHue onyxonu.




IV. HacrnedcmeeHHbIe HepPB8HO-
MblWeYHble 3abosiesaHus

JTO Oonbwaa rpynna naTtosiormyeckunx
COCTOSIHUMN. Appom KNMMHN4YEeCKOU
CUMNTOMaTUKHN ABnseTcA HEYKJ/IOHHO
rnpozpeccupyrowiast Unu nepnoanyvecku
HapacCTalowaAd MbllleYHas cnaodoocCTh.
CoBpeMeHHasi KJaccupUKaUUsg HTOM TPynnbl
naToJ0rum OCHOBaHAa Ha KJIAHHYECKHX,
ICEKTPOPUIUOJIOTHICCKUH U maToMopgoJiorudec-
KHUX KpUTEePUAX.




NMpuHATO BbigenaTb 6 bonbLMX Nogrpynmn HepBHO-
MbILLlEYHbIX 3a00neBaHUMN:

1. NepBUYHO-NpPOrpeccupyroLive MbillevyHble AUucTpohum —
MUonaTuu.

2. NMepBUYHO-HeNporpeccupyoLme 4ooOpoKadyecCTBEeHHbIe
MUonaTuu.

3. BTopuyHo-nporpeccupyrowme HeBporeHHble aMmmoTpoduu.

4. NMporpeccupyrowime MmmoamcTpodumum ¢ MUOTOHNYECKUM
CUHAPOMOM.

5. Mporpeccupyroimm MMacTeHN4YeCKUMN CUHAOPOM.

6. MapokcuamanbHbIN MMoaucTpodieCKUn napanumy.

CnepyeT 3aMeTUTb, YTO TakKasi Knaccudumkaumsa oOBONMbHO
YCNOBHa#A, T.K. UMeeTCSH MHOXeCTBO NepexoAHbIX U CMeLlaHHbIX
dopm. TeM He MeHee BO BCen 3TOU OONbLLUOU rpynne
3aboneBaHUM BbIAENAKT NepBUYHbIE MbIlleYHble AUCTPOUNMN —
MMUONaTUU N BTOPUYHbLbIE MbiLLUEeYHble aMUOTpodumn BCrneacTBuUmn
nepBUYHOIO NopaxeHus nepudrepmniecKkoro MOTOHEUpPoOHa, Terno
KOTOpPOro 3anoXxeHo B NnepeaHUX porax CMMHHOro mMosra unu

ABUraTeJsibHbIX AApaXxX YepernHbiIX HepBOB B CTBOJI€ roJioBHOIo
MO3ra.




[Tpn Bcex dbopmax HacrneacTBEHHbIX HEPBHO-MbILLEYHbIX
3aboneBaHunn Tpareausa pasbirpblBaeTCcAa B npeaenax Tak
Ha3biBaemMon deu2amesibHoU eOuHuUuubl, BBEOEHHOWN B
1925 roay aHrmMUUCKNM donsunonorom LLieppuHrtToHom.

CXEMA JABUIATEJBHOM EAVMHHULUBI (IIO LIEPPUHI TOHY)

HEPGHRAR KEMKA

MbtieunbIe
60OKHA

KOHUe8ble omee. meneHun

AKCOHA € CHHANMUYECKuUM

wenamu

Takas oAHa HepBHan KIneTKa MOXeT
UHHepBUpoBatb OT 7 — 9 Ao 2000 MbIWeYHbIX
BOJIOKOH B PA3JINYHbLIX MbIllWWEeYHbIX NMy4Kax.



B HMXXe npuBeageHHoM Tabnuue npeacTtaBneHbl Hanbdonee
4acTo BCTpevarLmnecs opMbl HEPBHO-MbILLEYHbIX
3aboneBaHunn.

MuonaTtuu

A. Mporpeccupyroime hopMbl:
a) paHHAA ncesgorunnepTpodudeckaa dopma ioleHa;
6) toBeHMNbHAasa Unu tHoweckasa dopma Ipba — PoTa;
B) nneye-nonatoyHo-nuuesas dpopma JlaHaysu —

[exepuHa.
b. Henporpeccupyruime 0o6pokKa4eCTBEHHbIE
dbopMbiI:

a) HeMarnuHoBas;
6) MmoTybynsipHas;
B) LeHTpodaaepHas.



