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Morbus Wilson

HeBpONOLWKN MaHUMecTaLunu




MyTtauuja Ha TEH / TpaHcnopTep Ha 6akap P-type ATPase (ATP7B), K0j oBo3MOXXYyBa
Bp3yBame Ha Cu co ceruloplasmin u eKcKpeumja Ha 6aKapoT BO }KONYHMTE MaTMLLTA

Wilson's Disease
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J1TabopaTOpUCKMU MapKepu:
Hseop: www.thinglink.com
CepyMCKM LiepynonaasmM1H peayumpaH
BKyneH cepyMcKu 6akap peayumpaH
HeBp3aH cepyMCKM 6aKkap 3rosieMeH
Bakap BO ypWHa 3rosemMeH
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KAMHMYKM MaHndectaummn Ha BuncoH-osa 6onecr:

XenaTasiHa AUMChYHKUM]ja

HeBponowkKa gncdyHKUMja
[cuxmjaTpucKmM MaHMbecTauun
OdTa/IMONOLWKN MaHMdecTaUmn
XeMaTOo/IOLWKM HapyLlyBaHa

Hepatomegaly

Jaundice

Acute hepatitis

Fulminant hepatic failure

Partal hypertension: bleeding varices
Cirrhosis

Proximal renal
tubular dysfunction

Liver

Bone

Arthritis
Rickets

Cardiac
Hemolysis
Central nervous system

Eye

L@

Kayser Fleischer rings

Deterioration in school performance
Behavioral changes

9 Inco-ordination (handwriting deteriorates)
Resting and intention tremors

Dystonia

Dysarthria

Excessive salivation
Mask-like facies
Dysphagia




HeBponoLwKkn MmaHndecraumm
Kaj 40-60%
MHMUMjaIHa MaHudecTaumja Kaj 20-30% 601HU
20 roa. Bo3pacT (6-72 roa.)

HapyluyBatba Ha JBUKEHETO 3apaan AUChYHKUMja Ha 6a3a/iHMTE FraHrIMK

Caudate Supplementary  Primary motor Primary somalesonsory
nucleus molor area corex \ corlex

Tpemop i vental nacace

ANCTOHM]a .

Xopea o
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NapKNMHCOHN3aM
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nucleus

uepebenapHa AMCPhYHKLUM]a

An3apTpuja, amcdarmja .

aBTOHOMHa AMcyHKUMja o/ NGRS
enUIEenTMYHM Hanaau haiot

nepm1depHa HeBponaTuja N

(vontromodial Substanta nigra
system)

JeHTaTtopyopoTasiaMmyeH,
NOHTOLepebenapeH, KOPTUKOCNMHAMIEH TPaKT



Knacudpukaumm
* Hall, 1921

(1) Knacn4yHa copma - NnporpecmBHa pUrMaAHOCT U TpEMOP (BO BTOpaTa M TpeTa AeueHuja), sola
NpOrHo3a;

(2) AommnHaHTeH Tpemop (Strumpell-Westphal), canyHa Ha MynTMNHA CKnepo3a, Kaj NnoBO3pacHM
60/1H1, CO penaTUBHO NofeceH TeK (MNCeBAOCKNEPOTUYHA (hopMa);

(3) KAMHUYKM CUMOTOMM OMULLAHU KAaKO TOP3MOHU Cla3mM

(Hall, 1921), Koja cnope A€HELWHUOT ONMC € AUCTOHMYHA (hopMma.

* Denny-Brown, 1962

(1) jyBeHuNHa, CO rnojaBa Ha HEBPOJIOLKM CUMMTOMM BO BTOpaTta AeLeHuja, co

XUNEPKUHETUYKU/ AUCTOHUYHU CUMMNTOMMU, U HEBPOMATOJIOLLKU NPOMEHM JIoUMpPaHU F1aBHO BO
NyTaMeH);

(2) nceBAOCKNEPOTHUYEH TUM, CO MHTEHUMOHEH M NOCTYpaJieH TPEMOP CO HEBPONATOJ/IOLWKK JiIe3UU
JIOUMPAHU FNaBHO BO LepebpasiIHMOT KOPTEKC, TaslaMyC, CYOTa/IMUUYKMU PETUOHM U HYKNIeyC
AeHTaTyC.




