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Summary. Wilson's disease (BV) (synonyms: Wilson-Konovalov disease,
hepatolenticular degeneration, hepatocerebral dystrophy) is a genetically
determined disease that leads to the accumulation of copper in organs
and tissues, manifested by hepatic, neurological and mental disorders.
This disease is one of the most difficult to diagnose due to its long-term
latent course and extensive manifestations of clinical symptoms. BVK
can be dinically manifested both in childhood and adolescence, and
later in life. In the absence of appropriate therapy, this disease leads to
a fatal outcome. The type of inheritance of hepatocerebral dystrophy is
autosomal recessive.

With early diagnosis of the disease, the prognosis is quite favorable,
but diagnosis is complicated by broad and nonspecific symptoms at the
beginning of the disease, as well as low vigilance of doctors.

Keywords: Wilson-Konovalov disease, hepatolenticular degeneration,
copper, ceruloplasmin, extrapyramidal disorders.
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ABNsAeTcs Hambornee M3y4YeHHbIM Hacnen-
CTBEHHbIM 3abofieBaHMEM, CBA3AHHbIM
C noABneHnemMm 3SKCTpanmpammnagHbiX pac-

CTPOWCTB BC/IEACTBME HapyleHusa MeTabonvama 6Gesnka
LepynoniasmMnuHa, KOTopblii CUHTE3MPYETCA B NeYEHN U Bbl-
BOAUT Medb. Hanbonee TMNNYHbIMU MeCTaM/ HaKOMJIeHWA
Meau ABAAITCA FOIOBHOW MO3T, NeYeHb, Cefie3eHKa, pagyx-
Has 060/104YKa 1 XpycTanuk rnasa [1].

3aboneBaHue, BbI3BaHO MyTauuei reHa ATP7B, koTopbiii
pacnonoxeH Ha 13q14.3 n copgepK1T 20 MHTPOHOB 1 21 3K-
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AnHomayus. bonesub Bunbcona-KoHosanosa (B nocneayiowem bBK) (cuHo-
HUMbI: 6one3Hb BunbCoHa, renatoneHTUKyNApHaa AereHepauus, renatouepe-
OpanbHaa aucTpodua) — reHeTMUecKn AeTePMUHUPOBAHHOE 3aboneBaHue,
MPUBOAALLEE K HAKOMMEHNI0 Medin B OPraHax M TKaHAX, NPOABAAOLLeeca ne-
YEHOYHBIMY, HEBPONOTMUYECKUMY U NCUXMYECKUMU PacCTpoiicTBamu. 310 3a-
6boneBaHue ABNAETCA OJHUM 13 Hanbonee TPYAHbIX AA AUATHOCTUKN 13-3a ero
LNMTENbHOTO NATeHTHOTO TeueHUA M OBWMPHBIX NPOABNEHWI KNUHUYECKUX
umnTomoB. bonesHb BunbcoHa-KoHoBanoBa MoXeT KAMHUYECKW NpOABAATD-
(A KaK B 1eTCKOM W MOAPOCTKOBOM BO3pacTe, TaK i B 6onee no3Hem Bo3pacte
13Hu. [pu 0TCYTCTBUN COOTBETCTBYHOLLEI Tepanum 3To 3aboneBaHue NPUBOANT
K neTanbHomy ucxody. Tun HacneoBanuA renatowepebpanbHoii auctpodun —
ayTOCOMHO-PELeCCUBHBIA.

Mpu paHHeil AnarHocTuke 3aboneBaHA NPOrHO3 0CTaTOUHO BRArONPUATHBIIA,
HO INArHOCTUKA OCNOMHAETCA LUMPOKUMM U HecneLdpuyeckumi cuMnToMammu
B Hauane 3aboneBaHunA, a TakxKe HIU3KOI 64UTENBbHOCTIO Bpaueil.

Kniouessie crioga: 6onestb BunbcoHa-KoHoBanosa, renatoNeHTMKynApHas aere-
Hepawna, Mefib, LiepynonnasmuH, SKCTPanuPamMuaHbIe pacCTPoIACTBa.

30H npu obulen anvHe reHoma 80 T.N.H. DTOT reH KogmpyeT
TpaHcnopTupylowmin meap 6enok n3 rpynnol ATOas, Koto-
pbii obecneynBaeT NPOXoOXKAEHUEe Meln yepe3 MmemOpaHbl
OopraHenn renaTouuToB, 4YTO CMOCOOCTBYET BbIBEAEHUIO
MeAN C Xenublo [2-4]. DKcnpeccusa reHoB HabniopaeTcs
B MeYEeHN, HO TaKXKe MPUCYTCTBYET B MNaLeHTe, MOYKax, ro-
NOBHOM MO3re, MOJIOYHBIX »efe3ax u nerkux. Mpu oTcyT-
ctBumn nnun geduumte 6enka, TPAHCNOPTUPYIOLLErO Mefb,
OHa HaKannueaeTcs, rnaBHbiIM 0bpa3om, B neueHun. Korga
pecypcbl NeYeHn AnA HaKoMNeHUs MeAu UCHepnbiBaloTCs,
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nponcxoanT ee AasnbHelLlee HaKomneHre B FOI0OBHOM MO3-
re, pagy>Hoi 060/I0UKe U APYTUX OPraHaX-MULLEHSX.