Il. HeBporeHHble ammnoTpodum.
A. CnuHanbHbIe POPMbI:
a) petckas ammoTtpodua BepgHura — l'ocpmaHa;
0) roHoweckas amuoTtpodhusa Kyrenobepra -
BetnaHaepa;
B) amunoTtpodus B3pocnbix ApaHa - [ioweHa.
b. HeBpanbHble hOopMbI:
a) HeBpanbHasa amuoTpodusa Lapko — Mapw.
lll. CMewWlaHHble hOpPMbI.
a) nonaTo4yHo-nepoHearnbHasa chopma laBuaeHKoBa M Aap.
B neaunarpuyeckom npakTtuke Haubonee 4acTto
BCTpeyYaroTcs ncesgorunepTpoduyeckas Muonarus
[OwoweHa n cnuHanbHaa aetckasa amuotpodusa BepaHuka —
fodpmaHa, y B3pocnbiX — HeBpanbHasa amuoTpodums LLapko —

Mapwu.




[MaToreHe3 nepBUYHO-NPOrPeCcCcUpyroLnNX
MbILLEYHbIX AUcTpodPunin - mmonaTmum

MoXHO cuuTaTb YyXe AoOKa3aHHbIM, 4YTO Yy OOSbHbIX
MuonaTtuen cMHTe3 6enkKa B MblilLAX OTCTaeT NO CpaBHEHUIO
C YCKOpeHHbIM ero pacnagoMm. CornacHo cywecTByrLlen
Teopumn (Tyler) npn mumonatTusix HapywleHa U XUMMUYeCKas
CTPYKTypa capkonemMmbl (00ONoYka MbILLEeYHOro BOJIOKHA).
U3-3a noBbilweHHOM Audpdy3Mm o0O0O0NOYKU MbILLEYHOro
BOJZIOKHA psAa KIeTOYHbIX KOMMOHEHTOB (aMWHOKUCNOThI,
depMeHTbl, rfMKOoreH) ObLICTPO MnepexoasaT B KpPOBb M
BbIAENIAKTCA C MOYOM YMeHbLlasA KOJIMYeCTBO XU3HEHHO
HeoOXxoauMbIX OenkoB M Hapywas 6anaHc OUMOXMMUYECKUX
npoueccoB MbILLEYHOU TKaHU, NpMBOAA K atpodmn mMbilly,.



Y 6onbHbIX MUONaTUEN OTMEYaeTCs YCUNeHHoe BblaeneHue ¢
MOYOU TaKMX aMUHOKUCIIOT KaK KpeaTuUH U KpeaTUHUH.

B HOpme 3a CYyTKM B3pPOCHNbIN MYyX4YMHA BbIBOAUT C MO4YOU OT
1,4 po 2,0 r KpeaTUHNHA, XeHLwunHa - ot 0,8 oo 1,0 r. Y 340pOBbIX
UHOMBUAYYMOB KpeaTuHa B MOoYe Nullb crieabl.

NMpn mMmmonaTtum B Mo4e NosBNAEeTCA KpeaTuH (KpeaTtuHypus) u
3a CYTKU MOXET BblAenATbCA KpeaTuH A0 0,5ry MyXXumH no0,25ry
XEeHIWUH, OAHOBpPEMEeHHO CHMXaeTcsa BblOeneHue C Mo4ou
KpeaTuHMHa. B mMbiwnax O60SfIbHbIX CHUXXEeHa aKTUBHOCTb TaKuUX
depMeHTOB KaK anbagona3sa, KpeatuHdgocdoknHasza n ATP. Takxke
HapyLueHa B MblLlLax yTUnun3auums rMUKOreHa.
Heucnonb3oBaHHbIN FMIMKOreH OTKNaAabliBaeTcA B BuAe Xupa B
CaMMUX Xe Mblwyax. 3T Mbilubl AN 3HEepPrMm UCNOSb3yHOT
rMOKO3y (Kak B 3MOpPMOHaAribHOM MbIWILEe) U CBOU Oerok.
MbiweyYHble BOJIOKHa aTpodumpyroTcs, BOCKOBUOHO
nepepoxparwTcsa, 3ateM NO O0O0bemMy yTONWAaKTCA, Mexay
MbILLeYHbIMU BONMOKHaMN OTKMNaAbiBaeTCA XWUP U pa3BUBaeTCA
coeAVHUTENbHaA TKaHb.




