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MoTopHU cuctem

Apee 4 no bpoamaHy je npumapHa MOTOpPHA Kopa prefrontal cortex
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TRENDS in Cognitive Sciences

[NaBHWU U3133HU CUCTEM MOTOPHUX obnactum Ccy

* KOPTUKOBYN6aApPHM NYT, KOju ce cnaja ce ca
jeapvma moxKaaHor ctabna

* KOPTUKOCMUHANHU NYT, KOjU je cnaja ca jegpuma
KWYUMEHE MOXANHE

* GPOHTO-NOHTO-LepebenapHu TPaKT
* nyTeBu 3a 6a3anHe raHrunje



LleHTpanHum vs. NepundpepHn MmoToHeypoH

Lower motor

Upper motor

neurone lesion /

(ie. cerebral infarction)

Upper motor /

neurone lesion
(ie. corticospinal tract)|
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Lower motor
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(ie. of peripheral nerve)

Lower motor
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A / (ie. at nerve root)

Jle3nje ueHTpPaNHOr MOTOPHOT HEYPOHa:

e Cnabocrt, cnactuumuTeT, nojavyaHu pedaexcu,
naTonowkn pedpnekcu (babmnHcku)

Jle3unje nepudepHOr MOTOPHOr HEYPOHa:

e CnabocCT, XMNOTOHU]ja, CHUKEHWU UM YTalLEeHU
pednekcu, atpodunje n pacumkynauymje



HeypomuwmnhHa cnojHuua ce cactoju us:

* NpecCcnHanTM4Kor HepBHOI 3aBPLUETKA
The Neuromuscular Junction

* CUHANTUNYKE NYROTUHE U

Axon of motor neuron _.i_

* MOCTCMHANTU4YKe MUlinhHe N\eN\6paHe yetinshests |

TpaHcmnTep y HeypoMmmnwmnhHOj CNOjHULM je aUueTUNXONNH e

Vesicle of acetyicholine

* Kapa HepBHM MMNY/C, KOjU Ce LIMPU Ay MOTOPHOT HEPBa, S
Aohe [o HepBHOT 3aBpLUETKa, 40N1a3M 40 YNaCKa joHa IR G B s

Kanumjyma n nocnegmyHor ocnobahara auetnxonmHa et e S S i

Neurotransmitter-gated channel

Motor end plate

* AUETUXO/IMH Cce Be3yje 3@ HUKOTUHCKU aLeTUIXONNHCKM
peuenTop Ha NOCTCMHANTUYKOj MeMbpaHun, n3a3nea
aenonapusaymjy mmwmnhHe membpaHe n omoryhasa HacTaHakK
MmnwmnhHe KoHTpakKumje



HeyporeHu vs. muwunhHu nopemehaj

hennje npegrux porosa — 3HauUM geHepBauumje: cnaboct, apedbneKkcuja, dacumkynaumje m
atpoduje

HeyponaTtunja — yecto 3axBaheHu aucTanHu HepBu: cnabocT, apedpneKkcuja, Mcnaau
ceH3nbunnTeTta, I0Ka/IHE NPOMEHE TEMMepaType ANCTAHO Ha Horama (4oHU eKCTPEeEMUTETU —
[E) npe Hero Ha pykama (ropwun ekctpemutetn — E)

MwnonaTtuja — cnabocTt, aTpoduja, UsmeHe xoaa, pedaeKkcn o4yBaHM, YECTO NPOKCUMasIHa cnabocT

HeypomuwmhHa cnojHuLa — TOKOM AaHa onaga HMBO aLETUIXO/IMHA WTO A0BOAMU A0 NATONOLLKE
3aMOP/bUBOCT KaCHMje TOKOM aHa



CuHpgpom mnutasor geteta/oaojuyeTa
(“floppy infant syndrome”)




CuHApPOM MANTaABOr oaojuyeTa

CnHApPOM MAUTABOTr ogojvyeTa NN MHPAHTUAHA XMNOTOHM)a je
NaTO/IOWKO CTakbe MULLMNHO-CKENETHOr CUCTEMA Y KOME je NOo
pohery CHUKeH mnuwmnhHM TOHYC

Mwuwwuhn cy Kog oBe aeue UCTEerHYTU U MAUTaBu, 1abasu
KoHTpona rnasuue je niowa, a raBa 4ecTo naga Ha jeaHy CTpaHy

[MpUCyTHa Cy KawHeHa Y MOTOPHOM Pa3BOojy WTO Ce orneaay
KacHujem cegemy, CTajakby U Xoay

YecTe cy nojaBe nykcaumje (Mwyawerba, AMCi0KaUmje) KyKa,
BUAULE U BpaTa

TaKohe cy HeKa NPUCYTHE U CMETHE XKBaKakba U NyTakba

Hypotonia
(decreased
muscle tone)

FADAM.



Y3pouu

* Y3pouu cMHAPOMa MIUTABOr 0A0j4eTa Mory Aa byay UeHTPanHu 1 nepudepHu

* OKo 60%-80% cnyyajeBa MAMTaBOr 040j4YeTa CY LeHTpaaHor nopekna, a 13%-30% cy nepudepHor
nopeknaa: yspoun mory butm n mewosuTu

LleHTpanHu y3pouu NepudepHn yspouu

* KopTUKaNHU: XMNOKCUYKO-UCXEMMN|CKA
eHuedanonatunja, KOpPTUKaNHE mandopmaumje,
MOXAAHW yaap, uepebpanHa xemoparuja

* NMepudepHn HepsUu cuctem
* MuwwuhHe 6onectn

* LlepebenapHu: aTakcuje nsassaHe nHbeKLnjom * bonectn HeypommwmhHe cnojHuue

* TeHetcku: Down-oB cuHapom, Prader-Willi curgpom,
Zellweger-oB cMHApPOM, ...



MeTabonnuKn u MynTUCUCTEMCKU Y3pOoLu:

* XMNOTMpPEOo3a

* XUMoKanuemuja

e nepuuunT KNCcene mantase

* MHPaHTMIHA GM1 raHrMo3nao03a

* ynoTtpeba ceagatnea o4 CTpaHe MajKe

* KOHreHuTa/IHa TeWkKa HeoHaTanHa aeduuymjeHunja pocdo-PpyKTo KMHa3e
* NpUMapHU AedUUMT KAPHUTUHA

* NepoKkcmamanHu nopemehajm - HeoHaTanHa agpeHoneykogmcTtpodmja
* uepebpoxenatopeHanHun cmHgpom- Zellweger

* nopemehaju metabonnsama KpeaTuHa

* HeocTaTak uutoxpom Ll okcupase ...



NepudepHun yspouu (1)

Owreherwa npegHbuUX pOroBa KNUMeHe MoXauHe: MHGaHTUAHA CNMHANHA MuwnhHa aTpoduja,
TpaymaTCKa MmujenonaTumja, UCXeMMjCKa mmnjenonaTtumja, MHPaHTUAHA HEYPOHCKA AereHepaumja

Heyponartuje: KoHreHnTanHa xmnomujennHmsyjyha Heyponatuja, akcoHa/siHa HeyponaTuja,
Charcot-Marie-Tooth-oBa 6onecT, HeyponaTuja rMraHTCKMX akcoHa, Dejerine-Sottas HeyponaTtunja

bonectn HeypomuwmnhHe cnojHULE: MMjacTeEHNja FPaAaBMC — NPOAA3HA CTeYeHa HeEOHATaHa
MMjacTEHWNja, KOHFeHUTANHa MUjacTeHMnja, MHPAHTUNHM BOTYAM3aM, MHTOKCMKaLM|a
MarHe3mjymom, UHTOKCUKaLMja aMUHOIINKO3NANMA

MuonaTtuje: KOHreHUTasIHE MUONATUje - HEMAJIMHCKA MMonaTuja, 60aecT LeHTPaHOr je3rpa,
MUOTYOYyNapHa MMonaTuja, BULLEje3rpoBHa MMOMNATMja, KOHFEeHUTAIHA ANCNPOTEMHOMMONATH]A
TUNa BNAaKaHa



