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BOJIECT HA WILSON

Juacnocmuuen u mepaneemuuen aneopumvm (KOHceHcyc)

XemnaroJeHTHKY/IapHaTa JiereHepalys € onvcana 3a mbpBu T npe3 1912 roguna ot Kinnear Wilson. Toii
orpezenst 0osecTTa Karo « paMHITHO HEBPOJIOTHYHO 3a00JIsIBaHE, XapaKTEPU3UPAIIIO CE C TPOrPECHBHA JICHTHKYJIapHA
nereHepanys u araneH kpail. bonecrra ce npuapykasa ce OT XpOHUYHO YEpHOIPOOHO YBpEXKIaHe, IPOrpecHpalio
KbM LHpo3ay». bonecrra Ha Wilson Hama xapakTepHo reorpacko pasnpenenenue. Yecrorara if € HUCKa- 3acAra OKoJo
30 maauBuay Ha | MunmmoH Hacenenue. [IposBsaBa ce B Milajia Bb3pacT- MEXAy 3 U 45 TOMUHM.

Bosecrra na Wilson. e aBTo30MHO periecHBHO 3a0051s1BaHe, CBbp3aHo ¢ reHerrdeH jedekt B ATP7B rena, kopumpariry
CHHTE3a Ha crenn(uyIeH TpaHCMEMOPaHEeH MPEHOCHUTEN, CBbP3aH C TPAHCIIOPTa Ha METHUS HOH 1pe3 MeMOpaHaTa Ha
XEMaTOIUTUTE KbM JKITBUYHHUTE KaHaadeTa. YepHoipoOHOTO YBpEKIaHe Ce ABJDKU Ha OTIaraHe Ha TOKCHYCH ME/ICH HOH
B uepHOpoOHHs maperxuM. [enetnunust nedext B ATP7B rena ce cobTeTBa OT 1e(hEKTCH CHHTE3 HA [IEPY/IOTIIa3MUH
(amonepysoruia3MKH), KOWTO MMa CKBbCEH IIJIa3MEH MOJTY>KUBOT M IT0OKa3Ba HUCKU CTOMHOCTH TIPH M3CJIC/IBAHE B CEpyMa.
OtiaraHero Ha MeJTHU HOHH B MO3bKa, ObOpELIUTE 1 KOpesiTa ONPEeIisi pa3HOOOpa3Hus KIIMHUYEH CIICKThp Ha OoecTTa
(Tabmn.1)

Tabn.1 Cnexmwp na knunuunume nposieu npu 6onecmma na Wilson

UYepHOoapoOHO yBpeKaaHe Be3cummnToMHa XemaToMeraims

W3onupana criieHOMerasms

[ToBumeHn TpaHCaMHHA3H

Crearo3a Ha YepHUS Ipoo

OcTtpp xenatut

DyaMHUHAHTHA YEPHOAPOOHA HEOCTATHUHOCT

Hesponornunn nposisn Tpemop, HEKOOPAWHUPAHU JIBHXKCHHUS
Jusaprpus

PuruiHocT, tucTOHMS
[ceBnoOynbapua mapesa

MurpeHa, TiaBo0oIHe

6e3chHNE

O4Hu nposiBU Ipberen Ha Kayser-Fleischer
Ilcuxuanu nposBu Henpecus

Hesposzu

IIpomenu Ha sinyHOCTTA
MICUXO3U

Jpyru cuctemu brOpeunn yBpexaaHus-aMUHALUTYpHs, He(hpomuTHasza
Ocrteomopo3a, apTpuTH

