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Mepeblit Canm-ﬂerepﬁyprcuuﬁ
FOCYAapCTBEHHbIH MEAMUHHCKWA YHHBEPCHTET
uMenn aKapemuka K.N.Maenosa

Kiaunnka HUU neBposnorun HayuHo-ucciieioBaTe1bCKOro NEeHTPa
Hesposaornueckoe oraejienue Ne2

BOJIE3Hb BU/IbCOHA-KOHOBAJIOBA.

OMUCAHUE KNTNHUYECKOIO C/TYYAA
(22.04.2019 r.)

I.M.H., ipod. bapaninesuu E.P.,
K.M.H. SIkoBnieB A.A.,

acc. kapenpsl Cmournine A.T,
KinH. opauHarop @enopona B.C.




NALUUEHT: C.B.B.
BO3PACT.: 39 nert, 1979 r.p.

/b Ne: 8403/C2019

22.02.2019 r. rocnuTaau3upoOBaH B IJIAHOBOM IOPSAKE HAa HEBPOJOTHUYECKOE OTACICHHE
No2  KnumHMKM HaydHO-HMCCJIEI0BATEIbCKOTO HHCTUTYyTa HeBponoruun OI'BOY BO
“IICIToIMY um. U.I1.ITaBnoBa” M3 P® no nanpasienuto ['ObY3 «boposuuckas [IPb» ¢

Iuar{o3oM oose3nb [lapkuHcona.

HKanobbl npu nocTynneHmu:

- CHI)KECHUE TIaMSATH;

- TPEMOP TOJIOBHI;

- TPEMODP NPEATUICUUH;

- TPEMODP KUCTEU;

- TPEMOP HUKHUX KOHEUHOCTEW;
- HEYCTOMYHUBOCTb MPU XOABOE.



Anamnesis vitae:

Mecto poxaenusi: HoBropojckas 00JacTs.
Oopa3soBanue: Cpennee.
bbITOBBIE YCJI0BHSA: YIOBICTBOPUTEIILHBIE.

HacaeacrBennble 3a0oJsieBanusi. Otely W MaTh ITAllMEHTA  SBIISIOTCA
IBOIOPOAHBIMU OpaToM M cecTpod. Y Miaamiero Opara — pacCesHHBIN
ckiepo3s (7).

Kypenue: Otpunaer.

AJaxkorogb: 13 aHaMHe3a U3BECTHO, YTO paHEe 3JI0YIOTPEOIISI AIKOToIeM (Co
CJIOB >KE€HBI), HA JAHHBIH MOMEHT HE YHOTPEOJISCT.

ConyrcrByomue 3a0ogeBanmsi. [unepronnueckas Oone3nsb |l cr., puck
CCO 3.

INMUAEeMHOJIOTHYEeCKUH aHaMHe3. TyOepKyse3, BEeHEpUYECKHUe 3a00JIeBaHus,
tid, BUY, cudunurc, BUpyCHbIC T€NATUTBI: OTPULIACT.

Anieprosiornyeckuid anamues: He orsaromies.
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Anamnesis morbi:

Cuuraer ced0st OOJBLHBIM OKOJIO 3-X JieT. Haxomurcs mon HaOIIOIECHUEM
y9aCTKOBOTO HEBPOJIOTA.

VYxyamenue c¢ oktsa0ps 2018 roma: ycwiaumiacs TpeMop PyK, HOSBHIICS
TPEMOp B HOTax W ToJIOBBI, HeCTaOMIbHOCTh AJl, yxynmenue namsatu. C
18.10.2018 roma nHaxomuTcsa Ha JHUCTe HeTpygocnocoOHoctH. Ilomydaer
noctossHHY0 Tepanuto: IIpoHopan 100 Mr B kadecTBe Tepamuu OOJIE3HU
[TapkuncoHa (6e3 addexra), nepkamen 10 mr, Oucomposion 5 MI, CEpPMUOH
5 ML

MPT ronoBHoro mosra ot 05.12.2018 r.: MP-kapTuHa CHUMMETPHUYHOIO
MOBBIIIEHUE MHTEHCUBHOCTU MP-curHana or 3aaHed HOXKKHU BHYTPEHHEU
KaIlCyJbl, CPEAHETO MO3rd, MOCTA, OT CPEAHUX MO3KEUKOBBIX HOXKEK U OT
CIIMHOTAIAMUYECKUX TPAKTOB, HauboOJee BEPOATHO, COOTBETCTBYET
CUHJIPOMY OCMOTHYECKOMN JEMUECITUHU3ALIUU. MP-npu3snaku
BOCHAJIMTEIbHBIX U3MEHEHUN IPUAATOYHBIX I1A3yX HOCA.

[TocTynun B IJIaHOBOM TOpsJIKE ISl oOcienoBanus U jedeHuss B HONe2
kinHuku HU Hesposoruu IICITOI'MY um. ak. W.I1. I1aBnoga.



22.02.2019rr. OcmoTp HeBpoiora

Co3Hanue: JcHoe.