[NaHHaa 6one3Hb BeCbMa aKTyasibHa, TaK Kak COracHo
aHanmsy ¢pepepanbHOro pernctpa opdaHHbIx 3abonesaHuni,
B Poccum B 2014 1 2015 rogax 6biso 3aperncTprpoBaHo
Bcero 572 n 602 nauneHTa ¢ gnarHosom bB, uto coctaBuio
0,39 1 0,41 Ha 100 000 HaceneHuAa COOTBETCTBEHHO (13 HUX
16,9 % — petn) [5]. GakTnyeckaa pacnpoCTpaHEHHOCTb
3Toro 3aboneBaHusA BblLLE.

Paznuuatot cnegytowme dopmbl BBK

— JNateHTHaa popma (okono 10% cnyyaeB): KIAMHUYE-
CKUX MNPOABJIEHNA HEeT, AnarHo3 6bin ycTaHOBMEH
[0 NOABIEHUS CUMITOMOB.

— bprowHaa unn neuveHouyHaa ¢dopma (okono 40 %
CJlyyaeB): paHHee Hauano obblYHO COMPOBOXAAETCA
OCTPOM NeYeHOUYHOM HeJOCTaTOYHOCTbIO UM MPU3HA-
KaMy XPOHMYECKOW NeyeHOUYHOW HeJoCTaTOYHOCTL.

— Hesponornueckas ¢popma (okono 40-50 % cnyyaes):
XapakTepHbl 3KCTpanMpaMmaHble paccTponcTBa —
TPEMOP KOHEYHOCTEN Y FrofoBbl, AUCTOHMA, MO3Xeu-
KOBasA aTakcus, MapKNHCOHM3M, HapyLleHNa noyep-
Ka, AU3apTpus, PUrMOAHOCTb MbILIL, XOpesd, aTeTos,
a TaKXe McuMxuyeckme paccTpoinctea (genpeccus,
pasfapaxnTesibHOCTb, PaCTOPMOXEHHOEe NoBefeHNe,
NCUXOTUYECKNE SMIN30[bl).

— CmewwaHHaa ¢opma: coyeTaHUe HEeBPOSIOrMYeCcKux
1 MeYeHOUHbIX NPoABAEeHUN [6].

Menb Heobxoauma opraHM3my B KauecTBe KodaKTopa
U/VNN CTPYKTYPHOIO KOMMOHEHTA AJIA TaKnX GpepmMeHTOB,
KaK LepynoniasMuH, LMTOXPOM C-OKcMAaasa, b6eta-ruppok-
cunasagonamMmmHa, CyrnepokcuaaucmyTasa M TUPO3MHA3a,
a TakXe Meflb Y4YacTByeT B aHTUOKCUAAHTHON 3alluUTe 1 Me-
Tabonusme xenesa. CyTouHas HEO6XOAUMOCTb B Meaun ANA
B3poCbix coctaBnaet 1,0 Mr/cyT, AnA geten, B 3aBUCUMOCTU
OT Bo3pacTHou rpynnbl, oT 0,5 go 1,0 mr/cyT. [7]. HecmoTpa
Ha NOTPebHOCTb Hallero opraHu3ma B Mefu, ee nepensool-
TOK BpeAeH ANsA OpraHoB U CUCTEM.

MocTaHOBKa AMArHO3a OCHOBaHa Ha KNMHUYECKUX Npo-
ABNEHNAX, NabopaTopHbIX MeTofoB 0OCnefoBaHuA U re-
HeTUYECKOro TeCcTUPOBaHMA. B HacTosuwee Bpems 4yacto
NCMNONb3yeTcA OLEeHOYHadA LWKana, OCHOBaHHasA Ha BCEX Me-
Tofdax OMArHOCTMKM, TakK Ha3blBaeMasa «Jlemnuurckas Wwka-
na» (NpepcTtaBrieHa HWXKe). Hanbonee TOUYHbIM MeTOLOM
OVArHOCTMKM ABNAETCA OMOMNCUA NeYeHU Ha copeprkaHue
Meau B rernatounTax. buoncus aBnaeTca 3010TbIM CTaHAAp-
TOM B OKOHYaTe/IbHOWN NOCTaHOBKe AnarHosa. HakonneHune
mean B LUHC conpoBokpgaeTca CMMMETPUYHBIM pasmaArye-
HMEM TKaHW FrOfI0OBHOro Mo3ra B 065acti 6asanbHbIX Aaep
(xBoCTaTOE AAPO, ONEAHbIN LWApP, CKOPYMA), YacTo C 06pazo-
BaHMEM KUCTO3HbIX MONOCTEN, MHOMAA C MOParkeHNeM Tana-
MyCa, MO3»KeuKa 1 KOopbl rofIOBHOro Mo3ra. [ucronormnyecku
OOHAPYXMNBAIOTCA: OT/IOXKEHVE Mean B 06nacTy 6a3anbHbIX
raHrnneB, KNCTO3HasA AereHepaLnsi rofIOBHOMO MO3ra, rmos,
rmbenb HeMPOHOB. VMiccneoBaHme BUOXMMUYECKMX MOKA3a-