MNepudepHn yspouu (2)

MuwuhHe guctpodumje: KOHreHUTaNHA MuwmnhHa gucTpodPmja ca HeJOCTAaTKOM MEPO3UNHa,
KOHreHuTasnHa mmwmnhHa guctpoduja be3 HegocTaTKka Mepo3nHa, KOHreHUTaIHa muwmnhHa
anctpoduja ca manpopmaumjama mosra Uam MHTeneKkTyaasHom ometeHowhy, auctpoduHonaTtumje -
Walker Warburg-osa 6onect, 6onect mmwmnh-oko-mo3sak, Fukuyama 6onect, KOHreHuTasiHa
MmuwunhHa auctpoduja 6e3 atpoduje/xunonnasuje uepedbenyma, KOHreHMTaAHa MULWIMHHA
anctpodunja ca OKUMNUTANHOM armpujom, paHa MHGaHTMAHA PaLMOCKany/I0XymMepanHa
anctpodunja, KOHreHMTaAHa MMOTOHUYKA ancTpodunja

MewoBuTta eTnonoruja: pammanjapHa AMCayToHOMMja, XMNOKCUYKO-UCXEMM|CKA
eHuedanonaTtuja, MHPAHTMAHA HEYPOAKCOHA/IHA AereHepaumja, bonectn genoHoBama AMNUAA,
TM3030ManHu nopemehaju 1 MUTOXoHAPMUjCKK nopemehajm



Mapametap

LleHTpanHa
neswuja

MNMpeatbyu porosu

KUYMeHe
MOXAunHe

MepudepHu

HepBHU

Jlokanusauyuja nesmja HePBHOr CUCTEMA KOje U3a3nBajy XMNOTOHUjY

HeypomuwunhHa
CnojHMua

CHara

MuwmnhHm
pednekcu

3HakK babuHcKor

dacuymKynauuje

MuwwmnhHa maca

ToHyc

Cnaboct

[NojayaHun

Mo3snTuBaH

He nocTtoje

HopmanHa nnau
atpoduja ycnen,
MHAKTUBHOCTU

XUNOTOHMja
eBosympay
XUNEPTOHNjY NO
CNAaCTUYHOM TUNY

Cnaboct

CHUXeHn

HeratnsaH

UcTakHyTe

NcTakHyTa

XUNOTOHMja

CnabocTt

CHUXXeHu

HeratmusaH

He nocTtoje

IuctanHa
atpodunja

XUNOTOHMja

Dou AOp AneKkcaHapa M. Masnosuh

CnabocT

HopmanHu nnu
CHUXEHU

HeratnsaH

He nocTtoje

HopmanHa

XUNOTOHMja

Cnaboct

CHUXeHn

HeratnsaH

He nocTtoje

[NpoKcMmanHa
atpoduja

XUNOTOHMja

12



CuHpapom mautasor ogojuyeta: Cumnromum (1)

MuLwnhHM TOHYC je 3HAaTHO CMaHEH, a HeKaa je npaheH n mmwuhHom cnabowhy

ToHyC je oTnop Koju muwnhu npyrKkajy y oaroBop Ha NacMBHO UcTe3ame Y 3rnoboBmnma, AoK je cnaboct
CHUXeHe MaKCMMAJIHE CHAra Koja MoXKe Aa ce NpoayKyje

XunotoHwuja je nopemehaj cnocobHOCTU oaprKaBatba KOHTPOE MOCTYPE M NOKPeTa NPOTMB FpaBuTaumje

Koa mantaBor ogojyeta mmwunhm cy mekaHu

Obum nokpeta y 3rnobosmma je sehu og Hopmane

Kawrere y MU/bOKa3nMMa pa3Boja: gpKake rMaBe, ceaerbe, CTajakbe, Xoa,
OTeXaHo je KXBaKare U rytarbe xpaHe

[ncame je NAUTKO, Kallasb je HeedUuKacaH

YcTa cy OTBOpPEHa U je3uK NpoTpyAMpa Hanosbe, HeKas, cy Buasbmee dacuukynaumje n atpoduje jesnka



CuHpapom mautasor ogojuyeta: Cumnromum (2)

Koa MAnTaBOCTM LEEHTPANHOT NOPEK/Ia MOry Aa noctoje nopemehaju cBectu, CMakbeHU MU OACYTHU
OAroBOPU Ha BM3Ye/IHE U C/IYLUHE CTUMYIYCe, @ UMajy U npobaeme ca KOOPANHUCAHMM NOKPETUMA
NonyT rytakba

* Poautessn npumehyjy aa cy 6ebe Bpao nacusBHe, Aa cnabuje nokpehy ekctpemuTeTe, Aa je Anucame
HenpaBWIHO

* XMMNOTOHMYHU MULLIMNK cnopUje 3anoYntby KOHTPaKLUMjy, KOHTPaKLMja je jako cnopa 1 He mory Ayro Aa
OApKe KOHTPaKLUWUjy

e [leTe 3ay3mnma nosaorkaj nonyr }Kabe, rnaBa naga npuv NoKyLajy Aa ce gete noctasun y ceaehn nonoxaj -
»pull to sit”

° OCKyﬂ,HM CY aHTUTPaBUTALUNOHW NMOKPETU U MOKPETU JTNLA



MHcneKuyuja

[NlocmaTpaTv NONOXKAj AeTeTa Yy KPpeBeTY: NO/I0XKaj *Kabe —
abayKumja KykoBa, pnekcnja KoneHa

Mannauuja

Onunatn mnwuhe: HopMmaaHU MUWKMHK CYy TYMacTU, XMNOTOHU
MUNUAK Cy MEeKaHU U MINTaBU
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34paBO 040j4Ye y NON0XKaAjy XOPU3OHTA/THE
CcycneHsuje

MnuTaBo ofo0jye y NoN0XKajy XOPU30HTa/IHe
cycneHsuje
MHBepTOBaHU U cTaB

16



»Pull to sit”“: pednekc nocraBmarwa y cegehn nonoxxkaj

[eyaunh y3pacTta 12 Hegesba ca 3a0CTajakbeM
rnaBe y maHespy ‘pull-to-sit’.

3anaxa ce M XMNOTOHMYHM NONO0XKAj HOry ca
CNOJ/balllHkOM POTaLMjOM

3apaBo aete u maHeap ‘pull-to-sit’
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CuHapom mautasor ogojuyeta: Cumnromum (3)

KapakTtepuctmka HeypomunwnhHmux 6onectn cy nojasa cnaboctu m
atpoduje, y3 CHM¥KEHEe nam yraweHe mmwmnhHe pednekxce Ha
ncresame

Koa nojeanHux 6onectn (HNp. KOHreHnTaAHa MMjacTeHMja) NOCTOjU
3axBaTatbe U mmnmha NoKpeTaya o4njy - NTo3a U EKCTepPHaA
opTanmonneruja

Ha ekctpemuntetnma n 3rnoboBnma moxe ga ce BMAn apTporpmnosa
KOja Ce jaB/ba U KO, LLEHTPANHUX U KoA nepndepHmnx y3poka

ApTporpunosa je nojaBa KOHreHUTAHUX KOHTPAKTypa 3rnoboBa y
6ap ABa TeNecHa cermeHTa




CuHppom mautasor oaojyera: [lmjarHo3a

Koa ogojuaav naga y ouum Kalwkbere Y MOTOPHOM Pa3Bojy
Anapm aa je noTpebHOo Aasbe NCNUTUBAHE
Y3uma ce getasbHa NOpoOANYHA aHAMHE3a U BPLUKX HEYPOIOLWKK npernea geteta

NcnuTyje ce u paHn pa3Boj No pohery Tj. Kaga je npumeheHa MAUTABOCT AeTeTa, Aa I je AeTe MMaAo
CHUXEH TOHYC 04, NOYEeTKa, Aa /1M CYy CUMNTOMM HACTA/IN HArNO UAKU NOCTEMNEHO U KOju cy?