[IcuxoTuueckue HapyleHus.: He BbIsBIICHBL.

OMOIIMOHAIbHbBIC 41 NHTCJIJICKTYAJIbHO-MHCCTHUYCCKHC HapyIICHMA . allaTn4vcH,

NHTEJUIeKTyaJIbHO-MHecTHYecKHe HapymeHus (MoCa - 19 6ajuioB).
YepenHo-MO3roBble HEPBBI: [ €MUAHONCUU HE BBISBIICHO. 3padykyd MpPaBUILHOU (OPMBI,

cpenHero amameTrpa, D=S. Peaknum 3paukoB Ha cBeT (MpsMas U COAPYKCCTBECHHAS)
CHWKE€HA, CHMMETpHUYHAas. J[BUKEHHS IIa3HbIX 070K B MOJTHOM oObeMe. Hucrarma Her.
Jumnonuto orpuniaeT. Ilampnamus Todek BbIXOAA TPOMHUYHOTO HEpBa 0€300jI€3HEHHA C
JIByX CTOPOH. YOEIWUTENbHBIX [TaHHBIX 3a HAJWYHWE HAPYLICHUH YYBCTBUTEJIBHOCTH HA
JUIE HE TMoJydeHOo. Mumuyeckas MycKylarypa Oe3 acuMmeTpuu. J(uzapTpuu HeET.
Jucharuu, nuconnn HeT. S3bIk Mo cpeanert mann. Uvula o cpeaneit muaum. Msrkoe
HEe0O TOABMIKHO, TJIOTOUHBIE peduieKchl CHIKEHbI. CHUMITOMBI OpaJIbHOTO aBTOMAaTHU3Ma

HC BBISIBJIICHBI.



OcmoTp HeBpoaora

JlBuraresibHasg cucreMa: MplllieyHas cuia: MojHas. TOHYC MBI BEPXHUX U HUKHHUX

KOHEYHOCTEd yMEpPeHHO TOBBINIEH MO0 IUIACTUHYECKOMY THIy (PUTHIHOCTD).
['myOGokue peduiekchl ¢ PyK: ¢ BEpXHUX KOHEYHOCTEH: Kapro-pajualibHble, OUIIeTC- U
Tpunenc-pediekcsl S=D, cHkeHbl. [1aToI0rnuecKux KUCTEBBIX 3HAKOB HE BBISBIICHO.
['mybokue peduiekchl ¢ HIKHUX KOHEUHOCTEH: KOJIEHHBIE, axuiuioBbl D=S, cpenneit
KHUBOCTH. [laTO0rnuecKux CTOMHBIX 3HAKOB HE BHISBIICHO.

DKcTpanupaMuHas CUCTEMA. TPEMOP roJI0Bbl, BEPXHUX U HUKHUX KOHEYHOCTEN.

YyBcTBUTEIbHOCTh: Ha MOMEHT OCMOTpa JaHHBIX 3a HAPYHICHUC YYBCTBHUTCIBbHOCTHU HC

IMOJIYYCHO. CYCT&BHO-MBI].HC‘IHOC 9YBCTBO COXPAHCHO.

Koopmuunanus: IlaabueHOCOBYyH) M NATOYHO-KOJEHHYK IPOObI  BBINMOJHSAET
HHTEeHIUEeH ¢ JABYX CcTOpoH. B mo3e Pombepra HeycroiiuuB, 0e3 4eTKOM
Jarepaju3anuu. AJUagT0X0KHHE3.

MeHuHreajJgbHble CUMIITOMBI: HA MOMEHT OCMOTpPa MCHHUHI'CAJIBHBIC 3HAKHW HC BbISIBJICHBI.

CraTtuka ¥ JTMHAMHKA ITO3BOHOYHUKA. HapymeHHﬁ HC BBIABJICHO.

JIOKaJIbHBIC MBIIIIEYHO-TOHUYECKHE HapYIICHUA. HC BBISIBJICHBI.




OcmoTp HeBpoaora




22.02.2019r. OcmoTp HeBpoaora

BbifABNEeHHbIe HapyLUeHUsn:

-  ACTEHUYECKUU CUHIIPOM,

- UHTEJUJIEKTYaJIbHO-MHECTUYECKUE HAPYILICHUS,;
- TpEMOD,;

- THIOKUHE3US,

- MO3KCYKOBAsA aTaKCUs.



NPEABAPUTE/IbHbIA KNTMHUYECKUU ANATHO3:

OcHoBHoO: bone3ns Bunbcona-KoHoBanoBa, ApoKaTrenbHO-pUTHaHAs (dopMma.
ConyrtctByronuii: ['unepronnueckast 6omnesns |l ct., puck CCO 3.

ANDPDEPEHLMAJIbHBIA AUATHO3:

* bonesns ['amnepBopaena — Illnarna;
* bone3np Papa;
*  DCCEHIMAIBHBIN TPEMOD.