Tabnuua 1.
KnnHnueckne npoasneHusa
bone3Hun BunbcoHa-KoHoBanoBa [8]

UCTOHNA, Tpemop, Au3apTpus, aucdarus, akuHe-

HepBHas cucrema A P ; P, AUS3pTPUA, AUCharWA,

TUKO-PUTMAHDII CUHAPOM, XOpes.

loBeeHuecKkue M3MeHeHUs, Aenpeccus, Tpesora,
MNcuxuka MCUX03, HeYCneBaeMocTb B LLIKONeE, CeKCYaNbHble

HapyLueHna

[enatomeranus, xentyxa, 601b B npaBom nogpe-

bepbe, actenus, nobiweHue AJTT, ACT, npu3Haku
lMopaxeHue neyenn 0CTPO/ NeyeHouHoi auchyHKLmn. Linppo3 neyen

(KoMneHcMpOBaHHbIN 1 AEKOMNEHCMPOBAHHDIN),

KMPOBOIA renaro3
lMopaxeHue rnas Konbuo Kaii3epa-Oneiiwwepa, katapakTa
Mopaxenwe cuctembl | [emonuTuyeckas aHemus, Koarynonarus, Tpombo-
KpoBy nexua

(OcTpas noyeyHas HeI0CTaTOUHOCTb, MOYeKameH-
MopaxeHue nouex

HaA 6onesHb, ypemus
MopaxeHue ckeneTHo-

) 3a6oneBaHuA CyCTaBoB, MbiLueyHas cnabocTb

MBbILLEYHOI CUCTEMbI

3aboneBaHuA o CTOPOHbI CepeYHO-COCYAMCTON
[Npyrue nposBnenus

CUCTeMbI, NaHKpeaTuT, runonapatupeos

Teneil KPOBW BbIABAAIOT MOBbILIEHNE YPOBHA NEYEHOUHbIX
TpaHcammHa3 — AJIT n ACT. Mpwn ynbTpa3ByKOBOM MeTofe
NCCNefoBaHUsA NeYeHn ee 3MeHeHMA HecrneyduUHbl, No3-
TOMY [laHHbI MeTo[, NccieloBaHNA He MHGOPMaTMBEH Npu
NMOCTaHOBKe AMarHo3a. dnacmoTepus neyeHn nnun eubpo-
3M1acTOMeTpUA MNeYeHn Takke MOryT OblTb MUCMONb30BaHbI
NS OLEHKM LUMppo3a neveHn. Bo Bpemsi ANarHOCTMKK He-
obxognmo obcnefoBaHvie y opTanbmonora, YTobbl OLeHUTb
3pUTeNbHbIN annapaT Ha NnpeameT BbiABMEHMA KaTapaKTbl
nnu koney Karsepa-®nenwepa. 3T1 KonbLa NpeAcTaBfeHbl
OT/IOXKeHVeM Meli Ha BHYTPEHHel NOBEPXHOCTN POroBULIbI
[9]. Takke BaXkKHbIM AVMArHOCTUYECKMM acCrNeKToM SIBNIAETCA
0o6LMIA aHaNN3 KPOBW AN1A BbIABNEHUA U KOHTPONA aHEMUM.
Tak»ke BaXKHO KOHTPOJIMPOBaTb BUOXMMUYECKUE MOoKa3aTe-
NN KPOBM C MPOrHOCTMYECKON LIENbI0 OLIEHKN NEYEHOYHOM
HELOCTAaTOYHOCTU. TaKXe HeobXoAMMO KOHTPOMPOBATb
napameTpbl KoarysiorpaMmbl, YToObl KOHTPOMPOBaTb CYH-
TETUYECKylo CrnocobHOCTb neuveHu. Mpu nabopaTopHbIX
METOAAX MCCIefOBAHMA TakXe OLEHUBAETCA YPOBEHb CO-
JepXaHna uepynonnasmMmuHa, NaTorHOMOHUYHbBINA YPOBEHb
cocTaBnsieT MmeHee 20 mr/an. YpoBeHb Mefm B Moue 6ynet
nosbllleH 6onee yem Ha 100 mkr/an [10;11].