Mory ce npumeruBaTh aHaM3€e KPBU Ha NPETNOCTaB/beHY MHPEKLUM]Y, HNBO KpeaTuH-knHa3ze (CK) jep
nosumweH HMBO rosopu 3a owteherwe muwmnha, KT nan MP mosra, mmwuha v 3rnoboBa Kako 6u ce
ncnutane mopdonoLKe KapaKTEPUCTUKE

EnektpomuoHeyporpaduja (ncnutmusarbe mnwmha n nepudepHmx Hepasa), buoncuja muwmnha n gpyro
no noTpebwm

Y cny4ajy cymebe Ha Hac/neaHy eTMONOrnjy paau ce reHEeTCKO UCMUTUBAHbE



CuHppom mauntasor ogojuyera: J/leuerwbe n NPorHo3a

* AKO je No3HaTK y3pOK sieumBs, No MoryhcTey ce npumerbyje y3podHa Tepanuja (Hnp. Kog nHdekuymja)
* Y oCcTanmm cny4vajeBmma ce npumerbyje CMMNTomaTcKa Tepanuja

* Takohe ce npumemyjy pagHa 1 noroneacka Tepanuja, CEH30pHa cTumynaunja, dusnKaaHn TpeTmaH
* LLITo je nojaBa cumnTOMa paHUja, NPOrHO3a je TeXKa

* Crambe je Yy HEKOj Mepu NPUCYTHO AO0XKMBOTHO, Ca Bapujaumjama y ogHOCY Ha Y3POK

* Hekapn I'IOCTOjI/I nocTteneHo nobosbllarbe TOHYCa N CHAare mnwmha



https://www.youtube.com/watch?v=YkBeX-Bbo18&t=197s




bonect muwuha
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Muwuhu

Ynora:

* [lokpeTarbe Tena u genosa Tena (nonpeyHo-npyractu muwnhn), p
KOHTPO/IOM LLEHTPAa/IHOT HEPBHOT CUCTEMA
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* OmoryhaBajy noKpeTare YHyTpallkbUX opraHa (rnatku MMLumhM) no,u, yTMLl,aJeN\
ayTOHOMHOT HEPBHOI CUCTEMA

OmoryhaBajy pag opraHa/BuTtanHe yHKLUNje opraHmMama - cpyaHn muwuh -
MuLwwKh je No cacTaBy NONPEYHO-NPYracTy ann pagm nog ytmuajem ayTOHOMHOI'
HEePBHOI CMCTEMA

Moctoju npeko 600 mmnwuha y Hawem Teny
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MuwwuhHa ob6o/bera

* Muonartuje cy 6onectn nonpevyHonpyractux mmwmha Koa Kojux je npumapHo owrteheHo
MULWKHHO TKMBO M MULIMhHA GYHKLM]a

* [naBHa nogena mmonaTuja je Ha
* HacnegHe U

¢ CTe4yeHe

* MuwuhHe gucrtpoduje cy Bpcta MMonaTmja Koje cy HacaieaHe U NPorpecuBHe

* Y andepeHumjanHoj anjarHo3m mmwmnhHmx 6onectu je 3HayajHO pasmoTpuTn moryhHocT
NOCTOjatba ANCTPOdUja N HEKE O, CTEYEHUX MMONaTHja



HacnepgHe muonartuje

MuwunhHa obomema - gucrtpodunje

- AnweHoBa auctpoduja
- bekeposa anuctpoduja
- daymockanynoxymepanHa auctpoduja

. Emery-Dreifuss-oB T1n HacnegHe mutoxoHAapujcKe muonaruje

- MuoToHuuke auctpoduje - MporpecnsHa eKkcTepHa
- lncrtanHe muonatunje | odTanmonnerumja
- OKynogpapuHreanHe amucrtpoouje - Kearns-Sayre cuHapom
- Auctpoduje KapAMYHOTr U paMeHor nojaca . MERFF cuHapom

- MELAS cnHapom
- NARP cnHgpom u gpyre



CreyeHe muonartuje

[MoAMMMo3nTUC/AepPMaTOMUO3UTUC

KopTukocTeponaHa

TMPEeOoTOKCUYKa MMoNaThja Apyre eHpoKpuHe bonecTu:
AnKoxonosam XnnoTtnpeosa

[lejcTBO HEKMX NeKoBa Xunep- n xunonapatmpeongmsam
MeTtabonnuke mmonatuje (nopemehaju metabonnsma KywwnHrosa 6onect

YI/bEHUX XMApaTa, MacTU UAN NYPUHCKOT HYKNEOTUAHOT AgucoHose 6onectu

LMKAyca)

AKpomeranmja

Mpona3He chaboctu ce Buhajy Kop,
XUMNO- U XMNepKaInjeMUYKNX
nepmoanyHMX Napanmn3a



KAuHnuKo ucnutusame

KpB (KpeaTuH KMHa3a, r1yKosa)
YpuH (opraHcke n aMMHOKUCENINHE)
NlukBop (NpoTtenHn, naktaTu)
PTI rpygHor kowa, EKT, EXO cpua
EMHTI

LUT/MPW mo3ra

\ 4

CuHgpomm ca cneuuPpuyHnum
TaYyKacTUM MyTaumMjama — HNp.
MELAS, MERRF, LHON

oA

PCR/RFLP aHanu3a KpBu Ha
no3HaTe myTtauuje

,//’////////’

NMYHOXUCTOXEMMWIA

HE

A 4

Nrnena 6buoncuja mnwmha

\ 4

«///’/////;;;JMBHA

T~

MOJTEKYNIAPHO TEHETCKE
AHANN3E

CTYAMIE PECTIUPATOPHOT
NAHLUA
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MuwuhHe guctpodumje

* MunwuhHe auctpoduje (npumapHe mmonatmje) cy HacnegHe mmwmhHe 6onectny
Kojuma je oboneo cam mmwmnh ycnen nopemehaja gucrtpodpuH-acouupaHmnx
MmembpaHCKMX KomnaeKca (anctpopmnHonatuje)

* [eHeTcKu nopemehaj HapyLllaBa cMHTE3Y cneundPuUYHUX eH3mma 3a metabonmsam macTu
AN YI/bEHUX XMAPATa, YECTO Ca HaKyN/bakeM HEKUX CYNCTaHUM Y Muwnhmnma

Duchenne and Emery-Dreifuss Limb Girdle Facioscapulo- Cculopharyngeal
Becker Types Type Type humeral Type Type

Main areas of muscle weakness in different types of dystrophy



Duchenne-oBa muwmnhHa gucrpodumja

Hajte)xa HacneaHa 6onect 13 ose rpyne

PeuecrnBHO HacneaHo obosbere Be3aHO 3a nNoa Tj. X
XPOMO30OM, rae je MyTUpaH rex 3a npoteunH dystrophin

ObosbeBajy MyLllKa geua, a MajKke cy npeHocnmoum

3a McnosbaBakbe Ko MyLLKapala je 4oBO/baH jeaaH X
XPOMO30M jep Y XpOMO30M HEMA aeKBaTaH reH; Koa, *KeHa
je npucyTaH n apyru 34paBu reH Ha APYrom noJIHOM
XPOMO30MY MNa Cy OHEe CaMO HOCUOLIU

PeTKo 1 XXeHe ca 0BUM FreHOM MOry Aaa umajy bnary
anctpodunjy muwmnha

1/3500 xmnsopoheHe mylLlKe aele

Moryha je npeHaTanHa gujarHo3a Beh y npBom TpUMecTpy
TpyaHoOhe Kao U OTKpUBaAHE KEHCKUX HOCMNALLA FreHa

Unaffected Unaffected

father carrigr mother
LEGEND
J I
l l l l RECESSIVE  DOMINANT
XY . EEME EEME
' < v

! |
Ik Uy I |
ngh npL ugL o

Unaffected  Unaffected Unaffected Affected
S0 daughter carrier daughter son

Extracellular matrix
{\I *’f.;-_.\q:\.lui \I]\-( \‘ ‘I'“/l 7

Dystrdphi\n-associated
glycoprotein complex

C-terminus
Dystrophin “‘Linking proteins
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[Mlounrbe y npBe Tpu roauHe XUBoTa
Anctpoduja 3axBaTta pamMeHU U KapaUYHU nojac