SputpouuTbl . (4.1-5.1)
femorno6bux (132 - 164)
fematoKput (40.0 - 48.0)
CpeaHuit 06bem 3puTpouuTa (85.0 - 105.0)
CpeaHee cogeprkaHue Hb B aputpou,. (24.0 - 33.0)
CpeaHAAa KoHueHTpauua Hb B apuTpou, (300 - 380)

MHaeKc pacnpeaeneHus no o6vemy apuTp. (11.5 - 15.5)

TpombouuTobl (150 - 400)

LWnpuHa pacnpeaeneHuna Tpom6. no o6vemy (10.0 - 20.0)

CpeaHuit o6bem TpombouUuTa 10.0 (7.4 -10.4)
Tpomb6okput 0.188 (0.15 - 0.40)
NeiiKkoyunTbl 5.79 (4.0 - 8.8)

OTHOCUTE/IbHbIE abcontoTHble
HeitTpodubi 560 % (46.0 - 72.0) 10%/n (2.20 - 4.80)
Ninmdouuntbl 453> % (18.0-40.0) 10°/n (1.2-4.0)
MoHOoUMUTbI 7.3 % (0.0-9.0) 10°/n (0.09 - 0.60)
Basoduabl 0.4 % (0.0-1.0) 10°/n (0.000 - 0.065)
Jo3nHoPUAbI 1.4 % (0.0-5.0) 10°/n (0.000 - 0.300)

CKkopoCTb ocefaHuA apUTPOLMTOB 4 (1-10)




BuoxnmMmumnyeckue nokKasarenm

ANT

Ea/n

10.0-40.0

ACT

Ea/n

10.0-37.0

KpeaTuHUH

Mmonb/n

0.053-0.097

CKo®

mn/mun/1.73m2

>90.0

XonectepuH

mmonb/n

3.10-5.20

BunnpybumH obwmin

MKMoOAnb/n

8.5-20.5

Buanpy6bumH npamom

MKMmonb/n

<3.40

Buanpy6bumH Henpamoi

MKMmoAnb/n

XonectepuH obwmin

mmonb/n

3.10-5.20

O6wuin 6enok

r/n

65 -85

LLenoyHasa ¢pocdarasa

E/n

30.0-117.0

ELVEE
ryTaMUATPaHCNenTua,
asa (rrrn)

E/n

7-64

FnoKo3a

mmonb/n

4.2-6.1

Kanun

mmonb/n

3.5-5.1

Hatpui

mmonb/n

135.0 - 148.0




Meab B 891.0 MKr/n 700.0-1400.0
CbIBOPOTKe

O B
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KoHcynbTauma ncuxonora or 25.02.2019 r.

* KorautuHbie (yHKIIMKM CHYOKEGHBI B Jierkoi cteneHu (MoCa — 19 6amroB, MMSE — 24
Oaa).

 Temn yMCTBEHHOW pPabOTOCTIOCOOHOCTH HE3HAUUTENbHO CHUWXKEH. KoHueHTpanus,
NEPEKIIIOYaEMOCTh BHUMAHUSI CHUKEHBI B JIETKOW CTETICHHU.

 Buaumanue npencraBisieTcsi HEYCTOMUYUBBIM, OTMEYAETCS HMCTOLIAEMOCTh BHUMAHUS IO
TUIIOCTEHUYECKOMY YPOBHIO.

* OOBeM KpaTKOBPEMEHHOM CIIyXOpeueBOU MaMsITH B HOPME.

* OObeM omneparuBHOW ((pUKCALIMOHHOWN) CIyXO-pEUeBOMl TMaMsTH, a TaKXe OMNTHUKO-
MPOCTPAHCTBEHHAS, JIOTUYECKAS U aCCOLIMAaTUBHAS MMaMSITh CHUYKEHA B JIETKOW CTEIECHH.

*  AOCTpakTHO-JIOTMYECKOE U OHSATUMNHOE MBIIIJICHUE 0€3 BHIPAKCHHBIX HAPYILICHUH.

e T'HO3uC U npakcuc 0e3 BHIPAKEHHBIX HAPYIICHU.

3akJjoueHue: BBISIBIISICTCSI OpraHuve CKHM ATOIICHXOJOTHUCCKUM
CUMIITOMOKOMIICKC JIETKOM CTEICHH BBIPAXCHHOCTH IPEHMYIISCTBEHHO 3a CYET
MHecTHaeckor (MHecTuueckuit BapuadnT (MoCa — 19 6amros, MMSE — 24 6amna).
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UMA:
Moupean bCKaA WKana OueHKn

O6pa3zopanue: JNata poxgenus:
KOrHUTUBHDbIX ¢yHKLWWI Mon: AATA:
3pUTENbHO-KOHCTPYKTUBHbIE/VCMONHUTENbHBIE HABbIKK Cronupyiire § Hapmcyitte HACI (TlecaTs auinyT Asciaguatoro; ESNERIN]
kyh (3 Banna)
KoHeu ," 5
‘ \
® ® B
Hauano
[ 1 [1] I ] [ 1 ]_/5
Komryp Undpbr Crpenkn

