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PE3IOME
boae3Hb BuabcoHa — KoHoBaAoBa (BBK), 1AM renaTOAEHTUKYASPHAOS AErEHEPALMS, — PEAKOE reHeTn4yeckoe 3a00AeBaHUE, CBI3AHHOE C A€CDEKTOM
obmeHa MeAn, HTO, B CBOKO OYepPeAb, MPMBOAMT K HAPYLLIEHMIO beHKLLMM rie4eHn n pereHe PATNBHbIM U3MEHEHUIM B IMOAKOPKOBbLIX Y3AAQX TOAOBHOIO
mosra. B NMPEeACTABAEHHOM KAMHUYECKOM CAYyHAE Y NMALUMEHTKM OTMEHAAOCH COYETAHNE CUMITTOMOB A3BEHHOIO KOAMTA U BBK B BUAE MEeYEHOYHOM
HEeAOCTATOYHOCTHN U HeBpOAOI’M‘{eCKOV‘I CUMNOTOMATUKK. B MMDOBOI;I AUTEPATYPE HE ONMMCAHO AOKA3ATEAbCTB 0b6LLEero reHeTM4eckoro CbOHG
MEXAY S3BEHHbIM KOAMTOM UM BOAE3HbIO BMALCOHQ, HO BBICOKUM YPOBEHbL MEAM MPUCYTCTBYET MPMu 060mMxX 3a60AeBAHMAX. AMarHo3 BBK 6biaa

AMArHOCTMPOBAHA Yepe3 roA OT MOMEHTA MPOSBAEHMS CUMITOMOB A3BEHHOTO KOAMTA. SK HE MOAACBAACS AYEHMUIO TOPMOHAMM M LUMTOCTATUKAMM.
Perpecc KAMHUYeCKMX CUMMTOMOB HABAIOAGACS MOCAE npmncoeAamHeHns buorormyeckon Tepanmm.

KAIOYEBBIE CAOBA: 60A€3Hb BiAbCOHO — KOHOBAAOBQ, S3BEHHbINM KOAMT, KOAbLLA Karzepa — PaenLuepa.

KOH®PAUKT UHTEPECOB. ABTOPbI 3ASIBASIIOT OB OTCYTCTBIM ABHbIX M MOTEHLMAABHBIX KOHGDAMKTOB MHTEECOB, CBA3AHHbIX C MyOAMKALMEN HACTOALLIEM CTATHM.
UcToYHMK bMHAHCHMPOBAHMA. ABTOPbI 3AABASIOT OO OTCYTCTBMM BHELLHMX MCTOYHMKOB COMHAHCHMPOBAHMS MO MNPOBEAEHMM MCCAEAOBAHMS.
DTHyeckoe yTBepXAeHHe. VICCAeAOBAHME MPOBOAMAOCH MPU HAAMYMM MHCDOPMHUPOBAHHOIO COMAQCHS MALMEHTA.

Clinical case: combination of ulcerative colitis and Wilson-
Konovalov disease - challenges of diagnostics and treatment

B.A. Abusueva’, M.D. Shanavazova', M.D. Abdulkadyrova?, M. A. Askevovd’, U.G. Akamova’,
V.S. Khdlilov34, M. Yu. Bobylova®, A. A. Muskhadzhiev', B. M. Nasrutdinova’

' Dagestan State Medical University, Makhachkala, Russia

2 State Scientific Center of Proctology named after A.N. Ryzhikh, Moscow, Russia

3N.I. Pirogov Russian National Research Medical University, Moscow, Russia

4 Federal Scientific and Clinical Center for Children and Adolescents, Federal Medical and Biological

Agency, Moscow, Russia

5 Svit. Luka's Institute of Child Neurology and Epilepsy, Moscow, Russia
SUMMARY
Wilson — Konovalov disease (WKD) or hepatolenticular degeneration is a rare genetic disorder associated with a defect in copper metabolism,
which in turn leads to liver dysfunction and degenerative changes in the basal ganglia of the brain. In the presented clinical case, the patient
had a combination of symptoms of ulcerative colitis and WKD in the form of liver failure and neurological symptoms. There is no evidence in
the world literature of a common genetic background between ulcerative colitis and Wilson's disease, but high copper levels are present in

both diseases. The diagnosis of WKD was diagnosed a year after the onset of ulcerative colitis symptoms. UC did not respond fo treatment with
hormones and cytostatics. Regression of clinical symptoms was observed after the addition of biological therapy.

KEYWORDS: Wilson — Konovalov disease, ulcerative colitis, Kayser — Fleischer rings.

CONFLICT OF INTEREST. The authors declare no obvious or potential conflicts of interest related to the publication of this article.
Source of funding. The authors declare no external sources of funding for the study.
Ethical approval. The study was conducted with informed consent from the patient.

