boJje3sns Buabcona — KoHoBaJjoBa
KIMHAYECKHUU CJIy4Yan




AKTYaJILHOCTHh T€MbI

AKTyaJIbHOCTh IPOOIEMBI 00JIE€3HH
Bunscona — KonoBanoBa 00ycClOBJI€HA
TPYJAHOCTHIO CBOEBPEMEHHOM TUATrHOCTUKH,
IPOTPECCUPYIOIIAM TCUYCHUEM IIPU
OTCYTCTBUM TEPAIIUU, BEICOKOU
MHBAJIUIU3aIMEN OOJILHBIX.



Boae3nn Buiabcona -KonoBasoBa(
remarolepeopaabHas TUCTPOUT) — PEAKOE
TSHKEJI0€ HACJIEICTBEHHOE
MYJIbTHCHUCTEMHOE 3a00JI€BaHNE,
IPOSIBIISIONIECECS TPEUMYIIECTBEHHO
[eYCHOYHBIMHU, HEBPOJIOTHUSCKUMU U
NCUXHUATPUUYCCKUMHU HAPYIICHUSIMU
BCJICJICTBHE UPE3MEPHOTO OTI0KCHUSI MEIU
B OpraHax M TKaHsiX .

https://www.orpha.net/consor/cgibin/Disease_Search.php?Ing=EN&data_id=134



ITHOJIOTUSA

bone3ns Bunbcona — KoHoBanoBa ABIISIeTCS TEHETUYECKUM 3a00JIEBAHUEM

['en 0osie3nu Bunbcona — KonoBanoBa(ATP7B) pacnofio:keH B JJIMHHOM ILICYE
13-i1 xpomocoMmsbl (13ql14.3). On koaupyet P-tun AT®a3b1, KoTOpas
TPAHCIIOPTUPYET MEAb B KEITUb U BKIIFOYACT €€ B LIEPYJIOIIA3MUH

Tun HaCJICAOBAHUA. aYTOCOMHO-pQHCCCHBHBIﬁ.

HanOoiee pacnpocTpaHEHHBIM ITIaTOr€HHBIM BapuaHToM B reHe ATP7B cpeau
eBporiconHoM packl sBigerca H1069Q).

http://disuria.ru/_Id/11/1142_kr21E83p0MZ.pdf



ITaTorenes

leHeTuyecku nedexr - — BoiseneHve Cu BbiBeaeHue Cu
6onesHb BunbcoHa-KoHoBanosa 13 NeyYeHu CHMKaeTcs C XKeN4blo CHMKaeTca
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Kiaaccuduxanusi

®* beccumnromMHas ¢popmMa (KIMHUYECKUX NPOSBICHUN HET, TUArHO3 YCTAHOBJIEH JI0
IPOSIBJICHUSI CHUMITTOMOB)

e AOgoMuHAJIbHaA (MeueHoYHast) popma (paHHES HAYAJIO, IPESUMYIICCTBEHHO C
OCTPOH MEYEHOYHOW HETOCTATOYHOCTH UJIU IPU3HAKOB XPOHUYECKON MEYEHOYHOU

HE0CTATOYHOCTH )

* IlepeOpanbnasi (HeBpoJioruueckasi) popma (XapakTepHbl pa3HOOOPa3HbIC
SKCTpAIIMPAMUJIHBIE U IICUXUYECKHUE HAPYIICHHS)

* CMmemaHHas ¢popma

https://diseases.medelement.com/disease/HapyuieHus-0oOMeHa-MeAU-001€3Hb-BUIIbCOHA-Y-TeTel-Kp-ph-2021/17054



KiaMHu4YecKre mposiBJICHUS

* 3MeHeHHUS CO CTOPOHBI NMEYECHM:

— JKesnryxa, CHMITOMBI HHTOKCUKAIIUY U ACTEHUU, BO3MOYXKHA aHOPEKCHUS

* HeBpoJjornuyeckass CHMITOMATHKA:

— Hapyuienue koopauHaluu ¢ IpoKAHUEM KOHEYHOCTEN TIPU YAEP)KAHUHU
[103bl, TPEMOP B COCTOSHUHU MMOKOSI, CUHJIPOM MBIIIEYHONU JUCTOHUH,
HapyIIEHUE XOAb0bI M PEUM, IMTOBBIIIICHHOE CIIFOHOOTACICHUE

* Ilcuxuarpuyeckass CHMITOMATHKA:

— 3aJIepKKA WJIM OCTAHOBKA YMCTBEHHOI'O PA3BUTUSA, CHUXKECHHUE
CIIOCOOHOCTH KOHIIEHTPUPOBATh BHUMAHHUE, PE€3Kasi CMEHA HACTPOCHMS,
OCTpPBIC IICUXUATPUUYCCKUE HAPYIICHUS (CIIYJAOTCS PEJIKO), CHUKECHHUE
CKOPOCTH MBICIUTENbHBIX IIPOIIECCOB IPU COXPAHHOM NAMSATH Ha
IIPOILIBIE COOBITHUSA

https://probolezny.ru/bolezn-vilsona-konovalova/



Konbsna Kanzepa-daeniiepa

K nopaxenusm ria3 npu 06ose3Hu Bunbcona
OTHOCAT Konblia Kanzepa-dPieriepa u
MEIHYIO KaTapakTy 1o Tuny '"mojaconnyx'. Ho
MPABWIBHO TPAKTOBATH 3T CUMIITOMBI MOXKET
TOJIBKO CHEHUAIINCT, TAK KaK OHU
BCTPEYAIOTCS TaK)Ke IPU OTPABIICHUN MEBIO.

Kombia Kaizepa-@iieninepa He BCEr1a BUIHBI
HEBOOPY>KEHHBIM TJIa30M, HHOT A OHU
00HapYKUBAIOTCS TOJIBKO MPH

0 TATBMOJIOTHYECKOM OCMOTPE MPU TTOMOIIH
IEJIEBOM JIaMIIbI.
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https://probolezny.ru/bolezn-vilsona-konovalova/



J/Ilmarmocruka

1. AHayIM3 KpOBM:

— MOBBIIICHHAS AKTUBHOCTh aMHUHOTpaHCc(hepa3 B CBIBOPOTKE KPOBHU

— CHMD)KCHHAs KOHILICHTpAIYs LIEPYJIOIIa3MHUHA B CBIBOPOTKE KPOBHU

— CHM)KE€HA KOHILICHTpaIs O0IIeH MEAU B ChIBOPOTKE KPOBHU

2. AHAJIM3 MOYM:

— CYTOYHOE€ BBIJICIICHHAE Meau ¢ MO4oM >100 MKT

3. Buzyanusupyroumue uccjae10BaHuA:

— npu Y3U, KT u MPT — B 3aBUCHUMOCTH OT CTaJiux 00JIC3HU — YBEIIMUYCHHUE

MIEYCHU WJIM MPU3HAKHA NOPTAITBHON TMIIEPTEH3HH,

— Ha MPT u KT ronoBHoro Mo3ra — u3MeHEHHs B 00J1aCTH O0a3aIbHBIX SJIEP
rOJIOBHOTO MO3Ta M CTBOJIA y TTAIIMEHTOB C HEBPOJOTMYECKUMU CUMIITOMAMHM.

4. I'eHeTnyecKue uccjaeaoBaHus: uccienosanue rena ATP7B.

https://diseases.medelement.com/disease/HapyieHus-oOMeHa-Me1u-00J1€3Hb-BUIIbCOHA-KP-pd-2024/18150



JledeHue

* Jlmera(croaNeSa) ¢ orpaHndYeHNEM B IIHILE MEAU A0 1 MI/CyT.
HcknrouaroTes: e4eHb, KpaObl, MOPCKME MOJLIKOCKH, 000bI, TOPOX,
OpEeXH, IIOKOJIaJl, IPHUObI, KaKao.

* D-nenvuniiaMuH (KyNpUMHWI, apTAMHUH, METAJJIKAITA32)
MOKMU3HEHHO: THOJOBBIN IIPEIapar, CoACPKAINUN CyIb(PTrUAPUILHBIC
IPYIbI, 00pa3yoIMe KOMIUIEKCHI C TSHKEIBIMA METAJIIAMMU.
Hasznauaercs BHyTpb 3a 30 MUHYT J10 €bI MJIM Y€pe3 2 yaca mocie 1o 20
MI/KI/CYT.

e CuMnroMaTHuYecKoe JJeyeHue

https://dl.booksee.org/genesis/50000/9e27e5fh4fe504b8650a357dfdc7c508/_as/[Ivashkin_V.T.]_Racionalnaya_ farmakoterapiya zabol(BookSee.org).pdf



Kiauanyeckun caydau Nel

boasHOM K.

Bo3zpacrt: 29 ner

16 centaopsa 2024r. noctynui B '90 PKb um. Kanuauna ¢ qmarao3om:
bone3nb Bunbcona- Konosasosa.