_/3

NAMATb MPOUTKHTE CNMCOK CAOR, UCNETYCME A nMyo BAPXAT LEPKOBL DUANKA | KPACHbIWA
ADMAKEH NORTOPUTS WX [lenaime 2 no- HeT
nbiTku. MoNpockTe NOETOPUTL ciosa | [1oNkITKa 1 Bannoe
YEPEE 5 MAHYT. Monbirka 2
m Mpaurute cnucok usdp {1 urppaicek).  Wenuryesnii AomKeH NORTORUTE: UX B NPAMOM NOPHAKE. [ ] 21854
Wcnuamyeniai qoases NasTapuTh WX B 0DpaTHOM NOPHAAKE. [ ] 742 _/2

Mpoutate pag Byks. Mennuimyerniil AoNKEH XNanHyT: PYKOR Ha Kawayo

Gykey A, Het Gamos npi = 2 owwboK, [ ] ©BABMHAAKKNBADAKAEAAAKAMODAAE | /1

COPUIAHOE BBIMUTAHKC Mo 7 13 100, [ 193 [] 86 [179 [172 [ ]65 3

4-3 NPpaBUNbHbIX OTB.: 3 Banna, 2-3 NPaBunbHbIX OTB.: 2 Banna, 1npasknbHeEK oTE.: 1 6ann, O npasuabHex 018, 0 6annos

m MNosTopKTe: 7l IHAIO TONBKA OAHO, UTO MBAH — 3TO TOT, KTO MOKET CeroHa noMave, | | 5

Kowka Bcerna npaTtanace Noa AMBaHOM, Koraa cobaky Obink B KomHate, [ ]

BErnncTs PEUNS 33 DAY MHHYTY HAZOBUTE MAKCHMANLHOS KONUUSCTED COR, HAUMHSIOWWXCA Ha Bykay 1 [ ] _ INZ1cnog) _/1
Ab PA 3 :;:;?&;;%?h:ﬁ’;gﬂgigﬂ" OYKTHI [ ] noEsy - Benocaney [ ] Hachl - JIMHEAKD _/2
OTCPO O Heobxoguiwo Haseate cnoea | [IALIO BAPXAT LIEPKOBbL | DUANIKA KPACHbIH Bannel T°"sbg° L5

BOCNPOWU3BES 2 1 cnoea

BEIfofckii| 7] [] [] [] [] NOACKAZKA
AONONHUTENBHO MNoackazka kaTerapuin
MO XKENAHUKD THOMECTEEHHDBIA BROOP
OP A a [ ]Aama [ ] Mecay [ 1ron [ ]Acuewegenn [ Iwmecre [ ]ropoa _ /6
® Z.Nasreddine MD  Version 7.1 www.mocatest.org Hopma 26 / 30 | vonuuEcTRO BANNOR /30
- neperof: Mocoxuna O, B 10GaEHTH 1 Gann. ecnu oipazoranie § 12
Mpoeeseno: CiMpPHORaA A, 10, i )




Y3U opraHoB 6ptowiHOM nonoctu ot 26.02.2019 r.

3akiarodcHue. BplpaxkeHHble JIU(MQY3HBIE H3MECHECHHUS TKaHU
[ICYCHHU. YIUIOTHEHHE, JIe(hopMalus CTCHKH JKEITYHOIO ITy3bIpA.
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OcmoTp optanbmonora ot 27.02.2019 r.

3akmtouenue: OU Muonus ci1aboi CTENeHH.
JlanHbiX 32 konb10 Kaizepa-dPneninepa He OAYUYEHO.

17



MPT ronosHoro mosra ot 03.03.2019 roaa (T2 FLAIR)




KNMHUYECKUI AUATHO3:

OcnoBHoii: E 83.0 boaesnr Buiabncona-KonoBanoBa, apo:KareJbHO-
puruanasi popma.

ConyrcrBywommnii: 'mnepronnyeckas 6ose3ns |l ct., puck CCO 3.

19



PEKOMEHAOALUM:

* Kynpenun 250 mr, o 1 tabnerke 3 paza B cyTku. IIpuHHMATH
HaTOIllaK, HE MEHee 4YeM 3a 1 4 10 npuema uiad 4yepes 2 4
ocJie mpuema IHIM, a TaK)KEe HE paHee 4eM uepe3 1 4 mocie
npreMa JItroObIX APYTUX JEKapCTBEHHBIX CPEJICTB.

e [uukrepan 124 wmr, o 1 tabnerke 3 paza B CyTKU. IIpyHHMAaTH
10 WY MOCJIE €/1bl JUIMTEIBHO.

* KoHTpoJsib M€au B CYyTOYHOH MOYE, LEPYI0ILIa3MUHA U MEJIU B
CBIBOPOTKE KpOBHM 4uepe3 1 mecsll.



