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BBenenue

bonesnp Bunbcona — KonoBasioBa (renatosieHTUKYJIIpHAs IeTeHEepalus) —
TEHETUYECKH JCTCPMUHHPOBAHHBIN aepexkT oOMeHa Menu, TPHUBOMSIIUNA K
HapyIIeHNUI0 (PYHKIIMU TICYCHW U JETCHEPATHBHBIM M3MEHEHUSM B 0a3allbHBIX
sJIpax roJIOBHOTO MO3ra.

PacnpocTpaHeHHOCTh T'EMATOJICHTUKYJISIPHOW JE€reHepalui COCTaBIsET
oauH ciydaid Ha 30 000 yen. Tun Haclie10BaHUs — ayTOCOMHO-PEIIECCUBHBIN. [ 'eH
ATP7B, oTBeTCTBEHHBIN 32 pa3BUTHE OOJE3HU, PACIIOJIOKEH HA JUIMHHOM ILIEYE
xpomocoMbl 13. Onucano 6onee 300 paznuunbix myTtauuii reHa ATP7B. On
KOJupyeT GepMEHT, OCYIIECTBISIONMINNA HIKCKPEIIMIO ME/IH B )KE€ITYb U COCTMHEHHE
ee ¢ nepyiomiazMuHoM. [Ipu 3ToM 3a001€BaHUM SKCKPELMS MEIU U3 TICUEHU B
xenub cHmwkeHa 10 20-30 % ot HopMmanbHOW. B opranusme OonbHOrO HE
MIPOU3BOJIUTCST JIOCTATOYHOE KOJMYECTBO IIEpyJolia3MrUHa — OeKka IUIa3Mbl
KPOBH, KOTOPBIN CBSI3bIBAECT ME/b U YUYACTBYET B €€ TPAHCIIOPTE.

Hakormnenue Menu B ME4YeHH MPUBOAUT K ITUTOTOKCHUECKOMY 3(PHEKTy C
MOBPEXKJIECHUEM MUTOXOHJIPUM U TIEPOKCUCOM TenaToruToB. OTI0XKEHUS MEIU B
TOJIOBHOM MO3T€ (IPEUMYIIECTBEHHO B 0a3alibHBIX SIIPAX) BHI3BIBAIOT PA3BUTHE
rpy00ii HEBPOJOTUYECKON CUMITTOMATHKH, a B payXKe — (HOPMUPOBAHKE KOJIbIIA
Kaiizepa — ®neiiiiepa (HakorieHne 0ypo-3eJI€HOT0 MUTMEHTA).

HavanpHple mpu3Haku OO0JE€3HM MOTYT TPOSIBUTBCA B JETCKOM,
MOJPOCTKOBBIM, FOHOIIECKOM, 3pEJIOM BO3pacTe U o4ueHb peako B S0—-60 ner. Y
Jerel ¢ HadaioM Oojie3Hu 10 10-j1eTHero Bo3pacTta MpeodsaaroT MOPaKeHUs
neyeHu Oe3 YeTKUX HEBPOJOrudyeckux cumnrtomoB. B 10-20 met u crapie
npeoOaaaaroT Gopmbl 3a00JI€BaHUSI C HEBPOJOTUYECKUMHU MposiBieHUus MU (69 %),
peke BCTpedaroTcs (OpMBI TOJIBKO ¢ TeueHOYHBIMHA (14,9 %) 1 H301MpOBaHHBIMU
ncuxuarpuaeckumu (2,4 %) cumnromamu. B 5,3 % Bcex cimydaeB 3a0oJieBaHMe
MPOTEKAET AaCUMIITOMHO.

HeBposorudeckass ¢opma 3a0o0JjieBaHHsI MPOTPECCUPYET MEMICHHO I10

CpPaBHEHHMIO C MeUeHOYHOH. K HEBPOJOTrMYECKUM CUMIITOMaM OOJIE3HH OTHOCST



TPEMOP TOJIOBBI, PYK U HOT, SIBICHUS JUCTOHUU C PA3BUTHUEM aHOMAJbHBIX 03,
TUIEPKUHE30B, OpaJIMKUHE3UH, KOTOpasi OCOOCHHO BBIPAKEHA B MBIIIIIIAX SA3bIKA,
ry0 U )KeBaTEIHbHOU MYCKyJaType.

VY oTnenbHBIX NAUEHTOB C Oone3Hbl0 Buiabcona — KonoBamoBa MoOryr
OTMEUYaTbCS TCUXUATPUUYECKHE TMPOSBICHHUS — Ype3MepHas  aKHUTalUs
(mICUXOMOTOpPHOE BO30YKICHHE) U Pa3IpaKUTEIbHOCTb, IIEPEIaIbl HACTPOCHHS,
TPEBOXKHOCTb, UCTEPUUECKUE CUMIITOMBI UM JICTIPECCHSL.