/Kaj100b1 HA MOMEHT MOCTYIJICHUS :

0OJIM B PIUTacTPaIbHOM 00JaCTH, HE CBSA3aHHBIC C MPUEMOM MHUIIH
TSKECTh B IIPAaBOM IIOAPEOEPhE

OTPBIKKA BO3AYyXOM

B3JlyTHE U YPYAHUE B )KHUBOTE

ropeyb BO PTY

OOIIIYIO CIa0OCTBb.



AHaMHe3 3200/1eBaHUS

Cuuraet ce0s 00pHBIM ¢ 2009T., KOr1a MOSBUIMCH OTEKH, JKEIATYyXa, pBOTA,
o01m1as c1adoCTh, IO MOBOAY YE€Tr0 HAXOAWJICA HA CTAllMOHAPHOM JICYCHUHN B
JleTckoi 00J1aCTHOM OOJILHHUIIC.

JIns yTouHeHus auarHo3a Ol HampasiieH B I.KueB «IHCTUTYT nNeauaTpuu
M aKyIIEPCTBA U THHEKOJOTUI, IJIe ObLI BHICTABIIEH JIMArHO3: O0JIC3Hb
KonoBanoBa-BunbcoHa.

[TocTostHHO MpuHUMaeT KynpeHua 250 mr mo 1 T. 2 p/a, Kypcamu —
TeIaToONPOTEKTOPHI.

Jlo3a KyIipeHnna KOpPEeKTUPOBaIaCh MO KOHTPOJIEM YPOBHS MEJIH,
[epyJA0ILIa3MHUHA.

[locnenHee yxyameHue oTMeYall OKOJIO 1 Mecsia Ha3ajl, KOrjaa MOSBUIUCH
BBIIICIIEPEUHCICHHBIC KAJI00bI. BbLI rOCHUTAIN3UPOBAH C 1EJIbIO JICUYCHHUS.



Ou3uKaJIbLHOE HCCJIEeA0OBAHUE

OO111ee COCTOSIHME OTHOCUTEIBHO YI0BICTBOPUTEIBHOE

KoskHbI€ ITOKPOBBI M BUJIMMBIE CIIU3UCThIE OOBIYHOM OKpacku, ynucThie. Ha Koxe
YKUBOTA OMPENCIISIFOTCS CTPUM.

[lepudepuueckue /y37bl HE YBEIUYCHBI.

[IepkyTOpPHO HaJ JETKUMHU SICHBIW JIETOUYHBIN 3BYK. AYCKYJIbTATUBHO B JIETKUX
BE3UKYJISIPHOE JIBIXaHUE.

| paHMIBEI OTHOCHTENBHOM TYIIOCTH CEPALA: ITpaBas ¥ BEPXHA B IIPEAeIaX HOPMEI,
neBas — 1o geBor CKJI.JleaTenbHOCTh cepalia puTMUYHas, TOHbI sicHbie. YCC - 72
ya./muH. AJl - 120/85 Mm pT.cT.

JKuBoT npu nmanpnanuu MIrkui, 00J€3HEHHBIN B SIUTaCTPaIbHOM 001aCTH,
YyBCTBUTEIBHBIN B ITPABOM I0Jipe0epbe. OTPE3KH TOJCTOM KHUIITKH OOBIYHBIX
aJIbIAaTOPHBIX CBOMCTB, 0€300JIC3HCHHLIE.

[leyens +2 cm. Cenesenka + 3 cM.

OTEKM roJIEHEN U CTOTI.



Beaymue KJIMHAYECKHAE AHAJIHU3BI

Ot 21.09.2024r:
o Ilepynomrasmun B ceiBopoTke - 0,16 r/m (N: 0,22-0,61)

* Menap B cyrouHoi moue - 687Mkr/cyT (N: 3-45)



OO0 aHAJIU3 KPOBH

- -

22.03.2024r.

02.04.2024r. 2,40 3,53 123 79

17.09.2024r. 2,50 3,38 116 87
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* Y3U OBII

JInddy3HBICE IBMEHEHUS TTAPCHXUMBI IEYEHU C HAUTUYUEM
MOPTAJTbHOW TUIEPTEH3NHU. DXONMPHU3HAKH XPOHUYECKOTO
xojeuuctuTa. Juddy3Hbiec UBMECHECHUS ITAPCHXUMBI
10JIKEITY JOYHOM JKeJIe3bl. DXONPHU3HAKN CIICHOMETaJIUH.

e OI'IC
Bapnko3Ho€ paclimpeHue BeH nuiieBoaa 1cr.
[ loBEpXHOCTHBIN racTpUT. BhIpaKEHHBIN TYOECHUT.