CymmapHeie 6ansi:

4 v bonee: AUarHoO3 yCTaHOBIEH;

3: TpebyeTca fanbHelilee obcneqoBaHVe NaLneHTa Ans
NoATBEPXKAEHUA ANarHo3a;

2 1 MeHee: ANarHo3 COMHUTENEH.
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Tabnuua 2.
[narHocTrka — oLeHouYHas WKana bonesHn BunbcoHa,
Jlennuwr, 2001 [12]

Mpu3Hak BbipaxeHHoCTb m

XapaKTepHble KNNHNYeCKIne MPU3HAKI

Konbua Kaiizepa-Oneii- | Ect 2
Luepa Ha porouue masa | Her 0
HeBponornyeckue cum- | Taxenble 2
MTOMbI MMM XapaKTepHble Cpehme 1
npoanenua npu MPT
T0/I0BHOr0 MO3ra Otcytayior 0

HopmanbHas (=0,2 r/n win

>200 mr/n) -
KoHuenTpauua uepyno- [ =
NJ1a3MUHA CbIBOPOTKM 0,1-0,2 r/n unn 100—-200 mr\n 1

<0,1r/nunn <100 mr/ 0
[emonutnueckan aHemna | Ectb 1
C OTPULLATENBHOI Npoboii
Kymbica Her 0

[llpyrue meToabl nccnenoBanus
B 5 pa3 BblLue BEpXHel rpaHuLbl HOp- )
> >

Conepatite Meny & ne- Mbl (=4 MKMOAb/T unu =250 MKr/T)
yeHn (npu oTCyTCTBUM 0,8—4 mkmonb/r unn 50250 mkr/r 1
xonectasa) HopmanbHoe ( <0,8 MKMonb/r uam

50 MKr/T)

HopmanbHas (<0,9 MKMonb/

¢yT*1,73M% unu <57 mMKr/cyT 0

*1,73M2)

Bbiwue BepXHeil rpaHuLIbl HOPMbI 1
IKcKkpewua meam ¢ moyoii | B 2 pa3a 1 MeHbLue
(Mpw OTCYTCTBUY OCTPOTO | Bonee yem B 2 pasa BbilLie BEpXHeil )
renarura) rpaHuLibl HOPMbI

HopmanbHas, Ho noBbILaeTca

6onee yem B 5 pa3 BblLLe BEPXHeit )

rpaHuLibl HOPMbI PY Npreme

d-neHnumnnammna

MyTauua B 2 xpomocomax 4
MonekynapHo-reHeTHye-

MyTauma 8 1 xpomocome 1
CKas AnarHocTuKa

[JledekToB MM MyTaLWii He BbIABNEHO 0

PoacTBeHHMKIM MO NPAMOW JIMHUN BHOBb BbIABNEHHOTO
60nbHOro ¢ 601e3HbI0 BubcoHa JOMXKHbI NPOXOANTL CKPU-
HVHT Ha Hannuune y HUX 6one3Hun BunbcoHa-KoHoBanosa.

JleyeHue 6one3Hn BunbcoHa-KoHoBanoBa npeacrasne-
HO HeMeAMKAMEHTO3HbIMW W JIeKapCTBEHHbIMK MeTOoAaMWU.
HemegrkameHTO3HOE NpeacTaBneHo gMetoTepanuein, cyTb
KOTOPOW 3aKJIlouaeTcsi B OrpaHnyeHnn ynotpebneHns npo-
[YKTOB, copiepalimx meap. [ineTa Takke Heobxoanma npu
cneyunduryeckon Tepannu, ycTpaHawoLwen Mefib U3 opraHns-
Ma.

MegnkameHTO3HaA Tepanua npefcTaBfeHa XenaTHOM
Tepanuen megblo C NEHUUUIAMUHOM U TPUEHTUHOM [13].
TpveHTVH Hanbonee NpeanoYTUTENIEH M3-3a MEHbLUNX MO-
604HbIX 3$PeKTOB. TaKKe MOXXHO MCMOJSb30BaTb LMHK, NO-
CKOMNbKY OH KOHKYpupyeT C Mefblo B TPaHCMOPTUPOBKe
WOHOB MeTannos. leHnunnammnH yaule BCEro faeT OCNoX-
HeHnA npumepHo B 30 % cnyyaeB nevyeHna. MoxeT pas-
BWTbCA anniepruyeckas peakumsa no Tuny KpanuBHULbI U -
xopagku. TakKe MOXKeT NPOU30MTU NOJOCTPasA TOKCUYecKas
peakuus, npoAsnAlLLanca yrHeteHnemM GyHKLMIN KOCTHOrO
MO3ra, NPOTENHYPUEN W TaKKe Bbi3blBaTb MPeXAeBPEMEH-
HOoe cTapeHue KOXu. [pn ncnonb3oBaHUM NeHUUUNamMmnHa
Takxe cnegyeT OAHOBPEMEHHO Ha3HayaTb MUPUAOKCUH
B fo3e 20-50 mr\cyTKu Bo usbexaHue ero geduyuta.

Ho, K coxaneHuto, XpoHnyeckasa xenatotepans MOXeT
YXYOWWTb CUMMNTOMbI 3ab0fIeBaHMSA, NPUBECTU K LUPPO3Y
reyeHy 1 Torfa JieueHne CBOAMTCA K TPaHCMaHTauun ne-
yeHu. No3ToMy NpKM TakoW Tepannm BCe PaBHO HEOOXOAMM
KOHTPOJIb 3@ COCTOAHMEM MauWeHTa AN CBOEBPEMEHHON
KoppeKkuuun Tepanuu. CMMNTOMaTMYecKas Tepanus TakKe
NPVMEHAETCA NPW MPOABIIEHNN HEBPOSIOTNYECKNX U APY-
rMx nposBieHni 3aboneBaHNs.

