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TAINTOY « OOMK»

JIEKLIUS

TUATHOCTHUKA HACJIEACTBEHHO -
NETEHEPATUBHBIX 3ABOJIEBAHHUH HEPBHOU
1 MBIIIIEYHOU CUCTEM

[IpeniogaBarens:
Bacunbesa B.H.
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LIENb

YueOHanA: J0OUTHCS TPOYHOTO YCBOEHUSI CCTEMbI 3HAaHUI; OCBOEHHE
OOIIIMX M COOTBETCTBYIOIINX MPOdECCHOHATbHBIX KOMITETEHITHH.

[TK 1.1. [TmanupoBars 06cieToBaHNEe MALIEHTOB PA3TUYHBIX
BO3PACTHBIX I'PYIIIL.

[IK 1.2. [IpoBOAUTE AMarHOCTUYECKHE UCCIeJOBAHUSI.

[1K 1.3. [IpoBOAUTE AUATHOCTUKY OCTPBIX U XPOHUYECKUX
3a00/1€eBaHU.

[TK 1.7. OdopmMasSTh MEIUIIMHCKYTO TOKyMEHTAIHIO.

PasBuBaromas: GopMupoBaHHEe HaBBIKOB CaMOOOpPA30BaHUS;
CaMOpeaIU3aLUU TUYHOCTU U Pa3BUTHUE PEYU, MBILLICHUS, TTAMSTH.

BocnurarensHasn: popMupoBaHUe Y CTYI€HTOB LIEJIOCTHOTO
MHUPONOHUMAaHMS U COBPEMEHHOI'0 HAyYHOT'O MUPOBO33pEeHUS,
OCHOBAHHOTO Ha MPU3HAHUE TPUOPUTETOB, 00IIIeUeT0BeYeCKIX
LIEHHOCTeMN: 'YMaHHOCTU, MUJIOCEPIUSI, COCTPALAHUS, YBaXKEeHUE K
YXU3HU U 3J0POBBIO Ye/I0BEKa.
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[TJ1AH

[TousiTrie o Hac/IeICTBEHHOCTH.
Knaccudwmkamnms HaciecTBEHHBIX O0/Ie3HEN.

Xpomocomubie 6oe3uu (bomesns JlayHa, cuHApOM
Knsiiindensrepa. lllepieBckoro-TepHepa).

[eHHbIe 6OJIE3HU:

MuoTroHuM, MUOIIATHH;

Muacrenus;

Xopes [eHTUHITOHa;

bonesns I lapkrHCOHA;

HacnexncrBeHHas aTakcus;

[enaronepebpanpHas gucrpodust Buabcona-KonoBaosa.
Bpoxxaénnplie 3a6omeBanus (CUpHUHIOMUEINSN)
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HacnencrBeHHble HEpBHO-MbIIIIeYHbIe 3a00/I€BAHUS
— OoJibllIas reTeporeHHas rpylina 0ose3Hel, B OCHOBe
KOTOPBIX JIEXKUT FeHeTU4eCKU IeTePMUHUPOBAHHOE
nopakeHUue repudeprudecKux HEPBOB,

MepeJHUX POTOB CIIMHHOT'O MO3Ta Y CKe/JIeTHBIX MBIIIILL,



—

XpomocomHbie 601e3HU (XpOMOCOMHBIE CUHAPOMBI) 0OYC/TOB/IEHBI
yBeJIMYeHUEeM UJIM YMEHbIIeHUeM YU CJIa XPOMOCOM, TIOTepel 4acCTU
XPOMOCOMBI UJIH U3MEHEeHNEM ee pOPMBL.

[eHHble 6one3Hu (60me3HM 0OMeHA BelecTB) 00YCI0BIEHbI
HapyireHveM ydacTtkoB JJHK (Beimazienue, ynBoeHnue, epemelieHme,
repeBepThiBaHHe GPAarMEHTOB), PETYIUPYIOLUINX CUHTE3
oTipefieIEHHbBIX OEJTKOB.

MynavmugpakmopuanbHble 3ab01e8aHUSA TAKKe CBSI3aHbI ¢ U3MEeHEeHUEeM
reHeTUYeCKOTO alapara, OJJHAKO JJIs1 TPOSIB/IEHUS DTUX U3MEeHEeHUU B
BUle 00Ie3HN HeEOOXOAMBI TOTIOTHUTEIbHOE HeOIaronprusITHOE
BO3/IefiCTBYE BHEITHUX (PaKTOPOB (MHPEKIIMOHHBIX, TOKCHYECKUX
busmdeckux u ap.). K Takum 3a601eBaHUsIM, HallpuMepP, OTHOCSAT
MHACTEHUIO, PAaCCesTHHBIHN CKIep03, O0KOBOM aMHOTPOPUIECKUI
CKJIepO3.

BpoocdeHHble 3a601e8aHusn He CBSI3aHBI C TTATOJIOTHEN TeHeTHYeCKOTO
arirapara: JeicTBYe MaToreHHoro pakTopa HalpaBaeHo Ha
pPa3BHBAOIIMECS TKAHU U OPTaHbI MI0/a B mepuoa 6epeMeHHOCTH. K
TaKUM PaKTOPaM OTHOCATCSI MHPEKIINH, MeJTUKaMeHThI, AJIKOTOJTb,
HUKOTHH, TUITIOKCHS, BATAMHUHHAS HeIOCTaTOYHOCTh, PEHTT€HOBCKOE
obOryueHue.
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BOJIESHb IAYHA

bonesnp JlayHa o6ycioBieHa TUITHEH 21-U XPOMOCOMOA.
BCTPEYAEeTCs 0 4-X C/IydaeB Ha 1000 HOBOPOXXAEHHBIX,;

B 1866 roay [>koH [layH onuncarn 3aToT CUHAOPOM, a

B 1959 roay [xep JlexeH - reHeTn4yeckyo npupoay

PaKkTopbl pUcKa:

BospacTt matepu ctapLue 33-40 net (90%)

BoapacTt oTtua (10%)

- brinakopoacTBeHHbIE Dpaku
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KITMHUKA

nepOpMUPOBAHHBIN YepeTl,

JTYHOOOpPasHoOe JINIIO,

IIIMPOKO PacCTaB/IeHHbIe (MOHIOIOHIHBIE) I/1a3a,
KOPOTKHMU HOC, MaJIeHbKUe Je(pOpMHUpPOBaHHbBIE YIIIH,
yBeJIMYEeHHBIU SI3BIK, ITONepevHasi CK/IaJKa Ha JIaIOHSX.