OcMmoTpsbI Bpaueu

* KoHCyibTanus 0 TaIbMOJIOTA: BEISIBICHBL
Koubiia Kansepa-dieniiepa

* KOHCVYIbTAIMA HEBPOJIOra: CUHIPOM
[MUPAMUIHON HEIOCTATOYHOCTHA B KOHEYHOCTSX,
MUT'PEHEIIOJ00HOU Le(dalrueu, JICrkum
TUIIEPKUHETUYECKUM CUHAPOMOM PYK




3aKJII0YNTEIAbHBLIN TUATHO3

OcHoBHOe 3a00JeBanue: bone3nb KonoBanoBa-BuibcoHna, cMeniantas
(dopmMa, ¢ UCXOJI0M B LIMPPO3 MIEUECHH, B CTAIMH BBIPAXKEHHBIX
KIIMHUYECKUX MPOSBICHUN U (PYHKIIMOHAILHBIX HAPYILICHUH, C
npu3HaKaMu nopTtaibHou runepreH3un (BPBII 1ct., crmienomeranus,
aHEMMS, JICHKOIICHUS, TPOMOOIIUTOIICHMS) C TeNaTOLEILIIOISPHON
HEJOCTATOYHOCTBIO.

ConyrcrByomue 3a001eBaHusi: XpOHUUECKUN TacTPOAYOACHHUT,(ha3a
o0ocTpeHUs. XPOHUYECKUHN XOJEIUCTUT,(aza pEMUCCHH.



Kiavanueckuu cayuam Ne 2

bosnbnas JI.

Bo3spacr: 23 roma

16 cenTs10ps 2024r. nocTtynuia ¢ guario3oM: bonesns BuibcoHa-
KonoBanoga.

Kaj10061 HA MOMEHT MOCTYILJICHUA:
oOrmras ¢i1aboCTh

TSHKECTh B MIPABOM MOAPEOEphe
n3Ko0ra
OTCYHOCTH HOT W JIWIIA



AHaMHe3 3200/1eBaHUS

CuutaeT ce0s1 00JIbHOM HA NPOTSHKEHUHU ABYX JIET, KOT/Ia IOCHE IEPEHECEHHOM
KOPOHOBUPYCHOM MH(EKIINY MMPH TNIAHOBOM NPOPUIAKTUYECKOM OCMOTPE OBLIO
BBISIBIICHO MOBBIIICHUE OMIMPYOHHA U TpaHCAMHUHA3.

AHaM3 KpOBU Ha MapKepbl BUPYCHBIX renaTuToB B, C — oTpuIlaTeabHO.

[IpounTtas npo Oosie3Hb Bunbcona-Konosanosa 27.03.2024r. caMoCTOATEIBHO
oopatunacek B 1adoparopuro MHBUTPO, rae o6rv1a ooHapyxkena mytanus H1069Q B
TOMO3UT'OTHOM COCTOSIHMH. Pe3ybTaThl MCCIIE€0BAaHMS HOATBEPANIN JUArHO3 00JIE3Hb
Buiscona-Konosasona.

[Tocne dyero B aHainr3e¢ MOYM Ha MEJIb OBLIO BBISIBJICHO MOBBIIIICHUE MEIH.

HOCHGI[HCG YXyAMICHUEC OTMCHACT OKOJIO | HCACJ/IN Ha3ad, KOI'Zla ITOJABHUINCH
BBIIICIICPCUYUCIICHHBIC »KaJIoObl. brla IroCIIMTAJIN3UPOBaAHA C LCJIbIO JICHCHU .



Ou3uKaJIbLHOE HCCJIEeT0BAHMUE

OO0111ee COCTOSIHUE OTHOCUTEBHO YJIOBJIETBOPUTEIILHOE.

KoHbI€ NOKPOBBI U BUAWMBIE CIIU3UCTHIE OOBIYHOM OKPACKH, YUCTHIE.
[IepKyTOpHO HaJl JIETKUMU SICHBIM JIETOYHBIN 3BYK. AYCKYJIbTATUBHO B
JIETKUX BE3UKYJIISIPHOE JIbIXaHUE.

[ ‘paHuIIbl OTHOCUTEIBLHOU TYIIOCTU CEPALIA B IIPEJICIIaX HOPMHEI.
JlesTeapbHOCTh cepala puTMudHasi, ToHbI sicHble. HCC-74 yu./munH. AJl-
120/80 MM pT. CT.