Kapanomuonarus, puTbMHI HapyIIEHHS Ha CHPIETO
ITankpeatutu

XurnonaparupeonIM3bM

MeHcTpyaliHi HapylIeHHs], CTEPUIINTET, CIOHTaHHN ab0pTH

[TamMeHTH ¢ HeaJKOXOJNCH CTEAaTOXENATUT, KAKTO U TAKWBA C aBTOMMYHEH XCMAaTHT, KOMTO HE CC BIHSSAT OT
KOHBCHIIMOHAJIHATA KOPTHKOCTEPOUIHA Teparusi, TpsioBa Jia ce uicneasar 3a 6onect Ha Wilson. bonecrra na Wilson
TpsiOBa Ja ce Mojo3upa MPH BCEKU MAILKCHT ¢ (QyJIMHHAHTHA YepHOIpoOHa HepoctarbyHocT 1 Coombs- HeraTnBHa
BBTPECHIOBA XEMOJIN3a, YMEPEHO MOBHUILICHH CEpyMHH TPaHCAMMHA3M HUCKA ajkaiHa ¢ocdaTraza U OTHOLICHUE HA
ankamHarta gocdarasza crpsMo cepyMHHUS OMITHPYOHH, TO-MAJKO OT 2.
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Hscaensanus:

IIpbceren na Kayser- Fleischer

3a Bonecrra na Wilson ca momo3puTesHy BCUYKH MAIMEHTH HA BB3PACT MEXKAY 3 U 45 TOAUHU C HESICHO
4epHOIpoOHO yBpexkaane. [Ipu Te3u OOJIHM € 33ABIDKUTENHO MPOBEXKIAHETO Ha O(PTAIMOJIOTUYHO H3CIIEABaHE 3a
Hanuue Ha npserena Ha Kayser- Fleischer (“slit-lamp examination”or oruten crieruanuct). JInmcara Ha MpbCTeHa Ha
Kayser- Fleischer He m3kirouBa Hammuuero Ha Oosectra Ha Wilson, gopu mpu GONHE ¢ Bojella HEBPOJIOTHYHA
CHMITOMATHKA.

CepyMeH uepy/iomiasMuH

W3cnenBane Ha cepyMHUS LIEPYJIOIUIA3MUH € MOKA3aHO NPHM BCUYKM CIIy4au C HESICHU YEpPHOJAPOOHHU,
HEBPOJIOTHYHH U IICUXUYHH IIPOSBH, 0COOEHO KOTraTo ce Kacae 3a MilaJy Xopa U Jena. Jluarmosara e CUrypHa Ipy HUBa
Ha nepynomiasmuna < 50 mg/L (< 5 mg/dL). HopmasuuTe CTORHOCTH HE U3KITIOYBAT JUATHO3ATA,

CepyMHa Me[l M eKCKpeLMsi Ha MeITa B 24-4acoBa ypuHa

Ipu Gonecrra va Wilson cepymnara mej OOMKHOBEHO € HamaseHa. HopMalHuTe CTOWHOCTH HE M3KJIFYBAT
Gonecrra. BasanHra 24-4yacoBa eKCKpelus Ha Me]| B ypuHara ripu 6onecrra va Wilson nagsumasa 100ug (1.6 pmoles).
Croitnocu ot nopsiabka Ha 40 Ug (>0.6 pwmoles nnm > 600 nmoles) He u3KIIOUBAT 3260JISIBAHETO M M3UCKBAT
JIOI'BTHUTEIIHN M3CIICIBAHHS.

Ipookauuonen tect ¢ D- Penicillamine nmpu nena

IMoBumaBane Ha MexHaTa ekckperms > 1600 g/ 24-yacosa ypuna (> 25 pmoles/24 gaca) cien npuem Ha 500
mg D-Penicillamine B HayayioTo Ha onuTa ¥ 12 yaca Mo-KbCHO MOTBBPXKAaBa nuarxosara. [Ipu Bb3pacTHH
IIPOBOKAIIMOHHUAT TECT HE € TI0OKa3aTelIeH.

Cohabpikanue Ha MeJl B YepHOIpPoOeH Ouonrar

IMoxkazareiHo e chappikanueTo Ha > 250 ug Mex Ha 1 g cyxo terno. IIpu HeneKyBaHY IALMEHTH MarHo3ara ce
n3KIMouBa npu Haimuue Ha < 40-50 ug men Ha 1 g cyxo Tero.

Hesposoruuna koncyarauust 1 MPT Ha riiaBeH MO3BK.

BonHu ¢ HEBPOJOrMYHU MPOSIBU, CHbBMECTHMH C KJIMHUYHATa KapTuHa rnpu Oomect Ha Wilson, momnexar Ha
HeBposiornuHa koHcynTtanus 1 MPT Ha ritaBeH MO3BK.