* Marsden, 1987

XMMNEPKMHETCKA-AUCTOHMYHA hopMa (CO AUCTOHMYHM JIpXKEHA M XOPEOATETO3a),
aTakcuyHaTa dopMa (Co NocTypasiHa HECTABMTIHOCT, MHTEHLIMOHEH TPEMOP M aTaKcuja)
NAapKWMHCOHCKA ¢opma (pUrmop, TpEMOpP, XMMNOKUHE3M]A).

* Oder et al., in 1993

ANCKMHETMYKa popMa (AMCTOHUja M XopeoaTeTo3a),
NCeBAOCK/IEPOTMYHA(CO aTaKCcHja 1 NOCTypaneH TPEMOP)
nceBAONapKMHCOHCKA hopmMa (Co purop, TpPEMOP BO MUP M KOTHUTUBHU HapyLLyBarba).

e Litwin et al., 2012

ce 6a3uMpaaTt Ha JOMMHALMja Ha FNIAaBHMTE HEBPOJIOLIKM MaHMdbeCTaUmu:
AVCTOHU]A, TPEMOP, PUrop-TPEMOP.




Ha no4yeToOKOT Ha CMMNTOMATCKMOT NeEpMoj Ha 6onecTa HajuyecTo egHa o4
HEBPOJIOWKNUTE MaHUdeCTaumm : TpeMop, AM3apTpuja, AUCTOHM]A,
MOPETKO MAapPKMHCOHU3aM.

Kako 6onecTa HanpeayBa, CJI0XKEHU KOMBUHALMM Ha HEBPOJIOLLKM
CUMINTOMM M 3HALM KOEr3MCTMpaaT Kaj eleH NaLumeHT.




Tpemop

MHUUMjaIHA MaHudecTaumja Kaj 22 ao 55% oa naymMeHTU Co HEBPOJIOLLKA
MaHudecTaumja

*[IPOKCUMAJIEH,
eANCTaNIEH
*BO MMpYyBame,
*rIpU ABUMKEHE-KMHETCKM,
*YHUNaTepaneH
*BO M0J10’K6a-NoCcTypaneH;
*onnarepasieH

KWMHETUYKMOT TpeMOop HajuyecTo e AMCTaNEH Ha TOPHUTE EKCTPEMMUTETMH,
CO Mana aMnmTyga, cpefiHa 40 BMCOKa (PpeKBEHUM]a, CIMYEH Ha
eceHuujaneH.

[py6 wing-beating TpemMop, Ha/IMKyBa Ha ABMKEHE Ha Kpua, NOPETKO ce
3abenexyBa, Co Mana PpeKBEHLUjA M BUCOKA aMMIMTYAa, MPOKCMMAJIEH Ha
FOPHUTE EKCTPEMUTETH, NPU OAPEAEHA NOJI0XKOA Ha TENOTO (NPU laTepasiHa
no3uLuja Ha EeKCTPEMUTETMUTE MU CO UCNIPYKEHU KOH Hanpesa co giekcuja Bo
NaKTUTE, a AJIAHKMTE CBPTEHU HaZ0/1y);




AncToHUja

NOCTOjaHU, OA4PXKYBaHU MU NOBTOPYBAHU MYCKYJIHM KOHTPaKLMU, KOU
loBeJlyBaaT 10 HENpupoaHK, HEBOOOUYAEHU, OU3APHM NOJIOKOU

A

Kaj 11 go 65% oa nauneHTmuTe

*(pOKa/IHa (Aen o4 TeNoTo: ANaHKa Ha np.)
*CErMeHTasHa (paka),

*MYNTU(DOKa/IHA (MOBEKE CEFMEHTU: paKa M AULE),
*reHepa/siM3npaHa.
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risus sardonicus - AUCTOHUYEH M3pa3 Ha JIMLETO (AUCTOHU]a HA MMMMYHA
MYCKynaTypa-npucuiHa, npetepaHa HaCMeBKa).