BOJIE3Hb BU/IbCOHA-KOHOBAJIOBA

bone3Hb BunbcoHa —  KoHoeanoea ([enatouepebpanbHaa  auctpodus,
renaTto/IeHTUKYNAPHAA aereHepauusa, bonesHb Bectdpana — BunbcoHa) — MOHOreHHoe
3ab0neBaHME C ayTOCOMHO-PELECCUMBHbIM TUMOM HacnegoBaHuA. B ocHoBe ero
naToreHes3a JIeXXUT TeHeTUYeCKM AeTePMUHUPOBAHHOE HapylweHue meTabonmnsma
Mean, B pe3ynbTaTe 4Yero npomcxogut u3bbiITOYHOE OTNO0XKEeHWe Meaun B OpraHax-
MULLEHSX, B MEPBYO o4epeab B NeYeHU 1 6a3asibHbIX FaHIMAX FOJIOBHOMO MO3ra.

* BcTpeuyaeTtca B cpeagHem B nonynaumm 3:100000.

 PacnpocTpaHEHHOCTb Bbille CPeau  HApPOAHOCTEM rae  pPacnpoOCTPaHEHbI
6113KopPOACTBEHHbIE DpaKM.

* bonewT B PaBHOW CTEMEHWU KAK MYXKUYMHbI, TaK M XEHLWMHbI, CPeaHMNI BO3pacT
nebtota 11-25 ner.

e [na npoaBneHms 3aboneBaHUA MMeEIOT 3HAYEHME 3SK3OreHHble BO34EeNCTBUA,
nopakarolme neyeHb — MHTOKCUKALUMA U MHPEKLUA.

21



TEHETUKA

[eH 6onesHn BunbcoHa — KoHoBanosa(ATP7B) pacnonoxeH B A/MHHOM niede 13-¢
xpomocombl (13g14.3). leH koaupyeT P-tun AT®asbl, KOTOpasa TPAHCNOPTUPYET MeAb B KENYb
N BKAIOYAET eé B uepyonnasmuH. B 10 % cnyyaeB myTtaums He obHapyKMBaeTcA.

Xota onucaHo noytn 300 myTtaumn ATP7B, B 6onbliMHCTBE nonynaunin 6onesHb BuabcoHa
BO3HMKaeT B pe3ynbTaTe HebOoNblWOoro KoaMyecTBa MyTauui, cneunduyHbiXx ANsS 3ITUX
nonynauMn. Hanpumep, ana 3anagHbix nonynauuin mytauma H1069Q (3ameHa ructmamHa Ha
rnyTamuH B no3mummn 1069 6enka) npucytcreyet B 37-63 % cny4vaes 3aboneBaHuA, B TO BpeMS
Kak B Kntae ata mytauma oyeHb peaKka n R778L (3ameHa aprMHMHa Ha neruuH B no3mumu 778)
BCTpeyvaeTca 4auwe. OTHOCUTENbHO Masi0 M3BECTHO O BJMAHUM MYTAUUMW Ha TeyeHue
3abo0neBaHKUA, XOTA NO AAHHbIM HEKOTOPbIX uccnegoBaHui mytauma H1069Q npeanonaraet
6onee no3gHee Hayano HEBPOAOrMYECKUX CMMNTOMOB.

HopmanbHble Bapuaumm B reHe PRNP moryT mameHuTb TevyeHue 60ne3HM, yBeNn4MBasn
BO3pacT nosiBneHunsa 3aboneBaHnA U BAMAA Ha TUN CUMNTOMOB, KOTOpPble Pa3BMBAIOTCA. ITOT
reH KoampyeT NMPUOHHbINM 6enoK, KOTOPbIM aKTMBEH B FO/IOBHOM MO3re U ApPYrnx TKAHAX, a
TaKXe, KaK NonaratoT, y4acTByeT B TPAHCNOpPTE Mmeau.

Y 3aboneBaHMsAs ayTOCOMHO-PELECCUBHbIM TUN HacnenoBaHusA. To ecTb 60/bHOM AONXKEH
Nony4YnTb AePeKTHbIN reH ot oboux poautenen. Jlroagnm TONbKO C OAHUM MYTAHTHbIM FE€HOM
Ha3bIBalOTCA HoOCUTENAMMU (reTepo3nrotbl). Y HWUX MOryT BO3HMKATb CNaboBblparkeHHble

HapyLweHua metabonmsma meau. )



MATOIEHE3

Mepab BbINONHAET MHOXeCTBO GYHKLMA B OpraHM3me. B oCHOBHOM OHa BbICTynaeT B KayecTBe KodaKTopa a1s
HEKOTOPbIX PEPMEHTOB, TaKMX Kak LEepynonnasmuH, LUTOXPOM C-OKcuAasa, AodamuH 6eTa rmapoKcmnasa,
cynepokcuaamMcmyTasa M TUpo3nHasa.