I'eHeTHYHM M3CJIEIBAHUS

B cnenpanuzupany 1abopaTopru ce rmpuiiara XaruioTHIIeH aHaIn3 3a (haMuIIeH CKpUHUHT Ha GosrectTa. Benmuku
POIHMHH TIO ITpaBa JIMHUS HA BCEKH HOBOOTKPHT OosieH ¢ 6oectra Ha Wilson, ca moka3aHu 3a FeHETHUYCH aHAITH3.

Jleuenne

B ximHn4YHaTa npakTHKa 3a jtedeHue Ha 6onecrra Ha Wilson ce u3momssar 2 rpyIy JeKkapcTBa:

1. Xenaropu, MOBHIIABAIIM OTAEJITHETO HA ME/Ta B ypHUHATA C 2 OCHOBHHM IIPEJCTABUTENN- ICHULIMIAMHUH H
TPUSHTHH

2. MeranotuoHenHH, OJIOKHAPAIIY YpeBHATA aOCOPOITHS Ha MEITa C OCHOBEH MPECTaBTEN- IMHK.

D-Penicillamine

[leHMIMIAMUHBT € XeJIaTop, MPOBOKHUPAILLL TIOBHIIIEHA EKCKPELUs HAa METa B ypHHATA.

Jlo3upaHe: Jile4eHHETO 3amo4uBa ¢ Majiku 1031 (250- 500 mg/nHeBHO) Kato j03ara ce MOBHUIIABA CTHIIAIOBHIHO
¢ 250 mg Ha 4-7 gHu , 10 KocTUraHe Ha MakcuMaiHa go3a ot 1000- 1500 mg nHeBHO, pa3neneHa B 2 10 4 npuema.
IMomuepkamiara no3uposka e 750- 1000 mg / nHeBHO pasmeneHa B aBa npuema. D-Penicillamine ce npuema 1 uac
Ipely XpaHeHe WK 2 Jaca clie]] XpaHeHe, Thil KaTo XpaHaTa IIOATHUCKA adcopOLusATa Ha XeIaTopa.

IpociaensiBane Ha eeKTa OT JIEUEHHETO : JIeUeHHETO € epeKTUBHO rpu oTaensHe Ha 200- 500 ug (3-8 pmoles)
Men B 24/4acoBa ypuHa Ha ()OHa Ha MPOBEKAAHOTO JieueHre. KoHIeHTpalusTa Ha He-CBbp3aHara C LepyJIoIIa3MUHa
MeJl B cepyMa HamaisiBa 1npu eekTHBHO siedeHue. KimanueH edekT npu OOJNHU ¢ AEKOMIIEHCHPAaHO YE€PHOAPOOHO
3a00JIsIBaHE MOJKE J]a C€ OTYETe CIIe]] BTOPHS MECel] OT 3all0YBaHEe Ha JIEYEHHUETO.

3aMecTHTEJHO JIedeHHue: [Tpuiara ce MUPUAOKCHH B J103a 25- 50 mg JHEBHO.

Pannu crpannynu eeKTH OT JedyeHneTo :(HeOpUInTeT, KOXKHU 0OpUBH, JTHUM(paaeHONATHs, HEYTPOIICHHS,
TPOMOOITUTOIICHHSI, TPOTENHY U TIpe3 mbpBuTe 1-3 cenmunm ot gedenuero. I1pu nposiBu Ha XUIIEpCeH3NOMITH3aIus
neuenueto ce crupa. B 10%-50% ot cinywyaure HeBpoJOrMYHaTa CUMIITOMATHKa C€ BIOIIABa MpPU 3all0YBAHE Ha
JIEYCHUETO.

KbcHu crpannynu nmposiBH : HepporokcuyeH edekt, “ lupus-like” cunapom , Goodpasture syndrome,
TIONTHCKaHe Ha KOCTHUS MO3BK C ITPOSIBM HA TPOMOOLIMTOIICHHUS M TOTAJIHA aIljIa3us, NeM(UTyC, JIMXEH IJIaHyC, apTo3eH
cromarut. [Ipu nposiBu Ha HE(POTOKCHYHOCT JICYEHUETO ce crupa He3abaBHO. [Ipu Apyru cTpaHUuHM MTPOSIBU MOXKE
Jla Ce ONUTA JICYEHHE C KOPTHKOCTEPOUIH.