Kinnuyeckuii ciryyait

[Tanment H., 40 net, obpatuiics ¢ xajobaMu Ha TOJOBHYIO 00JIb, TPEMOP
PYK, Pa3apakUTEeIbHOCTh, TPEBOXKHOCTh, IMHU30/bl MAHUYECKUX aTaK B BUJIE
TaxuKapAuu, CHIKEHHWE TaMATH, MOCTOSHHYIO CJIa0dOCTh, OILIyLICHHUE
CKOBAaHHOCTH B IOSICHUIIE ¥ MBIIIIAX HOT, ”3MEHEHUE MMOXOIKH.

Anamnes 3abonesanusi. BrlllleykazaHHBIE KalTOObl OCCIOKOST B TEUCHHE
nocienHero rojaa. Ilepuoandecku MpoOXoauil KypCOBOE JIEYEHUE y HEBPOJIOTa
MOJIMKJIMHUKY TI0 MECTY KUTENIbCTBAa — 0€3 3HaUnuMoro dddexra.

JlaHHble  MOpPENOCTaBICHHBIX  WHCTPYMEHTAJIBHBIX  HCCIIEJOBAHUH,
BBITOJIHEHHBIX TaKEHTy B 2025 1.:

— ynbpTpa3BykoBoe wuccienoBanue (Y3U) OpaxuonedanbHbIX COCYI0B
(BLIC): mpu3Haku MpOXOAUMOCTH Ha SKCTPAaKpaHUATIBLHOM YPOBHE;

—  MarHutHo-pe3oHancHas Ttomorpadus (MPT) melinoro otaena
no3BoHouHuka (IIIOIT):  ocTeoxoHapo3, YHKOBEpTEOpaldbHBI  apTpo3,
COHAMNES, dKCTPY3uMn TuckoB C4-C5, C5-C6, cTeHO3 MO3BOHOYHOIO KaHajla Ha
JAHHBIX YPOBHAX, TPOoTpy3ust Aucka C3-C4, HapylieHue CTaTH4eCKol PyHKITNY;

— MPT nosicanunoro otnaena mo3BoHouyHuka (ITOII): cnonawioapTpos,
CHOHAMIE3, Jop3aibHas NpoTpy3usi aucka L5-S1, HapylieHue crathuyecKoit
byHKINH,

— MPT ronoBHOTO MO3ra: U3BMEHEHUM 04aroBoro u audQy3Horo xapakrepa

B BCIICCTBC MO3I'a HC BBISIBJICHO,



— MarHUTHO-pe3oHaHcHas anruorpadus (MPA) cocynoB roloBHOro Mo3ra:
KapTUHA PacIIUPEHUs] HAPY>KHBIX JIUKBOPHBIX MPOCTPAHCTB.

B ycnoBusix neBposornyeckoro unentpa (HL[) CKAJI I'bY3 «Kpaepas
knuHndeckas OonpHHIAa Ne 2» (KKb Ne 2) mpoBegenst nmabopatopHble u
WHCTPYMEHTAJIbHBIE J000CIEeI0BaHUs, Ha3HAYEHBbl KOHCYJbTAlIUU CMEKHBIX
CHELUATHCTOB:

— 001Ut aHAM3 KpOBH (HOpMA);

— Ouoxumus kpoBu (uepynoriasmuH — 0,2, ypoBeHb xenmeza — 18,
xonectepud — 4,6, ACT — 22, AJIT — 11,9, amunaza — 66, nunaza — 40,7, oomiuit
omwpyOun — 8,8, mpsimoit 6mupyoun — 2,9, depputud — 50, peBMaTOUTHBIHI
daxTop — 12,6, dhonarel —12,8, Buramun B12 — 345);

— BOJJYAHOYHBIN aHTHKOATYJISIHT — OTPUIATEIbHBII;

— uHdekuonnbie Mapkepsl: IgG k antureny NA Bupyca Dnireiina — bapp
(BOb) — mnonoxutensHbIA, TOKcomnasmo3 IgG  —  oTpuLaTenbHBIH,
nuromeranoBupyc IgG — mosoKUTENbHBIN;

— cozepxaHue Menu B KpoBu: 10,8 MKMOJIB/, CyTOUHAS SKCKPELUsS MEIU C
Mo4oi —13 MKr/cyT;

— tupeoTtpornubiii TopmoH (TTI) — 6,8 MKME/mi;

— peHtreHorpadus BCEro Tasa: CTpyKTypa KOCTel He U3MEHEHa, CO CTOPOHBI
CYCTaBHBIX TOBEPXHOCTEH HMIJICOCAKPATBHBIX COUJIEHEHHH — 0e3 0COOCHHOCTE.
Co croponsl TazobenpenHbix cycraBoB (TBC) — yMepeHHO BbIpaXKE€HHBIM
CyOXOHJIpaibHBINA CKIIEPO3 «KPBILD) BEPTIYKHBIX BIAJAHH, OOJbILE CIIPaBa;