B03MO)XHBI ITOPOKM pa3BUTHS BHYTPEHHUX OPIaHOB U
KOCTHO-MBIIIEYHOU CUCTEMBI (AHCIIPOIIOPIHOHATLHOE
TEJIOC/IOKEHUE ),

OTCTaBaHHE B POCTE.

Y Bcex OOBHBIX  OTMedYaeTCsl YMCTBeHHOe HeZJopa3BUTHE
Pa3/IMYHOM CTEIEeHHU.






opMaribHas

TTadOHAB

XapactepHa nonepeuna ccnaaxa Ha gonoti
[www.medword.net/ syndrome_down.htm)
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OVNATHOCTUKA

JlnarHOCTHKAa OCHOBBIBAETCS HA TUITUYIHBIX
KJIMHUYEeCKHUX ITPU3HaKaxX U UCCIeA0BAHUH XPOMOCOM
(KapUOTHITHPOBAHUE).

[Tporao3 xu3Hu HeGaronpusSTHBIN. 60% geTeit
YMUPAIOT B TIEPBBIE 10 JIET, HO U3BECTHBI CJTy4aH,
Korza 60/bHBIE TOXKUBAIU [0 70 JIeT
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"CVHOPOM LUEPLLUEBCKOTO -

TEPHEPA

@ xapakTepusyeTrcs OTCYTCTBHEM OLHOU MOJIOBOU
XpOMOCOMBI (MOHOCOMMEM X) Y JeBoYeK BCErO B
Habope 45 xpomMmocoM. Yacrora - 1 csrydaii Ha 3000
HOBOPOXX/IEHHBIX.

® - (CMHOPOM >XEHCKOro rmnoroHagn3ma)

® - Onucanu H.A.lLlepeweBcknu B 1925r., Turner B
1938r.
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KITMHUKA

OTCTaBaHHeE B POCTE;
TIO/I0BOU MH(PAHTUITU3M,
HelOpa3BUTHE MOJIOYHBIX JKejle3,
HApYIIEHUS] MEHCTPYaJIbHOTO IIUKIIA,
OecIUIonue;
KPBUTOBUAHASI KOXKHAsI CKJIQ/IKA Ha 1IIeE;
nepopmMaIys YIIHbIX PAKOBUH
YKOpOY€eHHe KOCTeH U aria3us $paiaHr
4aCTO OTMEYaI0TCs MOPOKU Pa3BUTHS BHYTPEHHUX OPTaHOB.

[lcuxudeckoe HeZOPa3BUTHE BHIPAXXKEHO HEPE3KO U B KAKOU-TO
CTeTeHU KOMITEHCUPYETCS TPYJOTI00eM Y SMOLIMOHATbHBIM
O/arogyuviem.
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PEASOPOM

KNANHOENBTEPA

00OyC/IOB/IEH HAJIMYUEM Y MaJIBYUKOB JTUIITHEH X-
XPOMOCOMGBI - HADOP NOMOBbLIX XPOMOCOM XXY

OnwucaH B 1942 rogy X. B. KnanHndensrepom
CUHOPOM MYXKCKOro runoroHaan3ma
2-2,5 criy4yasi Ha 1000 HOBOPOXAEHHbIX Marib4MKOB

BcTpeuaercs cpesyt HOBOPOXAEHHBIX Ma/IBYUKOB C
4aCTOTOU 1:400.

npOFIBJ'IFIeTCFI CMHOPOMOM MNOJ1I0BOIoc HEAOPA3BUTNA
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KITMHUKA

BbICOKMW POCT,

acTeHn4eckast KOHCTUTYLUS (Y3KMe Nneydn, LNPOKNIA Tas,
cnabopassuTast MyckynaTtypa),

Hegopa3BUTUEM BTOPUYHBLIX NOMOBbLIX MPU3HAKOB,
rMnoreHnTanu3m (CKygHas pactuTtenbHOCTb Ha nuue,
TMHEKOMACTUA).

becnnoaue .

XOTA Hapy>XHbl€ NOJ10Bbl€ OpraHbl MY>KCKOIo Tura v rnosioBas

doyHKUMA Yy MOnoabIX NOAen COXpaHAETCs, NPOoaoSKEeHe poaa Yalle
BCEro HEBO3MOXXHO BCNeacTBme aTpodum CEMEHHbIX KaHasibLEB U
acrnepmun.

NHTENNEKT 0ObIYHO HE CTpaaaeT, XOTA B HEKOTOPbIX CltyHadaX MOXXET
Ha6J'II-OD,aTbCFI OTCTaBaHne B YMCTBEHHOM Pa3BUTUN.

OuarHocTrka 0OCHOBbIBAETCA Ha KITMHUYECKUX NMPU3HaKax 1
“ccrnegoBaHMM Habopa XPOMOCOM.
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- N'EHHbIE BOJTIE3HIA

leHHBIE 0OTE€3HM - UMEHYIOTCST 00/IE3HIMU 0OMEHa BellleCTB M 00yC/IOB/IEHBI
HapyuieHusiMu yuacTkoB JIHK (Beimamenus, mepemeiteHus:, yIBOeHUS,
nepeBépreiBanue pparmenTos JJHK), perymupyromimnx cuHTe3 onpezieiéHHbIX 6e/TKOB

3a601eBaHU JAHHOM IPYIITBI ONTMCAHO HECKOBKO ThICsTY. OHU XapaKTepU3YIOTCS
OeCTPYKTUBHBIMU U JlereHePaTUBHBIMU U3MEHEHUSIMU B TKaHSX, 30U paTeTbHOM
IIOPYXEHUU HEPBHOM CUCTEMBbI, MBIIIIL, BHYTPEHHUX OPraHOB U KOXXU,
nporpeccupymoinem tedeHrneM. HekoTopsie u3 3Tux 60/1€3HeH MPOSIBISIIOTCS C
IIePBBIX AHEU XXU3HH, Jpyrue - CIIyCTs: MHOTO JIET ITOoc/Ie poxaeHus. Mimeror
pa3/IMYHbIe TUIILI HAC/IeJOBAHUS.