Ha noyeTKy, TewKo ycTajarbe u3 nexkeher nonoxkaja,
HbonecHuK ce ,nerbe y3 camor cebe” Tj. pykama ce
OoC/lakba Ha corncTBeHe Hore (Gowers-oB MaHeBap)

JaB/ba ce nceypoxuneptpodpuja mmwmha 360r
HaKyn/bakba MACHOT N BE3UBHOTI TKMBA U
Haju3parkeHuja je y mmwmnhmma nmcra n nognaktmue

Xop, je reras (,,naTKacT”), oTeXKaHo je nerbarbe y3 U
CUNaXKerbe HU3 CTeneHuLe

[porpecmBHe NpomeHe AoBoAe A0 HeMoryhHoOCTH
xoaa nocne 10 rognHa

Figure 1: Calf hypertrophy in a boy with DMD
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https://www.youtube.com/watch?v=R4d14nrsVd8&t=1s

https://www.youtube.com/shorts/d3V_YKHeRME
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YHYTpalltbe NBULE CKaMya He HaNeKy Y3 FPYAHM KoL NMa InYe Ha Kpuna
(Kkpunacte nonatmue — “scapula alata”)

JedopmuteTn ckeneta ca KOHTPaKTypama
3axsaheHocT muwunha Tpyna Hapywasa gucarbe
KapamomuonaTtuja yrpoxaBa XXUBOT 0BMX BONeCHUKaA
BehunHa obonennx ymupe ao 20 rogmHe *KMBOTA

Y KpBU ce Ha/sla3n NOBULLEH HUBO €H3UMa KpeaTuH KnHase (CK)

Weak butt muscles |
(hip stralghteners) [

Thick lower log muscles ofen

({the muscie is mostly fat, Awkward clumsy if

and not strong) walking

[ . X
Tight hoel cord 7 '}' .
(contracture) child : 3
may walk toes r - B
: Weak muscies in front of . o

Knoes may bend ]
back to take weight ‘}-
[—— A

Thin, weak tights
A (especially front part)

-

Poor balance; falls

leg cause “foot drop”

and tip oo contractures

Belly sticks out due to
weak belly muscles
(child is poor at sit-ups)
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MaunjeHTn ca AnweHoBOM ANCTPOPUjOM:

NHTenekTyanHa omeTteHoCT Kog, 20-30%

Pa3BojHM nopemehaju yyema - 44%
ALXA - 32%

Mopemehaj cnekTpa aytnama - 15%

AHKCcMO3HU nopemehaju - 27%



MaumjeHTn ca inweHosom n bekeposom muimhHom anctpodurjom Hanase ce y nosehaHom
PU3NKY 33 KOTHUTUBHE U HeyponcuxujaTpujcke nopemehaje.

Y3pokK je nopemehaj ekcnpecunje uenor monekyna guctpoduHa (Dpd27) Kao n ABe HEroBe KpaTKe
nsogpopme (Dp140 n Dp71), KOju UMajy 3HAYajHE yaore y Ppa3Bojy LEHTPa/IHOr HEPBHOT CUCTEMA, Y
Heypon/1aCTUYHOCTU U CUMHANTOreHe3M.

Mopemehaj ekcnpecuje uenor moaeKkyna guctpoPmHa nsasmea gncPpyHkumjy FrAbBA-epruyke
TPAaHCMUCHje, AOMUHAHTHO Y aMUT4anm 1 XMNOKamnycy

Ca gpyre cTpaHe, usmeHe y opmm Dp71 Koja ce Hanasm UCK/bYYMBO Y LEHTPATHOM HEPBHOM
cUCTeMy, n3a3mBa AUCPYHKUN]Y NOCTCTUHANTUYKUX ITYTAMUHEPTUYKUX pelenTopa n nopemehaj
nepmeabunnHOCTU KPBHO-MOXAaHe bapujepe.

®dpakunja Dpl40y peTanHOM pa3BoOjy MMa ynore Kao TPAHCKPUNLUOHU GaKTOP, Y HEYPOHA/THO]
andepeHumnjaumnjn n pasBojy AeHapuTa



ETMonowka Tepanunja He NocToju

Mpuctynu Tepanmju:

e CynopTueHa ¢papMaKoNOLKa Tepanuja

[MpnmeHa KOpTUKOCTEpOUAA oaprKaBa mnwmnhHy macy u PyHKUKjy n nosehaBa KBaAUTET XKUBOTA

* MoneKkynapHa Tepanuja y OKBUpPY UCTPaXKMBatba: reHcKa U henunjcka tepanuja
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https://www.youtube.com/watch?v=FwOCBMwOQios&t=115s




BekepoBa muwuhHa aucrpoduja

[lpeHOCK ce peuecmBHO NpeKko X Xpomo3oma

HacTaje kKacHuje oa lnwieHoBe 1 ma baaXku ToK jep ma
CMakEeHe KOIYmMHe ANCTpoduHa

KAnHuyKa ncnosbaBama Cy CAMYHa WTO ce Tude muwmnha,
anu bonect Hanpeayje cnopuje oa AnweHose auctpoduje,
He jaB/bajy Ce KOHTPaKType

bonecHuum n ca 40 rogmnHa jow yBeK Mory ga xogajy

[naBHa ONACHOCT NO XXMBOT OBUX BOIECHUKA NIEXKN Y
KapanomunonaTtujm
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KoHreHntanHe muonaruje

[TOCTOjU MHOrO TUNOBA KOTHEHUTANHUX MMOMNATKja, AN KoA CBUX AOMMHMPA muwmhHa chabocT 1
XUNOTOHUja mmwunha

HemanuHcka mmonaTtuja (cnaboct muwunha BpaTta, Mua, PyKy 1 Hory, Tellkohe xparerba U
Avcatba BUA/bMBE 0AMax No poherby

Central core disease (npeoceT/bMBM Ha aHECTETUKE)

Multiminicore disease (ckonnosa, npeoceT/bMBU Ha aHECTETUKE)

LileHTpOHYK/IeapHa mnonaTtuja; mmoTybynapHa muonatuja (cnaboct muwnha namua, pyky u Hory;
oAMax Mo pohemry cMmeTHe Ancara n Xxpakberba)

Congenital fiber type disproportion myopathy

MwnonaTtcko nuue [NTo3a
HuBo KpeaTuH KnHase (CK) ypeaaH nam 6n1aro nosuileH; AnjarHo3a - reHeTCKO TeCTUPaHE
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daumockanynoxymepanHa gucrpoduja (FSH gucrpooduja) = M

Hacnehyje ayTo30MHO AOMUHAHTHO (Xpomo3om 4) |

90% cnyyajeBa noyunrse npe 20. roamHe

Bonect 06MYHO NoUYmkbe Ha muwmhmma AMua u pameHor
nojaca, KacHuje ce NpomMeHe npeHoce U Ha muwinhe Hory

Cnaboct mnwmnha nuuya, pnexkcopa BpaTa, cepaTtyca,
neKkTopanuca, buuenca, TpuLenca u eKCTeH30pa LWake

OTeXaHo je oan3atbe PYKY NPEKO XOpMU30HTaNe

EBuaeHTHe cy aTpoduje buuenca n Tpuuenca, oK cy
CKany/ie oAgurHyTe oA rpyaHor Kolla

ObocTpaHa ceH30puHeypasiHa rnyBoha n BacKynHU
nopemehaju Ha mpeXrauu




MuotoHnuyHa gucrtpoduja (Steinert)

PeTKa, MyITUTUCUCTEMCKA XepeaoaereHepaTMBHa 6oaecT ogpacamx

ALl Hacnehusam, xp.19, bonect nosehaHor 6poja TPUHYKNEOTUAHUX NOHOBAKA

[fpomeHe y Buay otexaHe AeKOHTpaKuuje muwmha — MMOTOHMja 1 anctpodmnjom mmwmnha n gpyrux opraHa
3axBaheHa cy oba nona, a noyetak bonectu je y agonecueHumju n paHom oapaciom aoby

ff,

AKO ce cTerHe I'IeCHVILI,a,I'IOTpe6aH
3HATaH HANop Aa ce OTBOPU

e Atpoduja mnwmha nnua (HapounTo cnenooyHuua), Bpata (,,nabygos
BpaT”) n Hory; obocTpaHa NTo3a