— VY31 opranoB Optromuoi mnonoctu (OBII): npusnaku aud@y3HbIX
M3MEHEHUH MEeUYEeHU U MOKETy10YHOM JKele3bl, B3BECH B JKEITYHOM ITy3bIPE;

— KOHCYJIbTalus 0(hTaabMOJIOTa: IPU OCMOTPE € MOMOIIBIO IIEJIEBOM JTaAMITBI
oOHapy>keHbI konbIla Kaizepa — Ornetimepa;

— KOHCYJIbTAllMsl PEBMATOJIOTA: IEPBUYHBIN 1By CTOPOHHUN KOKCApTpo3 1—

2 ct., PHC 1;



— KOHCYJbTallMsg MHQPEKIUOHHUCTA: XPOHHUYECKONW BHUpPYCHBbIA rematut C
(PHK HCV-), nporuBoBupycHass Ttepanusi ([IBT), mnpemapatel mnpsmoro
npotuBoBupycHoro  gedcrBust  (IIIIII) B 2019 1., [OOCTUTHYTHI
HenocpenctseHHbli (HBO) u ycroituuBelii (YBO) BUpyCOJIOTHUECKUI OTBET.
Cramus ¢udbposza F1 mo mkame Metavir. JlaTeHTHass TUTOMETaTIOBUPYCHAS
unpexmus (LIMBN);

— KOHCYJbTAIMSl TacTPOIHTEPOJIOra: HMCKIIOUUTh Oose3Hb Buibcona —
KonoBanoBa, xpounueckuii BupycHslii renarutr C (PHK HCV-), IIBT B 2019 r.,
nocturnytsl HBO n YBO;

— KOHCYJIbTALUS SHAOKPUHOJIOTa: ayTOUMMYHHBIN Tupeouut (AUT).

Ha  ocHoBanumm  kano0, HEBPOJOTMYECKOTO  OCMOTpPA,  JIAHHBIX
WHCTPYMEHTAJIBHBIX HMCCJIEIOBAHUM M OCMOTPA CMEXHBIX CIELUAINCTOB
BBICTABJICH JAMArHO3: liepedpanbHas popma O0one3Hu Bunbcona — Konosaona.

[Tpu Bemmucke n3 HII CKAJI KKb Ne 2 nanueHTy peKOMEHI0BAHO:

— HaOJII0IeHNE HEBPOJIOTa TOJUKIMHUKY 110 MECTY KHUTEIbCTBA;

— KOHCYJIbTallMs TEHETUKA C LIEJIbI0 UCKITI0YeHns MmyTauu resa ATP7B;

— MPT ronoBHOro Mo3ra B IMHaMHUKE 4yepe3 6 Mec;

— cOOI0ICHUE IMMHHAIIMOHHONW TUETHl U UCIOJB30BaHUE CBOOOJHOM OT
MEJU BOJIbI;

— MEIMKAMEHTO3Has Tepanus B BUJE MPENapaToB IUHKA (1104 KOHTPOJIEM
CYTOYHOM SKCKPEIMU MEAN B MOUYE — OJIUH pa3 B MECsL);

— KOHTPOJIb alaHMHAMUHOTpaHc(epasbl (AJIT),
acnapraramuHoTpancdepasbl (ACT), kpeaTHHHHA U MOYEBUHBI — OJIMH pa3 B
Mecs1l B TEYEHUE TIEPBOTO Tojia TepaIuu.

[TarueHT HaxOAUTCS MO HAOTIOICHUEM.

BuiBoabI

OCHOBHBIE  TPYJHOCTH JMArHOCTUKUA  OOYCJIOBIEHBI  OTCYTCTBHEM
CHelM(PUUECKUX  paHHUX  CHUMITOMOB,  MAaCKHpPOBKOM  TOJ  Jpyrue

HCBPOJIOTHUYCCKHUC 3a00JIEBaHUST M BO3MOXKHOCTBIO JIaTEHTHOro TedeHusa. Ilo



nanHeiM MPT y nmanuenTtoB ¢ npusHakamu mnopaxenuss ITHC orcyrtcTBue
BU3YaJIM3aL[MOHHBIX U3MEHEHUIN HE MCKIIIOYAeT JAUArHo3 LepedpaibHOi (HOpMBI
0one3Hu Bunbcona.

CBoeBpeMeHHOE  OOHApyXEHHE BpAayOM-HEBPOJIOIOM y  MAalMeHTa
HKCTpANUPAMUIHBIX HAPYIIEHU !N, U3MEHEHU I TOXOIKH U IICUX0MOLIMOHAIBHOTO
paccTpoiicTBa CIOCOOCTBYET BBISIBICHHIO IiepeOpanbHOil (popmbl  Ooe3HU
Bunscona — KoHoBanioBa U onepaTMBHOMY JIEUEHUIO, @ 3HAYUT — YBEJIUUYCHUIO

MMPOAOJIKUTCIIBHOCTH U YIIYUYIICHUIO Ka4CCTBA KU3HU.
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