HacnencrBeHHbIe HEPBHO-MBIIIEYHBbIE 3a007I€BAHUSI UMEIOT XPOHUYECKOE,
Iporpeccupyouee TedyeHre. XapaKTepusyloTcs NOPAKEHUEM MbILIEYHON TKaHU,
nepudepuIecKrux HEPBOB, MEPEeIHNUX POTrOB CTUHHOTO MO3TA.

Eciv mepBUYHO CTpajiaeT MBIIIeYHAsI TKAHb - 9TO HAa3bIBAIOT MUOTIATHUSIMU,

Ecu mopaykeHsl mepegHUe pora CIMHHOTO MO3TA U leprudepuyecKrie HepBbl —
MUOAMCTpodUH,

Eciu mopa)keHpl HEPBHO-MbIIIEYHbIE CTHATICHI, BRI3IBAIOILFIE U3MEHEHNE
MBILIEYHOTO TOHYCA, TO TOBOPSIT O MUOTOHUSIX,

MHNACTE€EHHWH — MbIII€YHAS YTOMJISIEMOCTb
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- KINACCUNDPUNKALINA

[. HacnencrBeHHbIe HEPBHO-MbIIIEYHbIE 3a00/IEBAHUS
1. MUOITATHH -niepBu4HbBIe Nporpeccupylouue
MbIlIeYHbIe fucTpoduu (:oBeHUIbHas popma Ipba —
PoTa, niceBporuneprpodurydeckast opma lromenHa, niege-
JonaTouHo-auneBas ¢popma Jlanaysu — Jlexxepuna u ap.).
2. AMHUOTPO®OHWH -BTOpUUHBIE MPpOrpeCCUPYIOLIUe
MbIlIeYHbIe TUCTPOPUM - (HeBpasibHAST AMUOTPOPHS
[Ilapko — Mapwu, cniuHanbHbIe aMuoTpoPuu Bépauura-
[opdmanna, Kyrennbepra — Benanzgepa, ApaHa —
IOIIIeHHA W BpOXKeHHast MuatoHus OmnmeHreiima).
3.Muortonus TomceHa, MUOTaHHUYECKAST UCTPOPUS
KypuimanHa — bartena — lllteiiHepTa,

4.Tleprogryeckuii ceMeiHbIiM Mapaany (MMapoKCU3MabHas
muoIuterus Becrdans).
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[I. HacneacrBeHnHbie 60/1e3HM 0OMeHa, MPOTEKAIOIIHe C
MOpAKEHNEM; HEPBHOI CCTEMBI:

(QeHnKeTOHYPHUSL.

/

MyKoIoiMcaxapu 036l (raprominsm), 601e3Hb
Mapdana.

Heitponunumossl (aMaBpoTHYeCKHe UAUOTHH, 00/I€3HD
Humanna —ITuka, 6o1e3Hb loiie, neiikogucrpodun).

[TII. PAKOMATOSbI
HelipoprbpomaTo3 PekmHTay3€eHa,

TyOepo3HbIi CKjlepo3 bypHeBu IS,
SHIlePpaTOTPUTEeMUHAIbHBIN aHTHoMaTo3 LlTypre-
Bebepa,

aTaKcUsi-TeneaHruskrasus Jlyu-bap,

1epebpo-peTUHAIbHBIM aHIMOMaTO3 [uItmesns —
Jlunpay).



[V-CrUCTeMHbIe JereHepatni:

C npenMyleCTBEHHBIM HapYyLIeHHEeM
KOOPAWHAIIMU ABW>KeHUU (aTakcuss Ppuaperixa,
arakcus [Ibepa — Mapu, o1MBO-ITIOHTO-
epebesIsipHasi IereHepaiysi, IeHTO pyOpasibHas
nereHepamus u ap.).

C npenMyleCTBEHHBIM NOPAXEHUEM
MOJAKOPKOBBIX Y3JIOB (rermaro-iepedpaibHas
nuctpodus Burbcona — KoHoBasoBa,
nedbopMHUPYIOIIasi MbIIIIeYHAsI IUCTOHUS, XOpes]
[eHruHrTOHA, CeMeiHbIN TpeMop MuHopa).

C nmpeuMyleCTBEHHbIM MOPAYKEHHUEM KOPTHUKO-
CIIMHAILHOTO Iy TU (CeMEeMHBIN CIacTUYeCKUM
napairud lrprommenss, 60KoBoH
aMHOTPOPUIECKUI CKIEPO3).
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npocpeccupyvrowudai mbvluueuHan aucmpogéuﬂ = c6opHa51

rpyrina 3a007eBaH1, XapaKTePU3YIOIINXCS TePBUYHBIM
TUCTPOPUYECKUM MPOLLECCOM B MBILLIEYHOU TKaHHU.

OTHOCHUTCS K HanboJIee 4acTo BCTPEYAIIIMMCS XPOHUYECKHUM
3a00/IeBAaHUSIM HEPBHO-MBIIIIEYHOTO aTllIapaTa U HOCUT
HaC/eICTBEHHBIU XapaKTep.

PasinyHble 5K30reHHbIe BpeJHOCTU (TpaBMbl, HHPEKIHH,
MHTOKCHKAIIMH) MOTYT BBISIBUTH UMEIOIIIYIOCS TTATOIOTUIO HJTH
BbI3BATh YXYALIEHNWE TeKYILEro IaTOJI0rMYeCcKoro mpoliecca.