MpunapykeHe KapakTepuctmke: henaBocT, KaTapakTa, AMchyHKLNja roHaaa,
Anjabertec, HTeNeKTyanHU Nag, anaTuja, KapgmommonaTtmja, aputTMmmje, 3amop u
AHeBHa nocrnaHocT
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KoHreHntanHa muotoHuja (Thomsen)

* PeTka HacneaHa 6onecT Ko, Koje NocToje pUrMaHocT n Tewkohe
onyLwTakba (penakcaumje) BosbHe MycKynaTtype

* M1OTOHMja 3axBaTe cBe nonpeyvyHo-npyracte mmwunhe

* Mopajy Aa ynaxy 3HaTaH Hanop Aa 6u caBnaganv npeTxoaHy
KOHTPaKLUWjy 360r Yyera Aoaa3un Ao cTBapHe xuneptpoduje myckynatype
(,manun Xepkynecu”)

* CmeTH€e Haju3parxKeHunje nocne oagmopa; bp3un NOKPETH Cy Y NOYETKY
cnopwuju ga 6u ca NnoHaB/bakbeM NOCTaNM NaKWN (PeHOMEH 3arpeBama),
Kao Aeua HecnpeTHU, ykodeHux muwnha, Hema cnaboctu HU atpoduje
Beh xuneptpoduje mnwmnha

e OBM BonecHUUM AOKNBE HOPMAJIHMN BEK; BPEMEHOM CMETHE CE
ybnaxkaBajy
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NMonnmunosuntuc u AepMaTtoOMUNO3UTUC

* MIHPNamaTopHE MMoNaTHje, 3anasbeHcKe bonectn Koje 0bMYHO 3axBaTajy NnpokcumanHe muwinhe,
NPUAPYIKEHE U MPOMEHE Ha KOXKW

* ETnonoruja oBux 6onectu je ayTommyHa

JYBEHUIHM AEePMATOMMNO3UTUC: TTPOMEHE Ha KOXKM CY Y BUAY EPUTEMATO3HOT
paLla Ha ALY HAPOYMTO OKO OYMjY, HA HOCY M Ha 0O6pa3nMma Kao 1 Ha KOXKMU
ManX 3rn10b6oBa Waka
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CnabocTu Koa, NoNMMUO3UTHCa/AepPMaTOMMO3UTHCE 3aXBaTajy TUMNYHO NPOKCMManHe muwinhe pameHor v
Kap/IMYHOr nojaca 1 pasBujajy ce TOKOM HEKO/IMKO Heaesba nnn meceum (cybakyTaH Mam XpoHUYaH TOK)

BonecHULUM TELLKO OAMXKY PYKE MPEKO XOPU3OHTaNE M HE MOTY Aa YCTaHY U3 Yy4drba UK U3 CTONTULLE

HeKkapg je 3axBaheH cpyaHu muwmnh, bynbapHu muwmnhn

Mwuwwnhu mory aa éyay 60aHM 1 oceT/bMBU Ha AoaANpP

OwnjarHosa:
> Y KpBU NOBULLEH EH3MM KpeaTuH KnHasza (CK); mmosutuc-cneundmnyHa aytoaHTuTeNa
» EnektpommnoHeyporpaduja (EMNG), buoncuja muwmnha, marHetHa pesoHaHua (MP) muwmnha

Jleyerbe NOAMMMNO3NTUCA U AEPMATOMUO3UTUCA je AYrOTPajHO MMYHOCYNPECUBHO M CMMIMTOMATCKO

» KoHBeHUMOHaNHa, HecneunduyHa MMyHOCYNPecMBHa Tepanmja: KOPTUKOCTEPOUAMN, a3aTUOMPUH,
MEeTOTpeKcaT, MMKodeHonaT, umknodochdammna, LMKNOCNOPUH

» Tepanuja MHTPABEHCKUM MMYHOTN0OYANHUMA N MOHOKAIOHCKUM aHTUTEIMMA
» CenekTnBHa, aHTUreH-cneundmn4yHa UMyHoTEpanumja

e EBeHTya/IHM NPUAPYKEHU MAIUTHUTETU Ce JiIeye nNpema BPCTM TYMOPa



Bonectn motopHor HeypoHa (BMH)

Steven Hawking, 1942-2018
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Bonectn motopHor HeypoHa (BMH)

e [pyna 6onectu Koje 3axBaTajy nepndepHn MOTOPHU HEYPOH (MoHC, meayna 0b6n10HraTa U KUYMEHa MOXKANHA)
n/nun ueHTpanHn (MOTopHa Kopa GPOHTAIHOT peXKHba)

 [TaTONOLWKM NPOLIEC je BEOMaA CeNEeKTUBAH U HU jeflaH ApYrv A0 Y HEPBHOM CUCTEMY HUje 3axBaheH; o4yBaHM
CYy CEH3MBUNNTET, KoOpAUHaLUMja 1 Ap.

* Bonect moxe aa byae npucyTHa o, y3pacTa o4ojuyeTa na cBe A0 KacHe ogpacie aobwu

Byn6apHa dpopma Tpyn u ekctpemurteTn

* ATpoduje, dacumKkynaumje n cnaboct e Kapa cy 3axBaheHn muwwunhu
muwmnha gorer gena nmua, Henua, eKCTpemuTeTa 1 Tpyna NPomMeHe
dapuHKCa, NapuHKCa U je3nKa MOry Aa nay uam no tmny

» In3aptpuja, gucdaruja, rybutak Ha nporpecuBHe muwmhHe atpoduje
TEXMHM U ONACHOCTU OA (aTpoduje, bacumKkynaumje,
acnmpaumnoHe NHeyMoHMje cnaboct muwmnha yaosa,

* PedneKkc maceTtepa je nojayaH U jaB/ba MapO4YUTO WaKa) nam no tuny ALS
Cceé eMOLMOHa/IHa MHKOHTUHEHUM|a Ca NPUCYTHUM 3HaUMMA
(HeBO/bHU MNay U cmex) owTehera LEeHTPaAHOr MOTOPHOT *

HEeypoHa Ha eKCTPeMUTeTUMA
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https://www.youtube.com/watch?v

6cl2hu8W8vQ

https://www.youtube.com/watch?v



AwnjarHo3a

* KAMHWYKA cIMKa/HeypoNoLLKM Hanas
* EMHTI

* Uckbyuntun apyre 6onectn Koje bu morne gaty CIMYHY KIMHUYKY CAUKY!
[OunjarHoctuKa: nabopaTtopuja Kpeu, nymbanHa nyHkumja, MP mo3ra n uepBuKkanHe KN4UMe...

lNMporHo3a

- ¥unBOTHU BeK 06M4YHO HajsuLle ao Tpu roanHe, moryhe n o 10 rognHa

Jleyerbe

- KaysanHe Tepanuje Hema
- Punyson, aHTaroHUcTa rnytamaTta, ycnopasa nporpecunjy bonectn anum je edpeKkat CKpOMaH — NpoAayKaBa

KUBOT 3a CAMO HEKOJ/IMKO Mmeceuun
- CmmnTomaTcka Teparwlja: dHTUXONMUHEPTUUUN, TPNUUNKRTIUYHU aHTNAEeNPECUBU, 1EKOBU 3a CrNaCTULUUTET, ...