JKMBOT mpy MOBEPXHOCTHOM ITaIbHAIMA MSATKWAM, IPX [I1yOOKOH
HnaJbanuyd O0JC3HECHHBIN B AIIMTacTPaIbHOM 00JIaCTH, YYBCTBUTEIIbHBIN
B paBoM nojipedepbe. OTPE3KH TOJCTOM KMIIKA OOBIYHBIX
NaJILIIATOPHBIX CBOMCTB, 0€30071€3HCHHBIE.

IleyeHs y kpas pedepHon ayru. Cene3eHka He MaIbIUPYETCH.
OTEeYHOCTH HOT U JINIIA.



Beaymue KINHAYECKHAE AaHAJIHU3BI

» Oonapy:xena mytanus H1069Q B roMo3UuroTHOM
COCTOSIHHUH.

* Menap B cytounoit moue — 221 Mxr/cyT (N: 3 - 45).

* [lepynnomnasmus B cbiBOpOTKE — 0,22 /i (N: 0,22 -
0,61)



- -




O6m. | Ans0y | MoueB | Kpeatun | bummpy | buaupy | ACT | AJIT |ITT [P | Aabda-
0eJIOK | MUH HHA UH aMmuJiiasa

18.08.2
024r.

17.09.2
024r.




* Y3 OBbI1
YMmepeHHbie TUPPy3HbIC IBMECHECHUS MAPEHXUMBI [ICYCHHU.

DXOMPHU3HAKHA XPOHUYECKOTO XOJICIUCTHUTA.
[TomxenymodHas xene3a — 0€3 MaTOJOTHYEeCKUX
oOpa3oBaHuil. HopManbHas KapTHHA CEIC3CHKM.

* PeHTreHorpamMma sKeJJyI09HO-KHIIEYHOI0 TPAKTA C
KOHTPACTOM
Xajasus Kkapauu. 1 acTpoayoaeHuT.



OcmoTpbI Bpayen

* KoncyapTranus opranemoliora: Komabia Kaiizepa-
deniepa — HE BBISIBJIICHHI.

* KOHCYJIbTAIIMS HEBPOJIOTA: IBYCTOPOHHSIS
pedJICKTOpHAs IMpaMMIHasl HEJJOCTaTOYHOCTh B
KOHEYHOCTAX, LIEPEOPACTCHUYCCKUN CHHIPOM.




3aKJII0YNTEAbHBIA TUATHO3:

OcHoBHOe 3a001eBaHue: bosie3Hs KoHoBasioBa-
BuiibCoHa ¢ yMEpEeHHON OMOXMMHYECKOM aKTHBHOCTBIO,
0€3 HapylIeHUs OMINPyOMHOOpa3yoLen PyHKIUH
[ICYCHU.

ConyrcrByoinue 3a00J1eBaHUsA: XPOHUYECKUH
XOJICLMCTUT, (pa3a peMUCCUH. XaJla3us

Kapaun. XpOHUYECKHUHN racTpoayOACHUT, (Ppa3a
000CTpEHMUSI.



BBIBOIBI

Takum 00pazoM, MbI U3YUYWJIH TaKoe 3a00JIeBaHKE, Kak 00Jie3Hb BriibcoHa-
KonoBasoBa. Jlyist 00Jie3HM XapaKTePEH KIMHUYECKUM MOJTUMOPDU3M.
JlnarsHocTtrka 0a3upyeTcs Ha OOHAPYKECHUHN XapaKTEPHBIX HAPYIICHUH
MeQHOro ooMeHa. biaaronaps uieHTU(PHUKALMK F'€HAa B HACTOSIIEE BpeMs
Bo3moxkHa 1 JIHK- nnarHoctuka ganHoro 3adoneBanus. Jieuenune 001e3HN
Bunbcona-KoHoBasioBa HOCUT CUMIITOMATUYECKHAM XapAKTEP U B €TI0
OCHOBY BXOJIUT CHM)KEHUE 3aI1aCOB MEIX B OPraHU3ME U YMEHBIIECHUE €€
OCTYIUICHMS ¢ MpoAyKTamMu nuTanus. [Iporuo3 3a00aeBaHus CUUTACTCS
OJIarOIPHUSATHBIM ITPH CBOEBPEMEHHOM AWArHOCTUPOBAHUHU U JICUCHUHU
OOJIE3HH.




CITIACUDBO 3A BHUMAHUE!