Il ycTaHOB/IEHUSI CEMEMHOTO XapaKTepa 3a00/ieBaHHS
H€O6))I(O,ZLI/IM He TOJIBKO TIIATe/TbHO COOpAaHHBIN aHaMHe3, HO 1 T10
BO3MOYXHOCTH HauOosiee TOTHBIN OCMOTP BCeX YIEHOB CEMBH C
BBISIBJIEHHE€M TaK Ha3bIBAa€MbIX MaJIbIX ITIPU3HAKOB 3a00/1€eBaHHUSI.

Hannvue criopagmryeckux ciydaeB He UCKTIOYAeT
HAC/IeICTBEHHYIO MPUPOAY OO0/Ie3HH.
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[MTATOIEHES

Beayuiyim B IpOMCXOXKI€HUM OTe/TbHBIX 3a00/1eBAHU MOTYT
OBITh HEZIOCTATOYHOCTH GEPMEHTOB, CHHTE3UPYIOIINX
MBIlIIeYHbIe O€/TKU, CTPYKTYpHbIe U GYHKIIMOHAIbHbIE
HapyIlIeHWsI B OKOHYAHUSX eprupeprudecKrX MOTOHEHPOHOB,
HeJI0CTAaTOYHOE KOJTMYECTBO KJI€TOK MepPeTHUX POroB CITUHHO-
MO3TOBBIX CETMEHTOB, JlepeKThI TUTTOTA/IAMO-TUTTOPU3APHOM
CUCTeMbI. YCTAaHOBJ/IEHbI U3MeHEeHHsI HYKJIEMHOBBIX KUCJIOT,
yI7IEBOTHOTO, YXUPOBOTO OOMEHOB M MeTabo/In3Ma
KOopTHUKOCTepouaoB. [IpoucxoauT pacnaz, crenmuduyecKux
MBIIIIEYHBIX O€TKOB M 3aMellleHHe UX YKUPOBOU 1
COeIMHUTETbHOU TKaHbI0. [1py rucTonornyeckom
M CCJIeTOBAHUY OTIpeIe/IIIOTCSI HOpMaJibHbIe, aTpOPHUPOBAaHHbIE
Y TUNepTpOoPUPOBaHHBIE BOIOKHA, PACTIOIOXKEHHbIE
BITepEMEIIIKY.
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[laTomMopdhonorma mmonaTui:

HapyLueHue pacnpegeneHns TUNnoB MbllLEYHbIX
BOJTOKOH.

IamMeHeHne pasmepa MbILLEYHbIX BOTOKOH.
HapyLwieHne CTpOeHNA MblLLeYHbIX BOJTOKOH.

[laTonornyeckne BKNOYEHUS U O6pa3OBaHVIFI B
MblLWEYHbIX BOJIOKHAXxX.

[laTonornyeckmne nameHeHmsa ckeneTHOm MbllLleYHOU
TKaHU B LUENOM.
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3abo/1eBaHMe pa3BUBAETCS MeIJIEHHO, HAYMHAETCSI C YTOMJIEHHST BO BpeMsI XOAbObI HJTH
pPaboTHL.

ATp06<1>1/11/1 yallle MOSIB/ISIIOTCS B paHHEM Mepuo/e B IJIe4eBOM Mosice, 3aTeM B
Ta300epeHHO 00/IaCTH 1 TI03)Ke PACIIPOCTPAHSIOTCS HA APYTHe TPYIIThI MBIIIII,

[To Mepe nmporpeccupoBaHust aTpOdUIL TOSBISIOTCS Pa3TUYHbIE PETPAKIINH,
HEeHOPMaJIbHbIE MO3bI 1 KOHPUTYPALIUH OTAETbHBIX KOHEYHOCTEM.

MoryT Habm0AaTHCSI TUTIEPTPOPUU MBILIL, 0COO€HHO NKPOHOXKHBIX.
[TosiBASIFOTCSI KPPUTOBUHBIE JIOTIATKHU.

[Tpu mopakeHMU HIEWHBIX MBIIILL CBUCAET TOIOBA.

BosHuKaeT 10pmo3 BeieiCTBHE TOPAYKEHMSI MBILIL, TOSICHUYHOM 00/1aCTH.

[Tpu niteve- nonaToYHbIX POpMax MUOTIATUH OTMEYAIOTCS IIABHBIM 00pa3oM
BbIpa)KeHHBIE aTPOPUU TJIeYeBOT0 MOsICA, MBIIII CITUHBI, TPYAY U YKUBOTA.

[TosiBsieTcst «OCUHAS TAJTUSD.

OueHb BhIpaYKeHbI aTPOUU MBIIIILI JTUIIA - «JIUI[0 MUOTIATa» : TUIO0 HETIOABH)XHO, TYOBI
OTTONBIPEHBI, I71a3a HeJOCTATOYHO 3aKPbIBAIOTCS.

[Tpu nceBporuneprpodpmyeckoit popme muonarmuu 3aboneBaHre HAUUMHAETCSI C
MOPa)XeHHSI MbILIL, TA30BOU 00/IaCTH, YTO BeJleT K CBOeOOPa3HOMY PAaCKAYUBAHUIO MPU
X0ZIbOe «yTUHAS MTOXOAKA».

[To Mepe mporpeccupoBaHUs MTPOLECCa YBETUIUBAETCS CIa00CTh B KOHEYHOCTSIX,
CHIDKAIOTCS U 3aTeM MCY€e3aI0T CYXOXXHUTbHbIe pedieKChl, yMeHbIIaeTCsT
5/IEKTPOBO30YZMMOCTD B TOPAKEHHBIX MBIIIIIAX, OTMEYAIOTCS KOHTPAKTYPHI.