- Jloroneacku TpeTmaH, pU3nKanHa Tepannja, CynoptTMBHe mepe, npuaarohasarbe NpocTopa 1 eayKalunja
- EHpocKoncko nnacupakbe nepKkyTaHe racTpocTome



XepegutapHe nporpecusHe cnuHanHe muwmnhHe atpoduje (SMA’

MyTaumja survival motor neuron 1 (SMN1) reHa, AR HacnhegHo

Ob6a buonolka pogmutes/ba mopajy butn Hocnmoum peuecnsHor reHa ca SMA: Taga
noctoju 25% waHca aa ce 6onect npeHece aetety. HOCMOUHM peLECMBHUX FreHa
Cy NOTNYHO 3paBu N He 3Hajy Aa UMajy 0Baj reH. JegaH oa 40-60 /byam je Hocnnal
reHa 3a SMA, n 1: 10 000 HoBopoheHuaam ce poau ca SMA.

Ca NOYETKOM Y AETUHCTBY U jyBEHU/IHOM NEPMOAY, Kao U y ogpaciom Aoby

Tun 1 - NporpecuBHa cnMHanHa mnwmhHa atpodumja ogojuagm (Werdnig-
Hoffman) HajTexka dopma 6onectn Koja nounme y npemx 6 meceumn, seh Ha
pohery ce npukasyjy cnaboct mnwmnha, cnaba NOKPET/LUBOCT TENA, CMETHE
ANcatba, ryTakba M Kalsbaka, Te cy Bp/ao 6p3o notpebHu acnupaTop,
BEHTM/1ATOPA, COHAA 3a ryTake; Y3 MEXaHUYKY BEHTUNAUM]Y XKNBE OKO 2 rogunHe.

Tun 2 — Dubowitz, aAnjarHocTuKyje ce namehy 6 meceum n 2 rogmHe, maHudecryje
Ce KallkeHeM Yy NOCTM3akby MAN He NOCTU3akby MU/bOKA3a pa3Boja; bonecT je
NPOrpecrBHa Te je Nnocae Hekor nepuoaa notpeba nomoh 3a KpeTare ann u
Xparbere N ancarse

Tun 3 — Kugelberg-Welander, ar oag 18 meseci ao 3. roanHe, ann Uy KacHoj
agonecueHuuju

Tun 4 — Beoma pegak; ogpacno goba ca 6narmm moTtopHMm Tewwkohama



https://www.youtube.com/watch?v=3FyainVRdRc&t=36s




Tepanuja SMA: reHCKa Tepanuja

* SPINRAZA® (nusinersen), onnryHykneoTtuna koju genyje Ha SMN2 reH, nosehasa TpaHCcKpunumjy ersoHa 7

y SMIN2 iRNK; 3a geuy n ogpacne

PacTBOp, MHTPATEKa/IHA NPUMEHa, Hajnpe ao3e ontepehera (npBe Tpu Ao3e Ha 14 aaHa, 4. nocne 30

laHa) 1 3aTUM A03€e oaprKaBatba (jeaHoM cBaka 4 meceua)

» ZOLGENSMA ® (onasemnogene abeparvovec-xioi); BUpPYCHM HOCay ca AeN0M reHa Koju eHKkoampa SMN

NPOTENH; 33 AeLly A0 2 roanHe
NHTpaBeHCKa MHPY3Mja jeAHOKPATHO
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bonectn HeypomuwmnhHe cnojHuue




HeypomuwmnhHa obosmsemra

* MwujacTteHunja rpasuc

* KOHreHuTasiHa MUjaCcTeEHM]a rPaBunC

Lambert-Eaton-o0B mnjacteHn4YKN cnHapom

* TpoBarbe TOKCMHOM HOTYNMHYCA

damunnjapHa MHGaHTUAHA MUjaCTEHMjA N CUHAPOM CMOPOT KaHaNa



Myasthenia gravis

* AyToummyHa 60s1ecT Kojy KapakTepuwe nopemehaj HeypomuwmnhHe TpaHcmucuje ycnea
b6n0oKage aueTUNXONMHCKMX pelenTopa Ha HeypomnwmnhHOj cnojHULM

* Y KpBU ce Hanase umpkyamwyha aHTUTENa KOoja ce Be3yjy 3a aLeTUNXO/IMHCKE PELLENTOPE U
muscle-specific kinase (MuSK) peuentope Ha nocTcMHaNTU4YKOj membpaHu, Koja 61oknpajy
NPEHOC MMNY/ca ca HepBa Ha muLunh

* [poayKunja aHTUTENA Ce NoBe3yje ca TMMYCOM rae cy akTuBupaHu b anmooumtn

* bonect je yewha Ko KeHa HEro Koa, MyLlKapala

* bonecT je Hajuewha Kog mnaaux KeHa (Tpeha nam yeTBpTa AeUeHuja), a Kog MyLllKapLa nocnae
50 rognHa XuBoTa



KnnHuuKa camvka ce cactoju o ynaa/buo nosehaHe 3amopsbusoctn muinha,
KOja ce nonpas/ba NOC/e 0g4MOpa

bonecHuk oceha cse Behy mnwmnhHy cnabocTt Kako TOKOM AaHa Kopuctn mmwunhe
WM NOC/Ie n3narakba Ton10TH

HajusparkeHunje cnaboctu cy yBeye
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Mory aa 6yay 3axsaheHu cBu muwmhu (reHepannsoBaHa napanmsa) nnm bynébapHmn muwmnhu
(xvnodoHmja n Ha3anaH roeop, TewKkohe KBakaka U rytartba) U OKynapHuM muwmnhu (nTo3a
KanakKa, ctpabusam, gunaonuje - 4BOC/NKe)

OTeXaHo je oan3amse r1aBe ca NoaJsore, ycrajarbe y ceaehun nonoxaj, noansame pyKy U3Hag,
HMBOA PaMeHa, CTUCAK LLAaKe, yCTajakbe U3 Yyyhba

CvumnTOMM MUjacTeHuje rpaBuc

3amMop/bUBOCT

Cnaboct mmwmnha oka

HajTerke KAMHMYKO ncno/baBakbe

Tewkohe KBaKaka U ryrarba je MMjaCTEHM‘-IHa Kpu3a Ca

Cnaboct muwmha Anua reHepanM303aH9N\ cnabowhy un
cnabowhy ancajHe myckynatype
M3meHa rnaca LLITO 3aXTEBA /ieYere y

Tewkohe M3roBaparba peuu je,EI,I/lHI/ILI,aMa MHTEH3UBHE HETE

[Maparbe rnase

TewKohe newama y3 cTeneHuue, nogmsama
objekaTa

CmeThe Ancama



AunjarHo3za MI

AHamHe3sa

KAMHUUKM TecT 3amOop/bUBOCTU: UCMTUTAHUK [1eaa HaBuLe n 6pojun rnacHo HAp. Ao 50 npu yemy ce
npaTu Aa v Aonasu Ao ctpabuama, naaa Kanka u cnabsberba rosopa (xmunopoHmja n puHonanuja-

Ha3anaH rosop)
Enektpomuorpaduja: ucnutnearbe HeypomuinhHe TpaHCMUcCHje

* [locTaB/bajy ce NOBPLUMHCKE eNeKTpoae 1 BpLWK peneTutuBa CTMMynaumja
e Kopg MI ca cBakom HapegHOM CTUMynaumjom cnabum mmwumhHm oarosop

npOCTMI'MVIHCKVI UIN TEH3U/NTOHCKU TECT. y6pM3raBaH:e NPOCTUTMNHA NN TEH3N/IOHA AO0BOAUN A0

yousbmBor nobosbluatba cHare 3axBaheHux muwunha (HNp. noguKy ce Kanuwm, rybe ce ABOCAUKe, F1ac ce
HopManusyje)

* HE ykonunko 6onecHuUK uma 6onecr cpua jep je moryha (6pagukapauja)

NPE NPOCTUTMUHCKOTI TECTA NOCNE NPOCTUTMUHCKOT TECTA

P A
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MujacteHunja Koa geue

* HoBopoheH4yan MnjaCTEHUUYKMX MAjKU MOTY Aa pa3Bujy NpoaasHy MUjacTeHUjy jep unpKrynmwyha
aTuTeNa Nponaase Kpo3 naaueHTy Ao bebe

* PeTko nocToju n HoHreHmntanHa MI rgoe cy majke 3gpaBe, a bebe bonecHe
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https://www.youtube.com/watch?v=8ibamiZvG_k