HepaBHee nccnepoBaHme C MCNofib30BaHMEM MoZeNu
Kpbicbl LEC BVK npepoctaBuno nonb3oBaTensam LOMOSHU-
TesibHble UHCTPYMEHTDI, Takne Kak MeTaHOOaKTMHOM, ner-
™™g, npogyumpyembii Methylosinustrichosporium, ¢ pep-
KMM NOBbILWEHHbIM coepXaHnem B nuwe [14; 15]. JleueHne
3TM MenTUAOM MOKa3ano BbICOKY 3GGEKTUBHOCTb Npu
BHYTPUKNETOYHOM yganeHun megu. CnefoBaTenibHO, 3TOT
npenapart MoXeT 6biTb 3¢ deKTUBEH NP OCTPOI popme 3a-
6oneBaHuA.

Tak>ke MOXXHO PacCMOTPETb MefULMHCKYI0 peabunuTa-
LU0 MPU Npr3HaKax NMopaXkeHust HepBHOW cuctembl. OHa
BK/IloUaeT B cebs neuebHyto Gr3KynbTypy C LieNblo BOCCTa-
HOBNEHNA MNo3a-CTaTuyecknx OYHKLMA, BOCCTAaHOBEHME
npu AvsapTpun — MpPOBeAeHMEe Jloroneauyecknx npoue-
ayp. K coxaneHuto, npoBefeHo Mano WCciefoBaHuin ans
OLEeHKN 3$PEKTMBHOCTM AAaHHOIO BuUAa JIieUeHUs], HO TaKow
METOA MOAAEPXKKU HE CTOUT UCKITIOYATb NPY Hanmumuy y na-
LMeHTa HEBPOOTNYECKMX OCIIOKHEHWIA.

Mpy CBOEBPEMEHHO HAYaTOM SIeUEHUN MALMNEHT MOXKET
NPOXWUTb [OCTAaTOYHO [AONIFO, HO BCE PaBHO HeO6GXOAVMMO
KOHTPONIMPOBaTb YPOBEHb COAepPKaHusA meau U Lepyno-
nnasMrHa, a Takke HabniofeHWe y TeparneBTa 1 HEBPOJIOra
OJ1A CBOEBPEMEHHOrO BbIsIB/IEHWA MPOrpeccupoBaHna 3a-
60neBaHNA N KOPPEKLMM Tepanmu.

Llene paHHOro wccnegoBaHWA COCTOUT B aHanuse ao-
CTYMHbIX UCTOYHUKOB NMTEPATYpbl Mo 6onesHu BunbcoHa-
KoHoBanoBa 1 M3y4eHUmn KIMHUYECKOTO CJlyyas NaLnueHTKM
C 3Tum 3aboneBaHneM. OCHOBHOI LieNblo ABMSIETCA MOBbI-
LEeHVe OCBEAOMIIEHHOCTY Bpavel o0 JaHHOM 3ab605eBaHNN
LA paHHEN MarHOCTUKM 1 Tepaniuu.
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Mamepuan u memoOsi: B pamkax MccnefoBaHusa 6bin
npoBefeH aHann3 ambynaTopHbIX KapT, pe3ysibTaToB Onpo-
ca 1 ¢M3nKanbHOro ocMoTpa NaumeHTkn 17 net. [JaHHble
6b1IM NOABEPrHYTHI AeTaNbHOMY aHanu3y 1 UCMOJsIb30BaHbI
ONnA NoATBepXAeHWA ANAarHo3a 1 U3yvyeHusa KIMHUYECKOro
cnyyan 6onesHu BunbcoHa-KoHosanosa.

Pesynemamer: MauneHTka Bo3pacta 17 net, pogmnacb
24 mapta 2002 r. fTocnutanusuposaHa 16.08.2019 B ractpo-
JHTeponornyeckoe OTAeNeHne B SKCTPEHHOM, nopafake
B CBA3M C YXyALeHNeM COCTOAHMA C MOJO3PEHMEM Ha Lmp-
po3 neyeHwu.

Manobwl nayueHmku. Peskne 6onun B NnpaBom nogpebe-
pbe. KenTylwHOCTb, TOWHOTA, PBOTA, CHIPKEHME anneTuTa
Tpemop B pyKax, yXyfLleHNe naMsaTy, ronosHble 6onu, pas-
LPaXkMTeNIbHOCTb, HEYCTONUMBOCTb B X0AbbE, TpEeMop roso-
Bbl, Npeaneybs N KOHeYHocTel, 60A3Hb CBETA, CMEHbI Ha-
CTPOEHUA.