AKA
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Mbiwe4vHaa anctpodouma JiolweHHa:

HacnegytoTcs No peueccMBHOMY TUMy, CUEnIEHHOMY
C Nonom, OonerT Manb4Yuku

Hayano 3aboneBaHus B paHHeM Bo3pacTe — 3 —4
roaa,

[IpenMyLLLECTBEHHO NOpa)KeHe MblLLL, Ta30BOro
nosica.

[Toxogka «yTuHas».

[To Mepe nporpeccnpoBaHna yBeNUYNBaAETCS
cnabocTb B KOHEYHOCTSX.

OTmevaloTCcs KOHTPAaKTYPbI.
[TceBoornnepTpodmun MbiLlL,, OCOOEHHO NKPOHOXHbIX



® CyxoxunbHble pednekcbl BHa4are CHuXarTcs,
3aTeM McYe3aloT.

® OtmevaroTca aTpodumsa MblllL SA3blka, MATKOro HEBA,
ropTaHu 1 XXeBaTeNbHbIX MbILLL,.

[Tpn HANU4YMKM 3TUX CUMNTOMOB FOBOPAT O
bynbbapHo-napannTnyeckomn opme.
_ [

=
S
»
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a
FOHoLWeckast MmonaTtua Ipba-PoTa:

Hacnegnyetca no ayToCOMHO-peLeccMBHOMY TUNY
(bonewT AeTn 300PpOBbIX poauTenen).

bornesHb Ha4YnMHaeTcsa B Bo3pacTe oT 3-5 net ao 14 ner.
CTpanatoT MbillLbl MIeYeBOro nosca U MbillLbl CMMHbI.

[TocTeneHHO pa3BuBaeTcs aTpodusa (anctpodums)
MbILLL, M1I€4YEBOro M Ta3oBOro Nodca.

Bo3HUKaeT «yTuHad» noxoaka.



BonbHbIE NCMLITLIBAIOT 3aTPygHEHNE NMPYU BCTaBaHUU
c nona, nomorasa cebe npu 3TOM pykamu; no
CTyNneHbKaM NeCTHULbl NOAHUMAIOTCH, ONMPasiCb

pykamu o nepuna.
CnabocTb 1 aTpodura MbILLLL NMNeYeBOro rnosica
3aTPYAHAT NOOBLEM PYK BBEPX.

ATpodusa mMbiLlL, PUKCUPYIOLLMX NonaTK1, NpUBOoaUT
K pasBUTUIO KPbINMOBUOHbLIX JTONATOK.

[1BKEHUS Xe B KUCTAX PYK M MbllLax nvua He
HapyLlarTCcA.
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vuo "muonara”  CUMNTOM “KpbINOBUA-
Hble nonartku"
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~ Jlnue-nonato4dHo-nne4vyesas doopma
NaHpaysun-LexepuHa.
® Hauvano 3aboneBaHus ¢ 7 - 15 ner.
® CnabocTtb 1 atpoduun MbiLLL NULA 1 NNEYEBOro nosica.
® XapaktepHa crnabocTb MUMNUYECKOU MYCKynaTypbl.

® Koxka nuua rnagkas, 6e3 cknagok.



— CunmnTom «KpbUJT1OBNAOHbIX
J1onaTtokK», NOPU3OHTAallIbHOE PacClroJioXKeHNE KITHO4YNL.

XapakTepHbl TOMCTble, BbiNAYEeHHbIE Brepes ryosbl
(«ryObl Tanupay), «nonepedHas ynoiokay.

BblipaXkeHHbI narodranbm.

K ":8‘:57
. 3
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CAVATHOCTUKA ————
MUOMATUI

reHeajIoTU4eCKUM aHaMHe3,
TUMMUYHBIE KJIMHUYECKWe MIPOSIBJICHUS.
BCIIOMOTATe/IbHbIE METObI:

- oIpejesieHrue aKTUBHOCTU HEKOTOPBIX PePMEHTOB B KPOBU
(QKTUBHOCTH a/1b/I0/Ia3bl ¥ KpeaTUH(POCPOKUHAZHI MTOBBIIIAETCS).

- THMMYHBIM SIBISIETCS Bble/IeHHe C MOYOU MOBBILIEHHOTO KOJTMYeCTBa
KpeaTHHaA.

a7IeKTpoMHUorpadpuiecKoe UCCieqoBaHUE:

PErucTpUPYIOTCS CHWKEHHBbIE 110 JJIUTeIbHOCTU U aMIUIUTYZe
IIOTEeHII A /IbI.

YIBTPA3BYKOBAsl U KOMITBIOTEPHAsT TOMOTPad¥si MBITIIII;:
OOHAPY)XUBAIOTCS YIUIOTHEHHSI MBI, ¥ YMeHbIIIeHHEe UX 00beMa, a
TAaKOKe U30BITOYHOE PA3BUTHE XUPOBOW U COeTUHUTETLHOMN TKaHMU.
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“FlatomMopdornorvis ammoTpouii:

[pyboe nopakeHne KNeTok nepeaHnx poros,
nepeaHnx KOpeLlKoB 1 nepndepuyeckmnx HepBOB
CMMHHOro MO3ra: YyMeHbLUEHNE KONMMYecTBa
KNETOoK, NX JereHepaTuBHbIE NU3BMEHEHUS B
LLIEWHOM U NOSICHUYHOM OTAEenax.



BpanbHaa am 2
LLlapko-Mapwu

® Tun HacnegoBaHUSA ayTOCOMHO-OOMUHAHTHBIMN.

® HavanbHble npogasneHnsa ¢ 13-17 ner.

® XapakTepHbl AuctarnbHble nNapesbl, atpodun,
CyXOXurnbHasa apedonekcusi bornee BbipaXkeHHas! B
Horax.

® PaccTtponcTBa YyBCTBUTENBHOCTU MO AUCTANbHOMY
TUny.




" ATpodua MbILLL, FTOSIEHEN U HUXHEW TPETN beaep.
Horu no Bnay HanoMmHarT «HOMM anctay.

UacTo co4veTaeTcsi ¢ KOCTHbIMU AedopmaLmnsamm
(cTona ®pugpenxa).