The Egyptian Site of Strabismus
and Oculomotor Disorders

www.hawal-eg.com
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AwnjarHosa MI

* Y KpBM Cce A0Ka3yjy cneunduuyHa aHTUTENa Ha aLEeTU/IXOJIMHCKU peuenTtop HeypomuwmnhHe
CMHance: aHTuTena uma 90% bonecHuka ca reHepannsosaHom ¢opmom n 50% 6onecHuKa ca
O4YHOM pOopMOM

* LT rpyHor Kowa paaun ucnutnsarba nopemehaja tumyca (xmnepnnasuja, ageHom, KapumMHOM)

* Y HewTo NpeKo NonoBMHe 6osleCHMKA NOCTOjM yBeharwe TKMBA TMMYCa (xunepnnaasumja), ay
oko 10-15% nocTtoju Tymop - TUMOM
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Neyerwve MI

Y unmy cmarberba muwmnhHe cnabocTu: aHTUXO/IMHECTEPA3HU JIEKOBU, NUPUAOCTUTMUH U
MPOCTUIMUH KOju BIOKMPaAjy pa3rpagtby aLeTUAIX0MHA U TaKo NPOAYrKaBajy HeroBo NPUCYCTBO Y
CUHANTUYKOj NYKOTUHU HeypomuwmhHe cnojHuue

MmyHocynpecuja je npumerbyje NpeaHU30/10HOM, a3aTMONPUHOM, LUnKiodochammna nam
MUKopeHoNaT MopeTniom

Koa nspaxkeHe cnaboctn npumerbyje ce nnasmadepesa — UameHa naasme, npoueaypa Kojom ce
eNUMUHULLY UMPRYAULWYha aHTUTENa U UHTPABEHCKU MMYHOTN00YAUHM

YKONIMKO ce JoKaXKe NPMUCYCTBO NATO/MOLWKNX MPOMEHA Y TUMYCY PaAn ce XMPYPLUKa npoueaypa
TUMEKTOMM]jA LUTO MOXKE Aa YKMHE NnoTpeby 3a MMYHOCYNPEeCcUBHUM NEKOBUMA
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bonectu HepaBa

Spinal cord

Cervical
plexus

Brachial
plexus

Intercostal
nerves

Lumbar

plexus

Sacral
plexus
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NepudepHu HepsHU cuctem (MHC)

* YuHe ra: 12 KpaHujanHux u 31 nap cnnHanHUX KopeHoBa (8 uepBUKanHUX, 12
TOpaKanHux, 5 nymbanHux, 5 cakpanHux n 1 KoKumureanHu) Koju ce 3aTum
cnajajy y HepBHe cnaieTose (naeKkcyce) 13 Kojux ncxoae nepudepHu Hepsu

* HepBHM KOPEHOBM MMaAjy A0P3a/HN — CEH3UTUBHU U BEHTPATHU — MOTOPHU AE0

* [lepndepHn HEPBHM CUCTEM MMA MOTOPHU, CEH3UTUBHU N ayTOHOMHMU
(BereTaTtmBHU) Aeo

* NoBpeae 1 obo/berba NnepndepHOr HepPBHOTr CUCTEMA MOTY Aa 3axBaTe buio
KOju HberoB Aieo, oA, Tena HepBHUX hennja 1 NnoYeTHOr Aena aKCOHa NPEKo
HEePBHUX KOPEHOBA KOPEHOBa /10 HEPBHUX CM/IETOBA U NOjeAMHAYHUX HEPaABa

Somatic Motor Neuron

&) Somatic ACh
Qi motor ACh:
'0" \'é'—~ 4
A X neuron contraction of
\ _— | | skeletal muscle
(excitatory transmitters)

(Myelinated)
Spinal cord Effector
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MonunHeyponartuje

* Owrtehewa nepndepHNX HepaBa ca npeBaseHumjom ao 2-3%

* OHe mory aa byay ceH3UTUBHE, MOTOPHE, ayTOHOMHE NAM KOMBUHOBaHe

oooooooooooooooooooooooooooooooooooooo

* ETnonowkn, npeko 100 pasnnumntmnx 6onectm moxe ga ce Ucnosbu =
nonnHeyponaTtujom. Hekapg, je nonnHeyponaTtuja jeauHU BUA, UCMO/baBatkba i 8
Heke 60/1eCTH, a HeKa je camo jeAaH of, BuLe BUA0Ba UCMO/baBakba

* Y3pouu noanHeyponaTmja cy MHOrobpojHM anum ce HajlumMpe Mory Aa noaene
Ha ypoheHe U cTeueHe (WehepHa 6onect, HeAoCTaTaK BUTAMUHA, ayTOMMYHe
b6onectn, TpoBakba...). o |

* NlonnHeyponaTmje HEMO3HATOr y3pOKa ce Ha3mBeajy “uwgmuonarcke” = =

e XepeauTapHe nosnHeyponaTtmje ce 0bMYHO UCNO/baBajy Y AETUHCTBY U TaKBa
Aela KaCHuje npoxoaajy umajy Tewkohe aa tpye n aa ce 6aBe cnoptom



KnMHUYKa camKa

* CBM CMMNTOMM M 3HAUM MOTY da ce noaese Ha:

* NO3UTUBHEe (HagpaXKajHe) Kao wTo cy 6on, Tprere, MpaBUtbatbe, FPYEBMH,
nourpaBakbe mmnwunha (pacumKkynaumje), nojadyaHo 3HOjeHE UK Anjapea U

* HeraTuBHe (MCMaAHE) Kao LWTO cy YTPHYTOCT, rybutak ocehaja aoaupa,
6ona, Temnepatype, cnaboct, aTpoPuja, CHUKEHE UNU FaLllEHE MUOTATCKUX
pednekca, opToCcTaTCKa XMNOTEH3Uja, MMNOTEHUM]a, TybuUTaK 3HOjeHa U
oncTunaymja

NMopen MOTOPHUX U CEH3UTUBHUX CUMNTOMA U 3HAKOBA, NOCTOje U
ayTOHOMHU peHoOMeHU: nopemehaj paga yHYTpallHbUX OpraHa 1 Xnesaa
(mnoTeHumMja, oncTunaumja, UHKOHTUHEHLUMjaA, MOCTYpPasHa XUMOTEH3W]ja,
nopemehaju cpyaHor putma, gedpekTm 3eHnLUa U rybuTaK 3HOjeHa —
aHXnapo3a)
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AnjarHoCcTUKa

[njarHoCcTMKa noanHeyponaTtuja ce cactoju oa;:

¢ daHaMHe3e Tj. CTPYKTYPUCAHOT Y3Maha NMNOoAaTaKa O, bonecHuKa OAHOCHO 6anckmnx ocoba (ayToaHaMHesa 7
xeTepoaHaMHe3a)

* Heypo/IOWKOr KJIMHUYKOT nperneia
* oparosapajyhux n1abopaTopujcKnx MCNnMTUBaHa KPBM
* eNIeKTPoANnjarHocTuKe (enekTpommoHeyporpaduja), n

* Pa3HUX APYrMxX AONYHCKUX aHaAM3a U UCNUTUBAHbA (Buoncuja, reHeTcke aHanmse, ...)