AHamHe3 xu3HuU: Mecto poxgeHna — [oHeuKas 06-
nactb. r. [loHeuk. Obpa3oBaHue: cpegHee. bbiToBble ycno-
BuA: HopmanbHble. HacneacTBeHHbIM aHaMHes: poautenu
nauveHTa SABNATCA ABOIOPOAHLIMU OpaToM K CecTpon.
Y mnapwero 6pata U MaTepu — PaCCEeAHHbIA CKNepos.
BpeaHble npuBbluky: OTpuruaeT. ConyTcTByloOLWME 3ab0neBa-
HuA: CaxapHbIll gnabeT 1 Tmna, rmnepToHMYeckas 6o5e3Hb
M c1., puck CCO 3. dnmuaemmonornyeckuin aHamHes: Tybep-
Kynes, BeHepuyeckue 3abonesaHus, BUY, cudunnc, Bupyc-
Hble renaTtuTbl, TG — oTpULaeT.

Mo pe3ynbTatam NpoBeAeHHON paboTbl — OMNPOCa, aHa-
nu3a ambynaTopHbIX KapT Y ¢GU3MKaNbHOro OCMOTpa —
yAanocb OUEHUTb AMHAaMUYECKylo KapTuHy 3aboneBaHus.
B xofe cbopa aHamMHe3a NaLumMeHTKM CTano U3BECTHO, UTO ee
MaTb BCTYNWMa B CeKCyasbHYI CBA3b C [BOPOAHbIM b6pa-
TOM, NOCJIe KOTOPOW pofwuscsa pebeHok. [lo 3 mecsAueB pebe-
HOK 6b111 300poB. Ha 3 mecsAue MaTb OTMETMNA YPE3MEPHYIO
NNakcMBOCTb pebeHKa. MNpu ocmoTpe neauaTp, onupaschb
Ha pu3MKanbHoe obcnefoBaHNe, NPEANONOXKUA NPO6IeMbl
C nUweBapuTeNbHOM cMcTeMoln pebéHKa, MMEHHO B3ayTue
XunBoTa. [poBefeHHbIE TeYeHUe YyULLUIO COCTOsHNE pe-
6eHka. [lo 5 mecsLEeB pa3BUTUE MNIafieHL|a COOTBETCTBOBASIO
HOPMe, HUKAKNX »anob 3adprKcMpoBaHo He 6bi1o. Ha 5 me-
cALe XM3HU pebeHOK BHOBb CTas MakCUBbIM, Y HEro oT-
Kpblnacb pBoTa. MaTb Take obpaTuna BHMMaHUe Ha n3me-
HUBLIWIACA B3rnsg pebeHKa. [Mocne TwaTtenbHOro oCMoTpa,
6bI10 YCTaHOBNEHO KOcornasue. XapaKTepHblX NPOABAEHWNIA
6one3Hn BunbcoHa-KoHoBanoBa Ha JaHHOM 3Tane XW3HU
nauuneHTa BblsiBNIeHO He 6b110. Cneunduryeckne nsmMeHeHus,
XapakTepHble Afis 6one3H 6biIv BbiABIEHbI Ha 6 rogy, Koraa
y pebeHKa npu ocMoTpe 0¢TanbMOIOrom 661 06Hapyxe-
Hbl Konbua Kanzepa-Oneliwepa. OcMoTp Apyrux cneumanu-
CTOB BbISIBW/1 XapaKTepHYyto ana 6onesHn BunbcoHa-KoHo-
BasoBa CMMMNTOMATUKY, Takne Kak — TAKENoe nopakeHue
rneyeHy, NPoOSBNAOWEECA renatonaTuen; QUCTOHUYeCKme