MOFyT NnpncoegnHATbCA MO3>KEYKOBbIE CAI

Ha OMI kapTuHa CHUXEHUSI CKOPOCTU Hep
nmnynbca.

MeaneHHo nporpeccupyioLlee Te4eHue.

Charcot-Marie-Tooth Disease






NMMHanNbHaga ammoTpodua

Bepaura — [ odpdpmaHa.

BblioenaoT doopMbil:
1. BpoxoeHHaa doopma.

2. PaHHaa petckasa dopma.
3. TlosgHas opma.



~ BpoxaeHnHas popma: _

Ha4ano BHyTpnyTpOoOHO.

Cnaboe weBeneHue nnoaa.

[1pn poxxaeHun BAnNbIN
napanuy B NpoKcUManbHbIX

oTaernax KOHeYHOCTEMN.

bynbbapHble paccTponcTBa: crabbln KpUK, BAoe
COCaHWe, CHMXEHUE TNI0TOYHOro pedonekca.

3agepKKa NCUXNYeCcKoro pasBuTus.
TedyeHune nporpeccupytoLlee.




PaHHAA geTckas goopMa:

® Havano go 1,5 ner.
® lNlocne MHTepKYyppPEeTHOro
3aboneBaHunst pebeHokK
Ha4YNHaET TepATb
NpnobpeTeHHbIE HaBbIKN.
® Banble nape3sbl NnpokcumMarsbHbIX
OTAEeNoB KOHEYHOCTEN HOCAT
BOCXOAALLUN XapaKTep.
® TedeHue nporpeccupyroLlee, CMepTb B S NneT.
® VIHTennekT He cTpajaer.



[lo3gHAa popma:
Hayano B 1,5 — 2 rona.

Banble napanuyn npokcMMarbHbIX OTAESIOB HOT, 3aTeM

PYK.
MblLeYHble aTpodUnN MaCKUPYKTCA XOPOLLO
Bblpa)eHHbIM NOAKOXHO-XPOBbLIM CITOEM.

B TeyeHne 10 neT npouecc reHepanusyeTcs C
BOBIieYeHnemM byrnobapHbIX OTAENOB.

TnNnYHbI KOCTHBLIE AedopMaLInn, OOUNBbHBLIN
rmneprnapos.

XapaktepHa OMI ¢ «puTMOM YacToKonay.
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MUOTOHUW

MuoTtoHnu — OT epey, myos — MBIIILQA, tON0s —
HallpsDKeHe. JTO Hac/leICTBeHHO-leTeHepaTUBHbIE,
HepBHO-MbIIIIeYHbIe 3a001eBaHUsA, 00 beJTHEHHbIE
Ha/INYMeM OOIIero CMMIITOMa — MUOTOHUYECKOTO
deHOMEHA.

[Tocste aKTUBHOTO HATIPSHKEHHUSI MBI, BO3SHHUKAET
TOHUYECKHUU CIa3M C 3aTpPyAHEHHEeM paccaabIeHUs —
COKPATHBIIASICS MBIIIIIIA CTPEMUTCS YIeP)KaTh CBOE
COCTOSTHHE HanpshkeHMs, pasa paccaabieHus JIUTCS
5—30 ceKyH/. Pa3znudatoT BpOXXJeHHYI0 MHOTOHUIO
ToMceHa u psif ApyTrHUX HO30I0TUYECKUX GOPM.

Yare HaGm0maeTcss ayTOCOMHO-IOMUHAHTHBIN THTI
Hac/ieIOBaHUSL.
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[MTATOIEHES

Benyiyto posib urpaeT HapylieHrue HepBHO-
MBILIEYHOU MPOBOAUMOCTHU BC/IeICTBUE HAPYLIEHUS
QYHKIIUY TPeCUHANTHYECKOU U MOCTCHUHATITUYeCKOM
MeMOpaH. HabGmromaercst uameHeHre oOMeHa
MeAUATOPOB: YBeIUYEeHWE COAEPYKAHUS B MBILLIEYHOM
TKaHU alleTUIXOJIUHA U KaJIM$, YTO CBSI3AHO C
yMeHbIIIeHeM BblJie/IeHHS aJIbJJOCTePOHA (ropMOHa
KOPbI HATTIOYEYHUKOB), KOTOPBIH peryaupyetr ooMeH
MUKPO3JIEMEHTOB U BOJBI.
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KITMHUKA

HepBbIe IMpU3HaAKHA 3a001eBaHus Y GOJIBIIMHCTBA OOJIBHBIX IIPOABIAIOTCS C AE€TCKOI'O NJIN
IOHOIIECKOTI'O BO3pacCTa

OCHOBHBIM CHUMIITOMOM 00JIE3HU SIBJISIETCS] HAPYILIeHHe JBIKEHUs], IPU KOTOPOM I10C/Ie aKTUBHOTO
HaIpPsDKeHYs MBILIL, BO3HUKAET TOHUYEeCKUH CIIa3M C 3aTpyZHeHUeM paccaabieHus. JTOT Cla3M
BO3HHMKAeT TOJIbKO NPU MHTeHCHBHOM IIPOWU3BOIBHOM JBU)KE€HUMU:

3aTpyJHEeHHe IBYDKEHUU BBIDKEHO B KUCTSX U MaJIbLIAX, YXeBaTeJIbHOM MYCKY/IaType,
pTa ,MBILILBI IIIeW, B KPYTOBBIX MBIILIIAX I71a3.
HapyLUIeHUe peyu.

CIIa3M B MbIIINAaX IJTOTKH. ITocne NMpOr/1aTbIBaHUA HECKOJIBKHUX HOpHI/Iﬁ AT 3TOT CIIa3M
MOCTEIe€HHO IMTPOXOAHUT.