ANUCTOHU]a Ha rNacHUTE XMUM, HA MYCKY/IMTE 3a apTUKYyAaumja, U ronTamwe
4ecTo pe3ynTmpa co amchoHuja, An3apTpuja n amcdarmja

\aHKecTalmja 40 OHECNOCOBYBAYKMU AUCTOHMYKM NONOKOU Ha
W N .‘_\v‘:“‘r 4] prl'l OT.




doKa/iHa AUCTOHM]a HA A1aHKaTa, risus sardonicus’

platire Reviews. Disease Primers. ID: (2018) 4:21.



MyntudoKkasnHa AUCTOHU]a Kaj 601eH CO
BuncoH-oBa 6osiect

isease. Nature Reviews. Disease Primers. I1D: (2018) 4:21.



NapKMHCOHM3aM

Kaj 19-62% oa 6onHMTE co BuacoH-oBa 6onect poms et

pa3/IMYHM KOMOMHaLUMK Ha

*XUMNOMUMM]A (EKCNpecHuja Ha IMLETO KaKko MacKa),
*TPEMOP BO MUP,

*6pagMKnHE3nja,

*pHrop,

*[IOCTYpaJ/iHa HECTabUIHOCT, HEpPaAMHOTEXa Co 1IeKcHja
Ha TenoTo/TpynoT,

*3aBJ/IEKYBaH€ BO OZEHETO (3aBJIEKYBarbe Ha HO3eTe Mo nojJorara) co
deHoMeH Ha 3aMp3HyBame (freezing) M HeCUrypHOCT/ Kako ABOYMEHE.

s wnd

[remor Fesad

Sheet shufiling stepe

PETKO KaKo U30/IMpaHa HEBPOJIOLLIKa MaHudecTalmja

Inees slizhty
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Ka_] 6-16% oAa nauneHT Kou umaat HeBpOfIOLLIKM CUMITOMM;

noyecrta Kaj nomsagm naumeHTu (16 roamHu v nomnaam) Kaj 20%;
Kaj BO3pacHMTE naumMeHTU co BuncoHoBa 6osect Kaj 3% .

Harnm, HEKOHTpPOAUPAHU, AE€TYMHO HaMEPHM (MOYHYBAaT Kako HaMEpHM),
HenpaBu/IHU, UPEryNapHM ABMKEHA Ha JIMLETO, TPYNOT, rnaearta u
EKCTPEMUTETUTE KOM ja HapyLlyBaaT, NPEKUHYBaaT HOPMAasiHaTa MOTOPHaA
aKTUBHOCT.

YecTo € KOMOGMHMPaHa Co aTeTo3a-6aBHM, HEKOOPAUHMPAHU, HECMACHM
ABUXXEHa, 3ae4H0 Npeam3BMKyBaaT XOpeoaTeTo3a, MaM XOpeoamCcToHMja (aKo
ce KOMbUHMpaaT CO AUCTOHUYHM MOIOXKON).

Health. How to distinguish Athetosis from Chorea ?



Ancharuja

Kaj 50% oa 6onHMTE co BUncoH-oBa 6onecT
O HamMaJ/lyBa KBaJIMTETOT Ha XMBOT Ha MaLMEHTOT:

*HapyLleHa KoopAMHaLMja 3apaam AMChYHKLM]ja Ha CTPYKTypuTe

UHBOJIBUPaHU

BO KOHTPOJ/1aTa Ha roJitakbEeTo. 6a3anHuTE raHrJjimn, Ll,epe6enyM UJn

Oynb6apHUTE CTPYKTYpM.