aTaku (BHe3amHoe MpuCTynoobpasHoe MOBbIWEHNE Mbl-
LWeYyHOro TOHyca Ha ¢oHe o6Lell MblleyHon cnabocTtu,
npoBoUMpyeMOoe 3BYKOM, APKNM CBETOM, MOMbITKON aKTUB-
HO BbIMOJIHNTb KaKoe-Nnbo ABMXKEHMWE), ABUTaTENbHbIE Ha-
pylweHuna (Tpemop, HeNPON3BOJIbHbIE ABUMXEHWSA); NCEBAO-
6ynbbapHbIN CUHAPOM (MPOK3BONbHBIN CMeX). [lanbHelwee
neyeHne ocyLeCTBNANOCH B CTaluuoHape. [lanee B Bo3pac-
Te 13 neT nog BAUAHUEM FOPMOHANIbHOW NepPecTPOKn Co-
CTOAHVE AeBOYKUN YXYALINIOCH: BbIAB/EH PAL CUMMTOMOB,
KOTOpble yKa3blBay Ha NporpeccupoBaHue 3aboneBaHus:
oCTpbIVi (GyNbMUHAHTHBIN) renaTuT; HeBPOTUYECKoe NoBe-
JeHVe xapakTepuayiolmeca HeafekBaTHOW, 6051e3HEHHON
MaHepown AeNCTBUIN C COXPAHHOWN KPUTMKOW K npouncxoas-
wemy (B OTAMUMM OT NCMX03a), TaKXKe XapaKTepm3yoLwanaca
HaBA3YMBbIMK, MOBTOPAOLWMMNCA MOCTYMKaMK, BO3HMUKA-
OLWMMN AR JOCTUXKEHMA HEYAOBNETBOPEHHbIX NOTPeOHO-
CTel; remoniTnYeckaa aHeMusA, AepMaToNiormyeckme npo-
ABIeHNA «roflybble HOrTeBble NYHKW», NaTONOrA CKeneTa:
paHHWIA OCTEONOPO3, apTPUT (BOCNaneHme cyctaBos). Hau-
6onee 3HauUTENbHbIE OTKIOHEHMSA ObINN BbIABMEHbI B BO3-
pacte 16 net. [MaTonorna co CTOPOHbI MOYEK: aMUHOaLMAY-
pvAa (BblgeneHne aMMHOKMCIOT C MOYOM), MOYEKaMeHHas
60/1e€3Hb C 60NEBBIM CMHAPOMOM; CO CTOPOHbI XeNyA0oUYHO-
KULLIEYHOro TpaKTa: NaHKpPeaTuT C NpucoegnHeHneM caxap-
Horo agmna6eTa 1 TMna, LMPPO3 NEYEHU XapaKTePHbIN C OT/I0-
XKeHnem Meau B renatoumTax; nopaxeHue rnas: nosseHme
Koney Karnsepa-Oneiwepa c xapakTepHbIM M3MEHEHMEM
uBeTa nepudepmmn poroBuLbl Ha OTTEHKM 3eN1EHOrO LBETa;
CO CTOPOHbI HEPBHOW CUCTEMbI Y NCUXUKI: U3MEHEHWA NTNY-
HOCTW (Nepenagbl HACTPOEHUSA C NOCNeayoLWUM 06eHEHU-
€M 3MOLMIA, OCTaHOBKa B 0OyuYeHUN 1 yTpaTa MMeoLUXCA
HaBbIKOB 11 CMOCOOHOCTEN, Lenel, UHTEPECOB 1 MOTUBALNN,
HeCoCTOATEIbHOCTb B YAOBNIETBOPEHMMN CBOMX MOTPebHO-
CTeln € nocnepytowen yTpaTon nHTepeca K HAM), MUrpeHe-
nopo6Hble ronoBHble 601K, Obina HapyleHa peyb, 3ames-
NeHHaa peakumsa, 3aTOPMOKEHHAA peaKkLma Ha BONPOChI.

AHaMHe3 3abo05eBaHUs: cumTaeT cebs 6onbHOM odpuum-
anbHo ¢ 6-Tn net. Haxogmnacb nop HabniogeHnem y4yact-
KOBOro HeBpOJiora, 3HAOKPWHOMOrA, racTpo3HTeposnora
n okynucTa. lNocne ocMoTpa OKynucTta, 6bi10 BbIABNEHO
Konbua Kaizepa-Oneliwepa, B Bo3pacTe 6 fieT, nocsie Yyero
[MarHo3 Obl1 NOATBEPXKAEH B TeUeHMe Heflenu. YXyaweHne
Hauanucb ¢ 13 net c okTAbpPA 2015 roaa B neprop nybeprat-
HOro CO3peBaHUA: YCUNCA TPEMOP PYK, NOABUNICA TPEMOP
B HOrax v rosioBe, HectabnnbHocTb AJl, yxyaLeHre namaTu.

MocToaHHaa Tepanua: MNpoHopaH 100 Mr B KauyecTBe
TepanunbonesHn MapKnHCoHa (6e3 3ddeKTa), nepkameH
10 mr, Giconponon 5 mr, CEPMUOH 5 Mr.

Pe3ynbTaThl rMcTONOrMYECKOro NcciefoBaHna naLmneHT-
Ku, NpoBef&HHble MOCMePTHO, NPeacTaBuan cobol KapTu-
HY OCTPOW NeYeHOUYHOWN HeAOCTaTOUHOCTU. Busyanusnpyiot-
CA: HEKPO3 renaToLMTOB, 3aCTOV Xen4n, Npu3Hakm ¢pnbposa
neyeHwu.
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Puic. 1. TucTonornyeckas KapTriHa NeYeHu:
HEKpPO3 renaToLMTOB, 3aCTOW Xenuu, Npru3Hakn ¢rbposa
neyeHn. OKpacka rem

Puc. 2. Tnuctonornueckan KapTuHa CMHHOrO MO3ra.
Okpacka no metogy Hucensa, ysenuyeHune x40

O6crnenoBaHve B CTauMoHape: obulero aHanusa Kpo-
BM: Habnofgaetca MoHWXKeHWe HenTpodunos (42,6 %)
M noBblleHne numdountoB (49,3 %). buoxummnuyeckuin
aHanM3 KpoBW: HabnogaeTca MoBbllUEHNE OOLWEro ypos-
HAa ANT (67,0 Ea/n), ACT (84,0 Ea/n), obwero 6unupybrHa
(35,6 MKMonb/n), npamoro 6unupybmuHa (7,55 mMkmonb/n),
rnoko3bl (15,49 monb/n) , ITTM (99 E/n) n megn B CbiIBOPOT-
ke (1891,0 mKr/n), a TakkKe CHWKeHue LepynonnasmmHa
(15,42 mr/nn).