[ToBbIlIEHME MeXaHUYECKOUM BO30YAWMOCTH MBI, : IIPH YZIape MOJIOTOYKOM B MbIIIIIIe BO3HUKAET
«SIMKa» WJIH «POBHUK», KOTOPbIE EPXKATCS 0 1,5 MUHYT XapaKTepHast «SIMKa» BOSHUKAET B sSI3bIKE
IIPH yZlape MOJIOTOYKOM IO HEMY, IO BO3BBILIEHUIO OOJIBIIOTO MATbIiA ~-CUMIITOM «0O0JIBLIOTO
TIAJIbLIA» ).

Crrazmbl YCHUINBAIOTCS Ha X0/104€, B CbIPDOCTH, IO B/IMAHUEM OTPULATE/IBHBIX BMOHHﬁ; ocs1abeBaroT
— B TeIlJle, IoCJie OTAbIXa, IMOCJ/Ie MprUeMad YMEPEHHDBIX 103 a/IKOT'OJIs.

MpeInreyHast cucteMa 0OBIYHO XOPOLIO PAa3BUTA, Y PsZia OOBHBIX TETOCIOKEHHE aTIeTHYeCKOe.
MBbILIIeI TBEpABI HA OLIYITb JAXKe TMPY IMOTHOM paccaabeHu!.
MbllreyHast cuia CHMXEHa, CyXO)XXUTbHbIe pedIeKChl COXPAaHEHBI
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- MUACTEHWA

MuacTteHus - OT epeu. myos - MbIIIIIQ, astenia — C/1a00CTh.

MuacteHuss — TsDKeoe XpoHHU4YecKoe 3aboieBaHue,
XapaKTepusymlleecs reHepajm30BaHHON WU OTHOCUTEIHLHO
JIOKQ/IbHOM MaTOJI0TUYECKOU YTOMJISIEMOCTBIO MBIIIIILI.

HepBHO-MbIIeYHbIE COeAMHEHUS SABISIOTCS OGHOM U3 CaMBbIX
ySI3BUMBIX CTPYKTYP TteprudeprudecKoro HeipoMOTOPHOTO
arnrapara.

Muacrenus sBaseTcst Haubosee pacpPOCTPAHEHHON U3
CHHANTHYeCKUX Oosie3Hel yenoBeka. OmnrcaHa 6ojee 100 jieT
Ha3az,.

B TedyeHue nocsiegHUX JIeT YMCJIO JUATrHOCTUPYEMBIX CTy4YaeB
YBEJIMYUJIOCh.

YKeHiiniusl 600J1€10T yaiiie.
OTUOJIOTUS 10 KOHIIAa He U3BeCcTHaA.
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[MTATOIEHES

YToMisieMoCTh MbIIII 00yC/IOB/IeHa HapylIeHHEeM
nepeJiauu UMITy/IbCa C HepBa Ha MbIlIiy. [laTronornyecku
M3MeHeHHasl BUJIOYKOBAs KeJie3a BbIpabaThIBaeT
crieriuprIeCcKre aHTUTEeA TPOTHUB XOTMHOPEIENTTOPOB.
[TponcxoguT 6;10Ka/la CHHATITUYECKOUW TTPOBOAVMOCTHU.
OTMedaeTcsi CHU)KeHUEe CUHTe3a alleTHU/IXO/IMHA, YTO TaKKe
IIPUBOJMT K YXYZLI€HUIO HEMPOMBILIeYHOU Iepeaayvu. B
CBIBOPOTKE OOTbHBIX MUACTEHWEU MOXXHO OOHAPYKUTD
AHTUTEA K CKeJIETHBIM MBIIIIAM U K 3ITUTE/TUATbHBIM
KJIeTKaM BUJIOYKOBOM >kene3bl. [Ipu 6uoncuu
OOHAPYKHBAIOTCSI aTpOdUUECKHE U TUCTPOPUIECKHEe
M3MeHEeHHUSs OT/leTbHBIX MBIIIIEYHBIX BOTOKOH.



| IATOMO

NMaCTEHUN.

Normal Myasthenia gravis

1. HapylwieHne cmHanTU4ecKoro npoBeaeHust
MMMNYbCOB.

2. QHOOKPUHHBbIE paccTponcTBa, 0COHBEHHO
OUCMYHKLNA BUITOYKOBOM Xeneabl.

3. B TkaHAXx obHapyxuBaeTcsa n3bbITOK
XOSIMH3CTEpPa3sbl.
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KimmAaMYecKky BhIEISI0T HECKOIBKO GOPM MHACTEHHH:

[eHepanu3osarHasn ¢popma c HAPyIUIEHUSIMU U Oe3
HapyLIeHUU ObIXaHUA U CePAeYHOU AeSITe/IbHOCTU.

JlokanvHble popmbl:

IJTTIOTOYHO-/INLEBAsA C HApYILIE€EHHUEM U oe3 HapYLIE€HWS
AbIXaHWS |

r71a3Has;

CKeJIeTHO-MBbIIIeYHas C HapyllleHrueM 1 6e3
HapYLIEHUS TbIXaHHUSI.

[lo xapakTepy TedyeHUs BBIAESIOT NPO2Peccupyrowyio
U CMAUUOHAPHYIO (hOPMbl MUACTEHHUH, A TAKKE
MuacmeHuveckue 3nu300bl.



TEHUA.

® MNosBNseTCA YTOMIIIEMOCTb, PacnpoCTPaHAETCH Ha
MbILLLbI: TyO, XeBaTerbHble, rnasoaBuraTeribHble,
rnoTaTeribHble.

® Habnogaetca nTo3, gunnonus, nonepeyHas
ynbibka




YTOMINAEMOCTb NOABMAETCHA B MblLLULIAX
KOHEYHOCTEeMW.

Habntogaetcsa yBenmyeHne BUNOYKOBOM XKemnesbl.

3aboneBaHne nmeeTt TeHAEHUUIO K
NpPOrpeccmMpoBaHMIO.