*HapyLLyBake Ha cuTe hasm Ha roNTakbeTo, HapyLlyBake Ha HOpMaJsiHa

MCXPaHa,

*IMCTOHU]jA HA MYCKY/IUTE Ha NIULIETO MM BPATOT ro HapyLlyBa aKTOT Ha

roNnTakbe Co pM3MK 0J, acnmpaumja,

ricey06yibapHa napa/im3a Ha YCHM, jasuK, rpsio € pM3MK 3a acnmpalmija,

U3Bop:

3a/lyllyBarbe M MH(MEKLMM Ha peCcnUPaTOPHUOT TPaKT.
NORMAL SWALLOW

hormelhealthlabsblog.com

SWALLOWING DIFFICULTY




Ausaptpuja
43% ol cMTe naumeHTH co BuncoH-oBa 6onect

[Topagm onceroT Ha owTeTyBawarta Kaj BUNCoH-oBaTa 601eCT U 3aceramkeTo
Ha MHOLLTBO MO30YHM CTPYKTYpPMU (6a3a/iHM raHriMn, Lepedenym,
Oy/16apHUTE CTPYKTYPH, KOPTUKOCMUHANIHMOT M KOPTUMKOOY16ApHUOT NaT),
HEKONKY opMU Ha aM3apTpHja:

* MellaHa (popMa;
* aTaKCMYHa (CO MHBOMIBUPaHE Ha LepebenapHM CTPYKTYpU U LepebenapHu
CUMMNTOMM);

* IMCTOHMYHA (XMNEPKMHETCKA);
* XMMNOKUHETCKA (NapKMHCOHCKA);
* CNAacTU4Ha (NceyaobynbapHa).

OpomaHaubynapHa M jasuyHa AMCTOHMja CO AMCTOHM]a Ha
BOparb€ Ha BMMLUaTta U heHOMEH Ha NpeTeKyBake Kora

oI L) Dystonic Dysarthria in Wilson Disease: Effica




Llepe6enapHa aucdhyHKuUja

EJ

Kaj 30% oa 6onHMTE co BUncoH-oBa 60necT

saTaKCHja, MHKOOpAMHaUU]a
*AM3apTpHja (aTaKCMYHA)

HeKOHTpoO/IMpaHO UCTEKYBarbe Ha NJIYHKa (NMraBere)

Kaj 68% on 6onHMTE cO BuncoH-oBa 6onect

[IpK HapyLLIEeHOo roaTamke UM opodauunjaniHa AUCTOHU]a




KOrHMTMBHO owlTeTyBake

[IBE FNaBHU, HO HE U MEFYCEBHO UCKYYMBU KaTeropmu:
®poHTaNEeH CUHAPOM:

* UMMYJICUBHOCT,

NPOMMUCKYUTETHOCT,

HapyLllyBarbe Ha coumjasiHa MpoLEeHKa,

anaTtuja,

HamMaJIEHO BHUMaHMe,

* U3BPLUHA/er3ekyTMBHa AMCPYHKLM]ja CO JIOLO MJsIaHMpaHe U
[lOHecyBare OA/IYKM,

* @MOTMBHA MHKOHTUHEHTHOCT.

CybKopTMKasiHaTa AeMeHuuja:

* 326aBEHOCT Ha MMCJ/IOBHMOT NPOLEC/pa3MUC/TyBatbe,
TeTyBaH:e Ha MeMOpMJaTa




EnunenTtMYHM Hanaau

Kaj 6-8% oA naunueHTuTe, peTKo ce MHULUM]jaIHA MaHMpecTalM]ja

HajyecTo ce reHepasim3anpaHu, NOPETKO NapumjasiHK;
cTaTyc enunenTuKyc Kaj 1%.

ce cayyyBaaT BO CeKoja (pasa Ha 6os1ecta, HO HajyecTo, 1 ce 0O6UYHO
NOBpP3aHM CO 3anoYyHyBarke CO Tepanuja Co XeslaTHM CoeMHEHMU]a.

ETunonoruja:

a) KopTUKasiHaTa atpodmja Co HEBPOHANEH rybuTtoK U ramosa (0CO6EHO
KOpPTUKa/IHA), MOXe Aa AejcTByBaaT KaKo enuienToreHu

doKycCH;

6) akyMynauujata Ha 6aKapoT BO MO30YHMUTE CTPYKTYPM.