Trientine (triethylene tetramine dihydrochloride)

TpueHTUHBT € XenaTop, MPOBOKHUPAIL] TOBUIIIEHA EKCKPELs Ha Me/iTa B ypuHara. [Ipuiiara ce npy HEIIOHOCUMOCT
KBbM TICHHIJIAMIH, P JaHHH 3a ObOpevHO 3a00isBaHe, TPOMOOLUTONICHNS, aBTOUMYHHH IPOSIBH M TIPH TTALIUEHTH C
JIEKOMIIEHCHPAaHO 4epHOoApoOHO 3abomnsiBaHe. [Ipu JieueHne ¢ TPUEHTHH ce HaOJIof1aBa MO-PSIIKO BIIOIIABAHE HA
HEBPOJIOTHYHATa CUMIITOMATHKa, B CPAaBHEHHE C ICHUIWIIaMUHA.

Jo3upane: teparneBridHaTa q03a Ha TpueHTHHA € 750- 1500 mg/ nueBHO, pasmnpenenena B 2 g0 3 mpuema, a
noaabpskamara 1o3a € 750- 1000 mg nuesso. Ilpunara ce 1 gac npenu , wim 2 9aca cjiel XpaHeHe, Thi KaTo IPUEMbBT
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C XpaHa HaMaJlsiBa pe30pOoLusTa My.

IpocieasiBane Ha ehpeKTa OT JEUEHHETO: TCUCHUETO € eeKTUBHO npu oTaemsue Ha 200-500 g (3-8 pmoles)
Meq B 24/dacoBa yprHa Ha JOHA Ha MPOBEXIAHOTO JieueHne. KoHneHTparysTa Ha He-CBbp3aHaTa ¢ IepyJIoruIa3MIHa
MeJ] B cepyMa HaMaJisiBa Ipy e)eKTHBHO JICUCHHE

Crpannynn edeKTH: TIpU JICUCHUE C TPUEHTHH PAJIKO ca HAOJIOAaBaHW XHUIIEPCEH3UTHBHH PEaKIIHH,
MaHIUTONCHUS. TPHEHTHHBT € XeJIaTop ¥ Ha XKEJsI30TO, OPAH KOETO He MOJKE JIa Ce TpHJIara yCIopeJHO C TpenapaT:
3a JICYCHUE Ha YKeJIe3eH JICUITHT.

Munk.

[MHKBT MHIYIMpPA YpeBHATA MTPOIYKIHS Ha METATOTHOHENHH, KOUTO OJIOKHpAT pe30opOuusTa Ha MEAHUS HOH.

Ho3upane: npmiara ce 150 mg/ aHEBHO, pa3npeiesicHn B 3 IprueMa Ipeu Hid Clie]] XpaHeHe.

IIpocnensiane Ha edexkTa OT JIeYeHHETO: IPOCIEABA c€ KYIIPUYpHUsITa B 24- yacoBa ypuHa. JleueHueTo e
eextuBHO npu otnensiHe Ha < 75 Ug (1.2 umoles) mMen B 24/4acoBa ypuHa Ha (OHA HA TPOBEKIAHOTO JICUCHHUE.
Konuenrparysra Ha He-CBbp3aHara ¢ [epyJIoIuIa3MUHa MeJl B CepyMa HaMmaJIsiBa MpH eeKTUBHO JICUCHHE

Crpannynu edexTn: HaOMOABaHN ca TACTPHUTH, TIOTUCKAHE HAa XEMOTAKCHCA Ha JICBKOLIUTUTE, TOBUIIIABAHE
Ha cepyMHara JIMIasza U aMuiasa, 0e3 KIMHWYHHU JaHHU 3a MaHkpearuT. [Ipy sedeHne ¢ nMHK HE € HaOII0AaBaHO
BJIOIIIABAaHE HAa HEBPOJIOTMYHATACHMIITOMATHKA, HUTO YBpEXK/IaHe Ha ObOpednara (QyHKIWs.

Tetrathiomolybdate.