MeAab BCACbIBAETCA M3 KeNYA0UYHO-KMLIEYHOTO TPAKTa. TpaHCNOPTHbIM 610K Ha KNeTKax TOHKOM KUKk CMT1
(aHrn. Copper Membrane Transporter 1) nepemeliaeT meab BHYTPb KNeTOK. YacTb meau cBA3bIBAeTCA C
METaNNIOTUOHEMHOM, 3 ApYyraa — nepemelaeTca B ceTb [0NbAKN C NOMOLLbIO TPaHCNoOpTHOro 6enka ATOX1. B
annapaTte lonbaXKM B OTBET HA NOBbILWEHME KOHUEHTpaumun mean depmeHT ATP7A (aHrn. Copper-transporting
ATPase 1) BbICBOOOXKAAET 3TOT 3/IeMEHT Yepe3 BOPOTHYIO BEHY B NevyeHb. B ne4éHouHbIx KneTkax 6enok ATP7B
CBA3bIBAET Medb C LEepynonaasMMHOM U BbICBOOOXKAAET ero B KPOBb, a TaKXKe ygansaeTt u3bbITOK meaun c
Bblaenatowenca xeénuoto. 0be pyHkumm ATP7B HapyweHbl npu 6onesHn BuabcoHa. Megb HaKkanamBaeTca B
TKAHUM MeYeHU; LuepynonnasmmH NpPoao/IXKaeT BblAeNAaTbCA, HO C HeAOCTaTKOM Meau (anouepynonnasmuH) u
6bICTPO pa3pyLIaeTca B KPOBOTOKeE.

Korga meamn B meyeHW CTaHOBUTCA Gonblue, yem 6enKkoB eé€ CBA3bIBAOWMX, MPOUCXOAUT UX OKUCAUTENbHOE
noBpeXxaeHne 3a CYET peakunm PeHTOHa. ITO NPUBOAUT K BOCMANEHUIO NnedeHu, eé ¢ubposy n B utore K
umppo3y. Takxe M3 nedyeHU B KPOBOTOK BblaesiAeTCA mefb, KOTOpaA He CBA3aHa C LepyaonnasmMmmHOM. ITa
cBobogHaA meab oceaeT Mo BCEMY OpraHM3my, 0COBeHHO B MOYKax, r/1a3ax U rO1I0BHOM MO3re.

OCHOBHYIO ponb B NatoreHese UrpaeT HapyweHne obmeHa mean, e€ HakonjeHue B HepBHOM (0cobeHHO
noparkeHbl 6a3anbHble TraHIMKU), MNOYEYHOM, MNEYEHOYHOW TKAHM W POrOBMLE, A TaKKe TOKCUYECKOoe
noBpeXaeHne menbio AaHHbIX OpraHoB. HapyweHne meTabonmama BblpaXKaeTcA B HAPYLWEHUW CUHTE3a M
CHU)KEHUN B KPOBW KOHUEHTpauuMu uepynonnasmuHa. LlepynonnasmuH yyactsyeT B npoLecce BblBeAeHWUS
Megu U3 opraHmama. B neyeHn ¢opmumpyeTca KpynHOY3N0BOM MM CMELLAHHbIA UMppo3. B noykax B nepsyto
oyepeab CTPAJAOT NMPOKCMMasbHble KaHafbLbl. B ronoBHOM Mo3re nopa)katotca B 6osbluelt cTeneHu
6a3anbHble raHmnK, 3ybyatoe AAPO MO3XKeYKa M YepHasa cybctaHumAa. OTnoXKeHMe megu B LeCLeMeTOBOM
MmembpaHe rasa npneoauT K opmmnpoBaHuto Konbla Kansepa-dnenwepa.



KJIMHUYECKAA KAPTUHA

fenato-uepebpanbHaa AUcTPodUA HAYMHAETCS B [ETCKOM WAM  MONOAOM BO3pacte U MMmeeT
XPOHUYECKOE Mporpeccupytollee TedeHne. Bo MHOrMX cayyanax MNOSIBEHUIO CMMMTOMOB MOpPaXKeHun
HEePBHOW CUCTEMbI NpPEALIecTBYOT BUCLEpa/bHble PacCTPOMCTBA B BUAE HapylleHMA AeATeNbHOCTU
MEYEHU U KEeNYA0UYHO-KULLEYHbIX PAacCTPOMCTB (KenTyxa, 6oaun B npaBom nogpebepbe, AMCNENTUYECKME
ABneHun). NMopoi pa3BMBAETCA BblPaXKEHHbIA renaTo-AMeHanbHbIM cMHApPOM. CO CTOPOHbI HEPBHOWM
CUCTEMbI Ha NePBbIM NNAAH BbICTYNAOT 3KCTPaANMPaMuaHble CUMMITOMbI B BUAE MbILLEYHON PUTUAHOCTY,
rMNEPKUHE30B M PACCTPOMCTB NMCUXUKU. MnpammnaHbie CUMNTOMbI MOTYT ObiTb, HO Yallle OTCYTCTBYHOT.
YyBCTBMTE/NIbHOCTb 0ObLIYHO HE HapyLleHa.