Jleyerbe

* Jleyerbe cTeYeHUX NOMHEYpPonaThja 3aBUCK Of, Y3POKa Na je NoTpebHOo NPeTXoaHOo
leTa/bHO UCMUTUBAHE KaKo bU ce oapeanna eBeHTyasiHa eTUO/OLLIKA Tepanuja

* CMMNTOMATCKO Jie4yere 3aBUCK 04 UCMOJ/baBatba: b6onHa cTaka ce nevye N1eKOBMMA

KOju cmakbyjy 601 (aHanreTnum), a Hekaa U HEKMM aHTUEeNUAEeNnTULMMA, CPeaCTBMMA
Koja Aenyjy NoBPLIMHCKKU, @ HEKa, U aHTUAENPECUBMMA



AKyTHa MHPNAamaTOpHA AeMUjeIMHN3aLUMOHa NOIMHeYyponaTuja
(Polyradiculoneuritis acute, Sy. Guillain-Barré/GBS)

* AyTOMMYHa NO/IMHEYypoOnaThja MHAYKOBAHA NPeTXO4HOM pPecnupPaTtopHOM UAN FrAaCTPOUHTECTUHA/IHOM
nudpekumjom (CMV, Mycoplasma, EBV, Campylobacter jejuni) nam nocne BakumHa, onepauuje,
noBpega 1-3 Heagesbe Npe noyeTka bonectu

e CumeTpuuHa cnaboct Hory ca TprbereM CTOMNasa Koja ce pasBuja NyT NPOKCMManHo (“acueHaeHTHa

cnaboct”), 3aTM pyKe, pedaeKkcu ce race, No3nNTUBHeE Npobe Ha uctesare, moryhe n cmeTre rytarba
N Aucama, cnaboct muwmrha amua; ayToHOMHa AMCPYHKUM)a

e [lnjarHosa: nymbanHa nyHKUMja NoKasyje aNbyMMHOUUTONOLWKY ancoumnjaumjy, EMHT

* Jleyerse: y JeaMHNLAMA UHTEH3UBHE HEre; MHTPaBEHCKN UMYHOI/TIOOYIMHU, TepanmjcKka M3MeHa
naasme, aHaAreTUMUM, NPeBeHUMja U Ieyerbe KoMMNInKauuja



https://www.youtube.com/watch?v=qHiLBfw2DRk
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XepeautapHa MOTOpPHA U ceH30pHA Heyponatuja (HMSN)

* XepeautapHa MOTOPHA U CeH3UTMBHA Heyponatunja (HMSN)
oaHocHo Charcot-Marie-Tooth-oBa 6onecr, je xeTeporeHa rpyna
0bo/berba Koja ce pasnnKyjy U KIMHUYKN U TEHETCKU

* Hacnehusame yewhe AOMMHAHTHO ann moryhe n peuecuBHoO:
npeko 30 myTaumja

e [lnctanHe cnaboctn n atpodPumje Hory ca NPETEXHOM
3axBaheHowhy nepoHeanHnx n muwunha ctonana, KacHuje u

PyKe

* EKCKaBMpaHO cTonano (pes cavus), xMnecrtesunja 1 yralweHu
AXMNoBU, a HeKaa u aApyru muimnhHu pedpnekcu

* Koa HeKux dpopmu 3axBaheHu n apyrm opraHm
(kapanommonaTtuja, nopemehajm Koxe n KocTujy, AereHepauuja
peTuHe, rnysoha)




XepeautapHa MOTOpPHA U ceH30pHA Heyponatuja (HMSN)

e AKTyenHa KnacuéduKaumja xepeanUTapHUX HeyponaTuja ce 3aCHMBA Ha XUCTONIOLLKNUM KapaKTePUCTMKaMa U

eNIeKTPOPM3NO0/IOLLIKOM Hanasy

* PasnuKyje ce 7 TMNOBA, 04, KOjUX CY Haj3Ha4YajHUja NpPBa ABa, KOjU Ce U caMun Aasbe gene Ha nogTmnose

Tun 1 (Charcot-Marie-Tooth Tmn 1) nountbe o6uyHo npe 20.-Te rognHe
MNBOTA

* HacTtajy ancrtanHe cnaboctn n atpoduje HOry ca npeTexkHoOm
3axBaheHowhy nepoHeanHe n npeare TMbujanHe myckynaTtype

* [ocToju ekcKaBUpaHO cTonano (pes cavus), xMnecresumja u yralieHu
AX1UI0BW, a HEKaa U Apyru MuwnhHU pednekcu

* KacHuje ce HagoBe3yjy U NPOMeEHE Ha pyKama

* [MepudepHn Hepsu cy yBehaHU ycnen cerMmeHTHe AemujenmHusaumje ca
NpoMeHema y BuAay NyKOBULA

* YcnopeHa je 6p3mHa npoBohewa y nepndepHMm HepBMMa

Tun 2 (Charcot-Marie-Tooth T1n 2)
- MOYeTaK je y oapacsiom aoby

Tun 3 (Dejerine-Sottas) je pegak
ayTO30MHO peLecMBHU 06/1UK

Tun 4 nan Refsum-osa 6bonect

* [IMrmeHTHa peTuHaNHa
AereHepaumja ca cnabowhy Buaa

* [NlepuenTtuBHa rnysoha

* Kapgnommonatmja

* [lopemehajn KoXe n Koctujy




https://www.youtube.com/watch?v=ISEBWdEOOKM&1t=120s
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Jleanje HepByca ynHapuca (n. ulnaris)
* Hajuewhe, owTtehere HacTaje y NaKTy, y KybutanHom TyHeny, moryhe ny pameny un pydjy, yewhe
TPayMaTCKOr NOpeKNa

* 3axBaheHn mann muwmnhu waka (MHTepoceasnHU, NYyMOPUKaNHU YEeTBPTU U NeTH, abayKTop NOANLUC U
MuUKnhn xmunoteHapa)

* Tunn4yaH NoNoKaj NPCTUjy: ,KaHaCTa WakKa“ nam ,lWwaka nponosegHuKa“

* MocToju xunecrtesnja y 30HN nHepBaLMje H.ynHapuca
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OwrTtehera HepByca pagujanuca

 ,Buceha waka“ - HemoryhHoCT eKcTeH3unje wake n NpcTujy

* OwTehema Hajyewhe HacTajy y cnnpanHom ¥neby xymepyca, ycien MexaHM4YKe Tpayme 3a BpeMe CrnaBama
(,napanun3a cyboTtre Beyepu” nnm ,,noHeaeoHNYHa napanmnsa‘)

e OBaj TN noBpeae ce Buha n nocne aHecTesunje
* Hekag owTtehere HacTaje y NasyLlHOj jamu

* [Tapanmnsa ce CNOHTAHO NMNOB/1IA4YM NOC/Ne HEKO/IMKO Heae/ba UNn meceum

https://www.youtube.com/watch?v=4m_VLsJOo7w
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Underarm crutches Forearm crutches
Pivot point: axilla Pivot point: wrist



Jle3nje HepByca ucxnjagukyca (n.ischiadicus)

Hajay*u *u1Bau, y /byZCKOM OpraHMU3mMy Te MOXe bUTKU neampaH Ha BULLIE MECTa

Hajuewha cy owtehera oarosapajyhmx HepBHUX KopeHoBa (paauKyaonaTnja) Koju ra cayntbasajy, ycnes,
NPUTUCKa NpoTpyampaHe mehynpuwsbeHcKe xpcKkaBuue (protrusio disci intervertebralis) T38.
nymbounwmjanrmje (nwmujac)

MosehaH je pu3KnK Koa ocoba ca PU3NUYKKN 3aXTEBHUjUM 3aHUMAbUMA
Pehu y3poum cy Tpayma, TYMOPU U ApYro

OpA 3Ha4vaja Koa uillimnjaca cy ABe KOMMNOHEHTe: Komnpecuja n nibnamauymja

S1 Root pain L5 Root pain L4 Root pain L3 Root pain

-

KnnHunuka caunka: 6on y Buay npobaaa, L&

¥Kapeha TUWTakba Y "ymbocakpanHom geny

neha, rnyteycy u Ayx Hore |

e Xunectesuja n upagaunjaumnja 6ona moxe aa f o

ce jaBM y npeaeny HoxHor nanua (L5 kopeH) N |
]

WA Manor npcta Ha Ho3u (S1 KopeH)
» CnabocT gop3ndnekcuje ctonana/nas
cTonana o




Tepanuja nesuje HepaBa

Tepanuja je KOH3epBaTMBHA, aHANTETULM, MNOPENAKCAaHTM, GU3NKAZIHA Tepanmja, a y HajTEXKMM
c/lydajeBmma Tepanuja je onepaTmBHa

Ob6onennma ce npenopyyyje Aa oCTaHy akTUBHU KaKo bu ce cnpeumna atpodpuja muwmha




e XBa/s1a Ha NaXKHun!

e [luTara?

75