Hapsay ¢ M3ME@HEeHHbIMU MbIWEeYHbLIMU BOJFIOKHaMU
BriepemMellKy HaxoasaTcAa HopmanbHble. Takaa Mbiwua
BHewWHe runeptpocgmnpoBaHa, HoO 6eccunbHas. ATO U eCTb
ncesaornneptTpodus.

6
a

PebeHoOK, cTpagaowmm ncesgornneptpoduyeckomn
MmuonaTtueu [oweHa.



KnuHuka mMuvonatum cBsi3aHa C NporpeccupyloLlleu

MbIlle4YHON aTpodmenm M HapacTawwen cnabocTblo, Kak
npaBusio B MNMpPOKCUMMaribHbIX OTAeslax HOr U pPykK, 3aTem
Tynosuwa. OTcroga TMNMYHble ANA OONMbHbLIX MUonaTuen
no3a, courypa, noxoaka v op. ABuUraTesibHble HapyLleHUs.

KQbInOBMQHbIe JIOMNaTKN Bblpa)I(EHHbIVI nopao3 NOACHUYHOro
oTAaesia Nno3BOHOYHUKA.



MocTeneHHO yBenMYMBaeTCA noOpOoO3 rpyAHOro oraena
NO3BOHOYHUKA (No3a BepOrnoaa), NOABMNAOTCA OCMHAaA Tanus,
yTUHaAA MNoxoAKa, KpblnoBUOHble ronaTtkM, CUMMOTOMbI
«CBOOOAHLIX Hagnrne4dyun», «B3bupaHue no cedbe», BCTaBaHUe
«JyIeCeHKon» (CM. puc.).



Y 3TUX OONbHbLIX MOJSIHOCTLK BbINA[AKT CYXOXWUIIbHbIE
pecdnekcbl, 00bLEeM aKTUBHbIX OBWXEHUU MOCTENEeHHO
OrpaHM4YMBaeTCA, BO3HUKAKOT KOHTPAKTYpPbl MbILL C rpyObiMu
aedpopmaumamm ckernerta (cm. puc.). NocteneHHO HactynaeTt
noriHaas o00e3OABMXEHHOCTb W neTanbHbIM  Ucxon  OT
WHTEepPKYPEHTHbIX 3aboneBaHnNn, HepeaKo Ha (poHe IHOOKPUHHO-
OOMEHHbIX HapyLeHUN MO TUMY KaxeKCUuw.




PaccmMmoTpum KpaTko psaa KnmHuyeckux coopm saboneBaHum:

a) MceBpornneprpodnyeckas ammortpodua [oweHa.
Bone3Hb HaYMHaeT NPOABNATLCA K 3-4 rogam, MHoraa ¢ nepBbIX
MecsiueB XWU3HU. Hapsay ¢ MblwevyHbIMM  aTpoduamu
npeuMmyLLecTBEeHHO Ta3o0BOro nosica, HabnrogaroTcA
nceBOooOrunepTpodun MKPOHOXHBLIX MbIWIL C HapacTtawLwen
YMCTBEHHOMU OTCTaNocCTbi. BonewT TONbLKO Manb4uku, T.K.
MYTaHTHbIU reH cuenneH «X»-NJIOBOU  XPOMOCOMOM.
KoHayKTOpamMu ABNAIOTCA XEeHLWWHbI 340pOoBble (peHOTUNMUYECKMU.
PacnpocTpaHeHHOCTb B nonynauumn — 2-3 60MbHbLIX Ha 100 ThiC.
YyerioBeK.




0) [leTckasa cnuHanbHaa amuoTtpodcdusa BepaHura — N'ocpmaHa.