MoryT BO3HMKaTb pacCTpOUCTBa OblXaHu4,
rmotaHug.
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MWACTEHUYECKUNN KPU3

IIpyunHa: MuacreHnus

CnmocoOcTByI0IHe GaKTOPHI:

1. Uadexiuu (rpumnm, OP3).

2. MTHTOKCUKa1IUU.

3. PusUUecKoe U MCUXUYECKOe MepeHarpsKeHHe.
4. OnepaTrBHbBIE BMellaTe/IbCTBa.

5.JIpriMeHeHMe IeKapCTBEHHBIX IIPeIapaToB
(aMHHa3MHa, MUOPE/IAKCAHTOB).

6. MeHCTpyanbHbIN IEPUOL.
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TEHEPAJIM3SOBAHHbIN

PazBuBaeTcs oCTpo, HHOTIAa MOTHUEHOCHO. COCTOSTHUE Pe3KO
yXyALIaeTCsl, HA0MIAaeTcs TeHepaanu3alus npouecca. 3HAYUTeTbHO
YCHJIMBAIOTCS I71a307BUTATE/TbHbIE HAPYIIEHWS, TIOSIB/ISTFOTCS U OBICTPO
HapacTaloT apOHUS, U3APTPHS, ,uncc]l))arml, C71a00CTh MBIIII 10
pa3BUTHSA TTTYOOKOTO TeTparnapesa U Ja)ke TeTparviernu. Jlpixanue
CTAaHOBUTCS YaCTHIM, TIOBEPXHOCTHBIM. [losiBnsieTcs mapes
aviadpparmMbl, MeXXpEOGEPHBIX MBIIII C TPU3HAKAMH TUIIOKCHUH
(rumepemust IMlia 3aTEM IIMaHO3). BeretaruBHbIE pacCcTPOMCTBA,
paciIMpeHre 3pAaYKOB, TAXUKAPUS, MY/IbC CTA0BIN, CYXOCTh KOXU,
OOV TUTIEPTUAPO3, Tape3 KUIIIOK U HapylleHHe GyHKIIUH OPTAaHOB
Ta3a. [loBeimieHne A/l MOXXeT CMEHUTBCSI CHUDKeHHeM ero. XapaKTepHa
TPEBOTa, ICUXOMOTOPHOE BO30YK/IeHHEe, KOTOPbIE CMEHSIOTCS
BSIZIOCTBIO, allaThelr. B HEKOTOPBIX C/TydasiX KpU3 NPOSIBASIETCS
HETIO/THBIM BBIK/TFOUeHUEeM PYHKITU YKU3HEHHO BaKHBIX OPTAHOB,
npoTeKkaeT 6e3 moTepu co3HaHUsA. MIHOTZa MOXXeT pa3BUTHCS OCTpast
TUIIOKCHS MO3Ta B Te4eHHe 10-12 MUH., 00TbHOI TepsieT CO3HAHHUE U
yMUpPaer.



CHAPUMANBHBI

(PECMNPATOPHbIN)

[IposiBnstroliniicss BHe3aITHbIM 3aTpyAHEeHUEM
IbIXaHUSA BIUIOTH IO ITOJIHOM €ero OCTaHOBKU Oe3
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PE3KOro YCUI€HUS OPYTrUX CUMIITOMOB MUAaCTEHUU U

HapylLIeHUSs CepAeYHO-COCYAUCTOU CUCTEMBI. Y

OOJIBHOTO OOBIYHO HOYBIO BHE3AITHO MOSIBISIOTCS

HeTIPUSITHBIE OITYIIeHNs B 00/1aCTU Ceplia,
cepanebveHre, YaCThI HUTeBUAHBIN ITy/IbC,
cHibKaeTcsa A/l, Koxka cTaHOBUTCS OJIe THOM,
LIMAaHOTUYHOU, HEPEKO OTMEYaeTCs MoTeps

co3HaHUs. [Ipogo/mKrUTe TBHOCTD IPUCTYA PAa3/IUYHa.
MHorma KoMIeHC AU MOXeT ObITh JOCTUTHYTA JIUIIb

CITYCTS 2-3 HEACIIN.
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OVNATHOCTUKA

OUATHOCTUPYETCSI HA OCHOBAHUH )Kas100 HA YTOMIISIEMOCTb, YCUJIEHUS
MMEIOIINXCSI PACCTPOMCTB K Beduepy U Mpu pU3UYeCcKoil HarpysKe.

BaxHOe 3HaYeHMe MMeeT MPO3epHUHOBast MPO0a: pe3Koe YMeHbIIeHUe
CUMIITOMOB Yepe3 30—60 MHH MOCJ/ie BBeleHHUs1 1 — 2 MJ 0,05% pacTBopa
Mpo3epuHa MOAKOXKHO.

TunuyHO N3MeHeHHe IEeKTPOBO30YAMMOCTH MBIIIITL: OBICTPOE UCTOIIeHUE UX
COKpAllleHHs TTPU MOBTOPHBIX Pa3ApaXKeHUSIX PpapasruieCcKUM TOKOM C
BOCCTAaHOBJIEHHEM BO30YAUMOCTH ITOCJIE OTABIXA.

BecbMa 11eHHBIM METOIOM B TMAarHOCTHKE MHACTEHUH SIB/ISIETCS
aneKTpoMuorpaduydeckoe ucciaegopanre. CrumynsumuoraHass OMT
pervucTpupyeT HOpMaJIbHbIU CYMMApHBIU BbI3BaHHBIU MTOTEHIMAJ AeiCTBUS,
AMIUTATY/Ia KOTOPOTO YMEHBIIAeTCS TPU PUTMUYECKON CTUMY/ISILTAA YaCTOTOMN
3—5 MU 50B1C.
vpdepeHIMATBHBIN AUATHO3 TTPOBOAUTCS CO CTBOJIOBBIM 3HIIEDATHUTOM,
OMYXOJIbIO CTBOJIA MO3Ta, 6a3a/TIbHBIM MEHUHTUTOM, TJIa3HOH popMoii
MUOTIATHH, TIOTMUMUO3UTOM, HapyIIEHHEM MO3TrOBOT0 KPOBOOOpAIlleHUS B
BepTeOpabHO-0a3UISIPHOM CHCTeMe.