TUNUYHBIM cMMNTOMOM H6one3HU ABNAKTCA KonbLa Kansepa-®Pnelwepa — OTN0KeEHUA No nepudepum
poroBoM 060N0YKM coAep)Kalero Meab 3eneHoBaTo-byporo nurmeHta, 6onee Bblpa*KeHHble Ha
NO34HMX cTagmax. MMHOrga OTMEeYaeTcs *KenToBaTo-KOPMYHEBAA MUIMEHTALMA KOXM TyN0BULLA M NMUA.
YacTbl remopparmyeckme ABneHMA (KPOBOTOUYMBOCTb AECEH, HOCOBbIE KPOBOTEYEHWA, MOSOKUTEbHAA
npoba »Kryta), MpPaAMOPHOCTb KOXW, akpoumaHo3. Kanunnspockonua o6HapPyKMBaeT aTOHUIO
KanuaNAapoB M 3aCTOMHOCTb KPOBOTOKA. OTMeyatoTca cycTaBHble 6011, Npody3Hblie NOTbl, OCTEONOPO3,
NNOMKOCTb KOCTeW. [1aToNorMa neyeHn KAMHUYECKU BbiaBadeTcAa npumepHo y 30 % 6onbHbIX, a B page
CNy4aeB OHa MOXeT ObITb OBHapy*KeHa TONbKO GYHKUMOHaAbHbIMM Npobammn, Hanpumep npobon c
Harpy3Kom ranakto3on, npoboin KeBuHKA, npoboint beprmaHa-dnbboTTa, 6pomcynbdodTasenHoBOM
npoboi; Konuyectso bunnpybmHa B KPOBM M ypobUAMHA B MoYe OObIYHO YBEAMYEHO; U3MEHEHbI
OCagouyHble peakumm TakaTa-Apa M [pes, 0OblYHbI NelikoneHua, TpombouuToneHMa, TMNOXPOMHas
aHemums.
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®OPMbIl 6OJIE3HU BU/IbCOHA-KOHOBAJIOBA

BprowHaa popma — TAXKENOE NOPAXKEHME NEYEHU, MPUBOALLEE K CMEPTU PaHbLUE MNOABIEHUA CMMNTOMOB
CO CTOPOHbI HEPBHOM cncTeMbl; 3aboneBatoT geTn. E€ Npoao I KUTENbHOCTb OT HECKOIbKMX MecaLeB A0 3-5
ner.
PurngHo-apuTmormnepKkMHeTUYECKasn, Uan paHHAA Gopma — OT/INYaETCA ObICTPbIM TEYEHMEM; HAUMHAETCA
TaKe B AEeTCKOM BO3pacTe. B KAMHUYecKol KapTuHe npeobnaaatoT MbilleYHas pUrMaHoCTb, NPMBOAALLAA K
KOHTpaKTypam, 6egHOCTb M 3aMedsIeHHOCTb  ABUMKEHWM, XopeoaTeTouMAHble WAWM  TOPCUOHHbIE
HAaCUNbCTBEHHbIE ABUMKEHUA. XapaKTepHbl Au3apTpua U  aucdarua, CyAOPOXKHbIM CMexX U nnad,
apdeKTMBHbIE PACCTPONCTBA M YMEPEHHOEe CHUXKeHWe WHTennekTa. 3abonesaHue pnutca 2-3 roga,
3aKaH4YMBaeTCA IeTasibHO.
ApoXxatenbHo-purugHaa ¢opma BCTpeyaeTca yalle Apyrnx; HauMHAETCA B HOHOLWECKOM BO3pacTe, Te4yér
Mea/ieHHee, NOPOoI C PEMUCCUAMM U BHE3AMHbIMU YXYALIEHUAMKU, CONPOBOXKAAOLWMMNUCA cybdpebpunbHo
TEMMEPATYPON; XapaKTepusyeTcA OAHOBPEMEHHbIM pPa3BUTUEM TAXKENOW PUTUAHOCTU WU APOXKAHUA,
ApPOXKaHWe o4YeHb pUTMUYHOe (2-8 ApOXKaHWI B CEKyHAY), PEe3KO YCUAMBAETCA MPU CTaTUYECKoM
HaNPAXEeHUN MbIWL, ABUMKEHUAX U BONHEHWMU, B MOKOE U BO CHe McyesaeT. MHorga obHapy»KuBakoTcs
aTeTonaHble xopeopOopMHbIe HACUIbCTBEHHbIE ABUXEHUS; HabnoaaloTcsa TakxKe ancharns U ansapTpus.
CpeaHAA NPOAO/IKUTENBHOCTb }KU3HU OKONO LWEeCTU NeT.
DOpoxatenbHaa ¢opma HaumHaetcs B Bo3pacte 20-30 neT, Te4yéT A0BOMbHO MeaneHHo (10-15 net wm
bonblie); apoxaHue pes3ko npeobnagaer, pUrMAHOCTb MOABASAETCA AUWb B KoHUe 6one3Hn, a nopow
HabnogaeTca rMNOTOHMA MbIWL,; OTMEYaeTcA aMMMUA, MeAJIeHHAs MOHOTOHHAA peyb, TAXKENble
N3MEHEHWA MNCUXUKWN, YacTbl adpdeKTMBHbIE BCNbIWKK. HabatogatoTca anmnentudopmHble NpUnaakm.
JKCTpanMpammaHo-KopkoBaa ¢opma BcTpeyaetcAa pexe gpyrux ¢opm. TunuyHbie pna renaTo-
uepebpanbHonm  gucTpodMM  HapyweHWs B Ad/ibHEMWEeM  OC/IOXKHAKTCA  anonaekTMPopmHO
pa3BUBAOLLMMUCA MMPAMULAHBIMWU Nape3aMu, aNUAeNnTUGOPMHBIMU NPUMNAAKAMU N TAXKENBIM cnaboymmnem
(0bHapyKkunBatoTcA 06WMPHbBbIE pasmAryeHuns B Kope 6onblumnx nonywapwuit). Anutca 6-8 neT, 3aKaH4YMBaeTCcA
neTanbHo.
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AUNATHOCTUKA