[py M360POT Ha AaHTUENMNENTUYHU NEKOBU Kaj BOIHUTE CO
BuncoHoBa 6onecT (OnwTH NPUMHUMIKM Ha NEeKyBare Ha enuaencuja),
Tpeba ga ce no3HaBa MeTab0/IM3MPAHETO HA AaHTUENMMUNENTUKOT
(xenaTasiHa 6uoTpaHchopmaumja), NnoTeHumjanHa
XenaToOTOKCMYHOCT, TUM Ha Hanagu.




A Novel Global Assessment Scale for Wilson’s Disease (GAS for WD)

Aggarwal A, Aggarwal N, Nagral A et al. (2009). A novel global assessment scale for Wilson’s Diseases (GAS for WD). Mov Disord
2494: 509-518

Unified Wilson’s Disease Rating Scale (UWDRS)

Cztonkowska A, Tarnacka B, Moller JC et al. (2007). Unified Wilson’s Diseases rating scale - proposal for the neurological
scoring of Wilson’s Diseases patients. Neurol Neurochir Pol 41: 1-12.




AndepeHuymjanHa gunjarHosa

" eCeHuMjasieH Tpemop,

» [lapknHcoHoBa 6onect (Morbus Parkinson) co paH no4eTok,
" reHepa/iM3npaHa AUCTOHM]a.

* PeTkn jyBEeHUIHM (CO MOYETOK BO paHaTa BO3pacT) FEHETCKU
eKCTpanMpaMmaHu HapyLlyBaHa:

XaHTMHIToHOBa 6osect (Morbus Huntington),
XanepBopaeH-Cnau-oBa 6onect (Hallervorden-Spatz),
nauonaTcKka Top3voHa AUCTOHMU]a,

Xopea-akaHTouuTto3a (chorea-acanthocytosis),

6eHuUrHa bamuanjapHa xopea.

[lcxmnjaTpMCKMTE aBHOPMAIHOCTU MOXKE Aa Ce 3aMeHaT CO NMCUXONO0LKMU
HapyLlyBaka, apeKTUBHO HapyLlyBare, paHa WwWu3odpeHuja uam
3/10ynoTpeba Ha Agporu.




Ha MO30KOT: XUMNMOAEH3NTETU 6mnaTepanHo BO 6a3a/IHUTE raHrimm



Panda Sign-me3eHuedanoH

and Vincent,

s

Maurice B.. Neuropareidolia: diagnostic clues apropos of visual illusions. Arg. Neuro-Psiquiatr. [online]. 2009,



W3sop: Radiopaedia

MPU Haog KapaKTepucTUyeH 3a BUcoH-oBa 601ecT: bunarepasHi U CUMETPUYHMU
tHepnHTEeH3nTeTM Ha OJIEP cekBeHuaTa BO NyTaMeH, HYK/IeyC KaygaTyc U
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dapMaKoJIoLWKKM TpeTMaH Ha BuncoH-oBa 6osecT:

exenatopure (d-neHMUMIaMUH U TPMEHTMH) ja 3ronemyBaaTt ypuHapHaTa
eKCKpeluMja Ha 6akap,

*COJIM Ha LUMHK KOM ja HaManyBaart arcoprumjata Ha 6akap o AUreCTMBHUOT
TpaKT

[MpoueHKa Ha epMKaCHOCT : cuMmnToMaTtcka / eTUosnoLlKa Tepanuja.

CumnToMaTCKa Tepanuja 3aBUCKU 04 HEBPOSIOLWLKNTE MaHndecTaumun, o
CUMNTOMUTE KOM JOMUHMPpaaT (ANCTOHWU|ja, MapKMHCOHU3aM Unu TpeMop):
aHTUXONMUHEPTNLIN, UM OONaMUHEPTULMN.

dokarnHa guCToHuja, NCTEKYBarE Ha MiYyHKa - ansfimkauuja Ha boTynnHym
TOKCWH.
[Oucoaruvja: HasoracTpmuiHa coHaa, INEl —nepkytaHa ractpocTtoma.

TUNCUXOTULM-KNO3anuH, onaH3anuH, KBetnanmH, CCPU, aHTHenunentuum,
- H, 6eH30aMa3enuHu (K/I0Ha3enam).



bnazodapam 3a sHumMaHuemo!