Tolt e xemarop 3a HavyaJgHO JICYEHHE MPU OONHU C BOZEIIA HEBPOJIOTWYHA CHMNTOMaTHka. Ilpu yeuenue c
tetrathiomolybdate He € HabmoOaBaHO MIIOIIAaBaHE HA HEBPIOTMYHATA CHMIITOMATHKA, & CEPYMHUTE KOHLICHTPAIX Ha
He-CBBbp3aHaTa C IepyJIoIIa3MIHa ME/I B CepyMa HaMaJIsiBa Ipe3 IIbPBUTE 8 CEIMUIIN OT 3all0YBaHE HA JICYCHHUETO.

Jleyenue B cienMaTHU TPYNH OT NMALEHTH

ITanuenTH 0€3 KIMHUYHY OILIAKBAHUS

[Tpy HOBOOTKPHUTH HOCUTENN HA TCHETHYEH Je(peKT, KOUTO HSAMAT KIMHWYHY MPOSBU CE MPUJIara ce JICYCHHE C
D-Penicillamine wiu HK 3a MPEAOTBPATABAHE HA KIMHUYHUTE MPOSBH U MPOTPECHUsiTa Ha 00JIeCTTa.

Honabpkama Tepanust

Cren eeKTHBHO JIGUCHHUE C XETaTOPH B TIPOIBIDKCHNE Hal-MaJIKo Ha | rojiMHa, MOXe 1a Ce OIUTa HOIbPIKAIIo
JedyeHne ¢ nNuHK. LIMHKBT € c1abo TOKCHYEH, B CpaBHHHE C NEHUIMIAMUHA ¥ TPUEHTHHA M MPUTEXKaBa I10- MAJIKO
CTpaHWYHH S(DEKTH.

DyJIMHHAHTHA YePHOAPOOHA HeAocTaThYHOCT. [loka3zaHa e YepHOAPOOHA TPaHCIUIAHTAINS

Bpemennu

JloznpoBKaTta Ha MEHUOWIAMHHBT U TPHEHTHHA ce HaMamsaBa ¢ 25% mo 50% B mocnenHust TpUMECTBp Ha
6pemennoctTa. [lokazaHo e pofopa3pemieHue upes3 ne3apoBo ceueHue. [lo3oBara peayKIys Ha XeIaTOPUTE OCUTYpsBa
Mo-7100po 3apacTBaHe Ha ONEpTHBHaTa paHa. OrpaHWdaBa ce W TOKCHYHHUAT €(DEKT Ha XEIATOPUTE CHOPSAMO IUIOAA.
[{HKOBUTE CONMM HAMAT TOKCHYEH €(DeKT 1 TAXHATa TO3MPOBKA HE HAJAra CEPHO3HA PEILyKIHSL.

IIpocaensiBane HA MALMEHTHUTE:

1.I1pu 3anoyBaHe Ha JICYCHHE C XEIATOPH BCSKA CEIMHUIIA CE MPOCIIE/IsABa KPbBHATA KAPTHHA C TU(EPSHIIHAITHO
OpocHe U ypHHaTa 32 HaJlM4ue Ha TIPOTCHHYPHSL.

2. KnuaudeH mperyien, KpbBHA KapTHHA C OH(EpeHIINAIHO OpocHe, OMOXUMHUS, KOarymnaiys, cepyMHa Mea U
HepyJIOIUIa3MHUH, OENITHK B YPHHTA KOJMMYECTBEHO Ca IMOKA3aHH Ha BCEKH 3 Mecela.

2. Kynmpuypusra ce npociiefisiBa BEeIHBK TOMUIITHO Ha (OHA Ha JICYCHHE C XeNaTopH U MUHK. [Ipu JiedeHne ¢
XeJnatopy Kymnpuypusta TpsioBa 1a ce aBikd Mexay 200-500 pg (3-8 umoles) B 24/qacosa ypuna. [lpu jedenue ¢
IMHK 1enTa e otaensHe Ha < 75 g (1.2 umoles) men B 24/gacosa ypuHa.

3. Ilpu cmsHa Ha MeIMKaMEHT WM NPOMsSHA B JO3MPOBKATa My cXemara Ha IIPOCJIEAsABaHE Ce IMPOMEHS OT
eKCIIePTHTE.