e OCHOBOM AMArHOCTUKMU ABNAETCA KapTUHa bonesHu.
e [wnarHo3 3aboneBaHMsa NnoaTBEPHKAAETCA:

1) Hannumem Konbua Kansepa-®nenwepa nam ero «06,10MKoBY»;

2) CopeprkaHue «obuwien» meanm B CbIBOPOTKE KPoOBM npu 6HonesHn BunbcoHa-
KoHoBanoBa 06bI4YHO CHUMKEHO MeHee Yem Ha 12 MKr/an, ofHaKo B peaKuX C/ydasax MoXKeT
6bITb M HOPMaNbHbIM;

3) CHUXKEHME KOHUEeHTpauumu uepynonnasmmuHa Hmxe 20 mr Ha 100 mn;

4) MoBblWEHWE IKCKPELMU meam c mo4orn 6onee 100 MKF B CYTKW.

e [1n8 AMAarHOCTUKN HeobXxoanMbl:

1) ocmoTp € Nomoubio WeneBon namnbl (3enéHoe kKonbuo Kansepa-dPnenwepa Ha
porosuue y numba);

2) onpeaeneHue ypoBHSA LEpPynoniasMmmnHa (TUNMYHO CHUXKEHME meHee 1 MKMmonb/n);

3) onpeaeneHue ypoBHA MeAM B CbIBOPOTKE KPOBU (CHUXKeHne meHee 9,4 MKmonb/n);

4) onpegeneHne mean B CyTOYHOM moye (noBsbiwleHue 6onee 1,6 MKMmonb nnm 50 mKr B
CYTKM).
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OcmoTp opTanbmonora C NOMOLLbIO LWEeNeBon amnbl.
Konbuo Kansepa-dnenwepa

Konbua Kamnsepa-Pnenwepa — OTNOKEHUMA NO nepudepmm porosomn
060/104KM copgepKallero meab 3eneHoBaTo-byporo nurmeHta, bonee
BblPaXKeHHble Ha NO34HUX CTaanAX.
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MPT OUATHOCTUKA

Figure 2

T2-weighted MRI of Wilson's disease
illustrating (A) the “face of the giant
panda” in the midbrain; and (B) the
face of her cub in the dorsal pons.
(Reproduced with permission from the
BMJ Publishing Group.)
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Ouneta N2 5 — c orpaHnyeHnem meam A0 1 mMr B CYyTKM — UCK/IKOMEHUE LWOKO/1aAaa,
0OpexoB, CyxoppPYyKTOB, PAaKOB, MEYEHU, LLE/IbHOM MLLUEHULbI.

MpenapaTtom Bblbopa aBAAeTCcs KynpeHun (neHmumnnammH), Kotopbi apdektruaeH B 90
% cnyyaes. -neHUUNANAMUH UAU YHUTUOAN.

ButamuH B6

[laToreHeTUYeCKOe JiedyeHWe HanpaB/eHO Ha BbiBeAeHWe meau U3 opraHmsma. [na
3TOr0 MPUMEHAIOTCA KOMMAeKcoobpasyowme coeguHeHUA: TUOJbl, MEHUUUANAMUH.
JleyeHne neHNMUMNNAMUHOM COMPOBOXKAAETCA 3aMETHbIM Y/lyYleHNnemM COCTOAHMUA
H6ONbHbIX NN AdXKe NPUBOAUT K MONHOMN NNKBUAALUN CUMMTOMOB.

TpaHcnnaHTauua nevyeHu asaseTca 3PpPEeKTUBHbIM CPeaCcTBOM A1A NeYeHna H6onesHu
BunbcoHa-KoHoBanoBa, OAHAKO WMCMO/b3YIOT €€ TO/IbKO B OTAEe/IbHbIX C/y4asaXx, 4To
CBA3AaHO C PUCKOM AaHHOM npoueaypbl. Kak npaBuio, ee NpoBoaAT NOASM C OCTPOW
NeyeHoYHON HeAOCTaTOYHOCTbIO, HE NoAAAIWMMCA MeANKAMEHTO3HOMY NeYEHUIO UN
MOASAM C PAa3BUTOMN XPOHUYECKOM NEeYEHOUYHOM HeAO0CTaTOYHOCTbIO.
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BJIArOOAPIO 3A BHUMAHME!