Mpy “ccnepoBaHWM CYTOUHOW MOYM HabnogaeTcsa no-
BblleHne meau (508 mMKr/cyT).

DNanee paccmoTpeHa cepua MccnefoBaHWA rOIOBHOMO
Mo3ra nauyueHTkn. MPT ronosHoro mo3sra ot 5.12.2018 r. —
MPT — kapTuHa npepcTaBneHa CUMMETPUYHbIM MOBbI-
LIeHNeM CUTHana OT 3afiHe HOXKWU BHYTPEHHeN Kancynbl,
cpefHero Mo3ra, MocCTa, OT CPeAHNX MO3KEUKOBbIX HOXeK
M OT CNUHOTaNIaMMYeCcKX TPaKTOB, Haubonee BEpPOATHO,
COOTBETCTBYET CUHAPOMY OCMOTUYECKON AeMUeNnMHU3aLm.
MP-npu3Hakn BoCcnanuTenbHbIX U3MEHEHWI NPUAATOUYHbIX
nasyx Hoca.
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Mpn MPT uccnegosaHum 12.11.2019 r. cpasy Habnioga-
Nnocb yMeHblueHne obbéma ronosHoro mosra. Cneuyunduy-
HblM, HO 6onee pefKo BCTPeYalWMUMCA CMMITOMOM Mpu
JaHHoM 3aboneBaHun Ha MPT cHMMKe ABAAETCA KapTUHa,
HaNoOMMHalLWAA «TNLO GONbLIOK NaHAbI\ TMraHTCKOW MaH-

Lbl».

Puc. 3. Mpwn KT o1 10.02.2020 roga B ronoBHOM MO3re
Habnofanockb yBenuueHune xenyfaoyKkos, aTpodus Kopbl
1 CTBONa MO3ra

Obcyx0eHue: B faHHOM KNTMHUYECKOM Cilyyae Mbl BUAUM
nporpeccrpoBaHne 3aboneBaHNs 6e3 3TUOTPONHOW Tepa-
nuu. MauneHTKa nonyyana neyeHne ot SKCTPanMpPaMmmnaHbIX
HapyLUEeHWNIA, KOTOPOrO He faBasno NONIOKUTENbHOIO 3hdek-
Ta, M fleyeHne conyTCTayoLen natonorum. HecmoTtpsa Ha Bbl-
ABNeHne 3aboneBaHuUs B Bo3pacTe 6 NeT, B 17 fieT NaueHTKa
6blna rocnMTanM3npoBaHa C NeYeHOYHbIMI, HEBPONOrnye-
CKAMU M NCUXNYECKUMWN HapyLlueHnAMK. 1o MmO yKa3aH-
HbIX HapYLeHUN Yy NauMeHTKN MMenacb rmnepToHMYecKas
6onesHb M caxapHbll Anabet 1 Tvna. Takxke y naumeHT-
KN MIMeeTCcA He GnaronpuATHbIA reHeTYeckuin ¢oH, ortewy
1 MaTb NaUWeHTKU, KOTOPble ABNAIOTCS ABOPOAHbIMYI Bpa-
TOM W CeCTPOW, YTO TaKXKe YBEeNNYMII0 BEPOATHOCTb Hacne-
JoBaHuA AaHHou naTtonorun. lNpu oueHke nccnegoBaHUN
ro/IOBHOrO MO3ra B IMHAMWNKE Mbl BUAM YXYALLEHME COCTO-
AHMA TONOBHOro Mo3ra. K coxaneHuo, naymneHTKa CKOHYa-
nacb 6e3 cneynduUecKoro ieYeHmus.

Bb1800: Ha AaHHOM NpUMepe Mbl BUAUM, HACKONIbKO BaX-
HO BOBpeMA HaumMHaTb cneuuduryeckyto Tepanuio. A Takxke
noBbIlWaTh OCBEAOMSIEHHOCTb Bpauyell 0 AaHHOM 3abose-
BaHMM AnA Hanbonee paHHelN AMArHOCTUKM 1 Havane CBo-
€BPeMeHHOW Tepanuu, Tak Kak Takne 60MbHble B NepByio
oyepeab MonajaloT B Mofie 3peHMA Bpayen TepaneBTOB
1 Bpayel obLlel NMpakTUKW, a TakkKe Bpayell NeguaTpos.
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Takxe Npu BblABNEHUN 3ab60NeBaHUA B IOHOLIECKOM WM | LWUMPOKOMY OOBACHEeHWO poauTenam pebeHKa 4To npwu
NogpOCTKOBOM BO3pacTe HeobxoavMO MOBbIWATL MPU- | [AOKHOM fleyeHUr U HabnogeHnn ux pebeHok NpoxmnseT
BEPXEHHOCTb MALMEHTOB K JIEUEHUNIO U KaK MOXHO 6onee | JONryto XnsHb.
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