Bone3Hb HaAaYMHAaETCA C NepBbIX MecALEeB XU3HU, BO3MOXHO C
nocnegHMX MecsiueB BHYTPUYTPOOHOro pa3BuUTUA NoAaa,
XapakTepusyeTcsli BANOCTbIO, nape3amu, atpodmen, rnaBHbIM
obpa3om NMPOKCUManbHbIX MbILLILL, BHeELUHe yacTto
MaCKUPYHOLMUXCA MOAKOXHON XUPOBOU TKaHbK pebeHKa.
PebeHOK nrnoxo coceT, CNOHTAaHHAasA ABUratenbHasi akKTUBHOCTb
pe3ko ocnab6brneHa. [lozda HOBOPOXAEHHOro HanoMuMHaeT MNO3y
rmyoboKO HeAOHOLWEeHHbIX: HOrMM pPa3orHyTbl, PEeTUPOBAHDI
KHapy>XW, PYKU TOXe pPa3orHyTbl, CONMPOTUBMEHUA NMaCCUBHbLIM
ABMXEHUSAM OTCYTCTBYHIOT, «no3a narywku». [lo cxoacrtBy
KITMHUYECKNX MPOABJIEHUU MbILWLEYHOU FTMMNOTOHUU TaKUX OeTeun
OTHOCHT B rpynny «Basibin pe6eHOK» (CM. puc.).




B nopaxeHHbIX MblWUax Ha6noparwTca GuUopuUnnsapHblie U
dacumkynsapHble nogepruBaHus. YTOYHEHUIo AunarHosa
crnocobcTByeT 3anekTpomuorpacpunyeckoe wuccnegoBaHue, npwu
KOTOPOM BbISAIBNIAIOTCA NPU3HaKN AereHepauuu tTen MOTOHEUPOHOB
CMMHHOro Mo3ra («puTM YactTokona») (CM. puc.).

3aboneBaHue HacneayeTcs NO ayTOCOMHO-PELLECCUBHOMY TUMy,
4yacToTa KOTOPOro cocTaBnseT 7 Ha 100 TbiC. HOBOPOXAEHHbIX.

HuwxHaa kpuBasa OMI — «putMm yacTokonar.



B) HeBpanbHas
amuoTtpodua Lllapko — Mapwm.

3aboneBaHue Hacnhne-
AyeTcA 4awe no ayTOCOMHO-
OOMMHAHTHOMY TUMNY, Ha4u-

HaeTcA B AEeTCKOM u
IOHOLLEeCKOM BoO3pacrTe.
KnnHuyeckasn KapTuHa

XapakTepusyeTtcs aTpocpunen
MbILLL B AUCTAlNbHbIX oTAenax
HMXHUX KOHe4YHoCTeMN.
CTtpagaloTt pa3rnbaresnv rosieHum,
Menkue wMbiwubl cton. B
pe3ynbraTe yero CTOnMNbI
HaYMHaKwT oTBuUcatb (pwmc.),
OoonbHOU xoauT BbICOKO
nogHMMasi HoOrum, cCToOnbl -—
«cTenaxm».

~&



Hapsgy ¢ ABuraternibHbIMU HapyLeHUAMM AOnfa  3TUX
OONbHbLIX XapaKTepHbl 4YyBCTBUTESIbHbIe paccTpoucTBa Mo
TUNY «HOCKOB», «4YYJIKOB» W «nep4yaTtok». bBone3Hb
nporpeccupyeTt MeAneHHOo, BO3MOXHbI peMuccum.

JleueHne HepBHO-MbIWEYHbIX AUCTPOMUU HanpaBrieHo,
rmaBHbIM o0OOpa3oM, Ha yny4yweHne TPOPUKU MbIlL W
NPOBOAMMOCTU MMMNYJILCOB MO HEPBHbIM CTBOMIaM M 4yepe3

MMUOHEeBparibHbleé  CUHAaNCbl: FAyTaMUHOBasA  KWUCNOTA,
MeTUoHuH, ATP, rnwoko3a, ButamumHbl E, A. B wn C,
Lepedbponn3vH, aHTUXONMHIACTEepa3Hble npenaparbl
(Nnpo3epuH, ranaHTamMmuH), cpeAacTBa, ynyJwaroujime

KanunnsipHbin KpoBoToK, JI®K, maccax wu pgos3uvpoBaHHas
3ANEeKTPOCTUMYNSALMUA.



r) MnacrteHwus.

OCHOBHbIM CUMMNTOMOM 3aboneBaHuUs SABNSsIeTCH
HapacTamroLas MbiLLUeYHas cnabocTs, pe3Ko
yCUnmBarLasaca npm NOBTOPHbIX aKTUBHbIX ABUXEHUAX:
HapacTalLwWmn NTo3, AUNSIONNs, PaCCTPOUCTBO XeBaHUS,
rmoTaHus, pedb CTAaHOBUTCA FHycaBOMW, HapacTaeT obLwas
YyTOMJIAEMOCTb, KOTOpasi MOXeT NepeuTtn B COCTOSHUE
00e3a4BNXEHHOCTMW.

Jo nosiBneHnsa aHTUXOJIMHICTepa3HbIX npenapaTtoB
0o 90% OONbHbLIX YMUpPanU OT napanuya AbixXxaTesibHbIX

MbILLLL.




CneumnanbHble nccnegoBaHUA NOKasanu HapyLleHne cCuHTe3a
aUueTUIIXONIMHA NPU N30bITKe XONMUHICTepa3bl B TKAHAX OONbHbIX
MuacTteHuen. Y 00onbHbIX, NOrMOoLWKNX OT MMAaCTEeHUN
OOHapyXuUBalOT rMnepnnasvuio Uin onyxorsrib BUNIOYKOBOU Xerne3bl
(Tumyca).

lNpu nocTtaHOBKe AMarHo3a pellarLlyro posrib umeeT
npo3epuHoBasn npoba: yepes 20 — 30 MUHYT Nocrie BBeaeHus 1,0 -
1,5 mn 0,05% pacTBOpa Npo3epuHa NOAKOXHO HacTynaeT pe3Koe
YMEeHbLUeHMe UIin NosfIHoe NC4e3HOBeHUe CUMNTOMOB
3aboneBaHus Ha 2 — 3 yaca.

ans rievyeHus MUACTEHUM NPUMEeHSAIoT aHTUXO-
JNINH3CTepa3Hble npenapaTtbl (NPO3epuH, OKCa3WH, KareMuH).
NMonoxurenbHble pe3ynbraTthl aaer yaaneHue Unu
peHTreHOBCKOe Obriy4eHne BUNOYKOBOM Xerne3bl.




NMpn MuUacTeHUYEeCKUX Kpusax (pe3koe HapacTaHue
CUMMNTOMOB 3aboneBaHusl) pekomMmeHayeTcH CpOYHOe
BBegeHue 0,5 mn 0,05% pacTtBopa npo3epuHa B/B BMecTe C
rrnoko3on, achegpuHa 5% - 1 M1 NOAKOXHO, AaYva Kucnopoaa v
MCKYCCTBEHHOE annapaTtHoe AbiXaHue.

NMpu nepeno3npoBke aHTUXONMNHICTEpPaA3HbIX NpenapaToB
MOXEeT pPa3BUTbLCH XONUHIPIrUYeCKUN KPU3: CYyKeHne 3padvKos,
TOWHOTA, pBOTa, CNOHOTeYeHne, opagukapausa, andcdpdysHan
MbilUle4YyHasa TUMOTOHUA, HapacTawwaa cnabocts npwm
BBeOJEeHUMN aHTUXOJNIMHICTEepasHbIX MnpenapaTtoB, KOTOpble
MOTyT conpoBoOXaaTbCA pacnpocTpaHeHHbIMU
dacumkynapHbIMu nogepruBaHMsIMM U cyaoporamMmuv MbiluL,.
NMepBasg nomoulb: BBegeHue 0,1% pacTtBopa aTponuHa no 0,5 —
1,0 M NOAKOXHO, OTMEeHa aHTUXOJIMHACTepa3HbIX NpenapaTtoB
BPEeMEHHO.




Cnacubo 3a eaHumaHue!