Brenenne JanHoe 3a00i1eBaHre HEM3MEHHO MTPUBOAUT K MHBAITHIHOCTH

bonesnnr Bunscona — KonoBanoBa, WM renaTtojeHTUKY- U JETaJIbHOMY HCXOLY IPHU OTCYTCTBHH Tepanuu. JJuaruos
JISIpHAsT IETCHEPAIHs, IPEICTABISIET COO0M TeHETHIECKOE Ha-  HECIIOKHO IPOITYyCTUTh, HO MIPU PAHHEM BEISIBICHHU JTOCTYII-
pyIIeHHEe 0OMEHA Me. 3HAHUS O KIIMHHICCKUX MPOSBICHUSX  HBI 3()()EKTHBHBIC METO/BI JICUCHHS, KOTOPBIC IPEIOTBPATAT
1 JICUCHHUU 3a00JICBaHMSI BaXKHBI KaK JUIS CIICIIAAINCTA IHPO- I O0PaTST BCISTH MHOTHE MIPOSIBICHUS 3TOTO PaCCTPOM-
KOTO TIPOGUIIS, TaK ¥ TSI CIICIIUAIUCTOB B TacTpodHTEeposio-  cTBa [1]. Hacnenyercs 3aboneBaHme ayTOCOMHO-PELICCCUBHO,
TUH, TeTIaTOJIOTHH, HEBPOJIOTHH, ICHXUATPHH U TICAUATPUN.  XapaKTCPH3YETCS MEYCHOYHBIMH H/HMIIN HEBPOJIOTHYCCKUMU



cuMmnToMaMu. D(PPEKTUBHOCTD OOBIYHO HCIIOJIB3YEMBIX ITpera-
PAaToB y/OBIETBOPUTEIIbHA ITPH 3a00JIEBAHUSX MIEUCHH, HO Pa3o-
YapOBBIBAET y HEBPOJIIOTUUECKUX MAllUEHTOB, BKIIIOUAsl PUCK
HEBPOJOTMYECKOTo yXyALIEHUs Mocie Havyasla XeJlIaTHO! Tepa-
iy [2]. Myranus B reae ATP7B (B xpomocome 13) mpuBoauT
K HEa/IeKBaTHOMY BBIBEJICHHIO MOMIOIEHHOM ¢ MuIel Meau
C 2K€JTYBI0 U HAKOMJIEHUIO TOKCUYHBIX KOJIMYECTB MEU B IIe-
YEHU U JIpyTux opraHax [3]. SI3BeHHbIH KOIUT — XPOHUYECKOE
peLMANBHPYIOIIEe BOCIAINTENBHOE 3a00IeBaHIE KUILICUHHKA,
MOPaXKAIOIIEe CIUZUCTYIO 00O0IOUKY TOJICTON KUIIKHU. B omHOM
13 HEMHOTOYHCIICHHBIX PAa0OT, MOCBSMIEHHBIX COYETAHHIO JaH-
HBIX 3200JI€BaHNH, ONIMCAH CITy4aii, B KOTOPOM SI3BEHHBIH KOJIUT
pasBuiicst uepe3 12 jieT mocie mocTaHOBKY JMarHo3a 0oie3Hu
BunbcoHa, ¥ KOJIUT He MO AaBAJICS JICUCHUIO IPEAHU30I0OHOM
u canazocynbdarmpuHoM. [10cKonbKy Metb SIBIseTCs OXHUM
13 MHUKPO3JIEMEHTOB, HEOOXOANMBIX ISl aHTUOKCHIAHTHON
3aIlUTHI BO BPEMs BOCHAIUTEIBHOIO MPOLECCa, H3MEHEHHBII
MeTaboJIM3M MeIH, BO3MOXKHO, CIIOCOOCTBOBAII TPYIHOM3IICUH-
MOCTH 13BEHHOTI'0 KOJIUTA B JaHHOM ciydae [4].

Bcem nanpeHTam ¢ HeBpPOJIOTMYECKUMH CUMIITOMaMH 00J1e3-
HU Bunbcona 10 Havana edeHns peKOMEHAyeTCs IPOBEACHHE
MarHUTHO-pe3oHaHcHOi Tomorpadun (MPT) rosoBHoro mosra
JUISL BBISIBJICHUS IATOJIOTUUECKUX U3MEHEHHH B TOJIOBHOM MO3re
[3, 5,-8]. Y nauueHToB ¢ HEBPOJIOTMYECKHUMHU CUMIITOMAMH Ha-
Gmonatorcst nzamenenns Ha MPT ronmoBHoro mosra B 90 % ciryua-
€B, y TeX, KTO CTpaiacT abOMHHAILHOM (OPMOI, BCTpEUatoTCst
B 40-70% cnyuaes, O6e3 cumntoMoB — ipuMepHO y 20 % [9].
B 10% ciry4aeB m3menenus, ooHapyxenubsle Ha MPT ronosroro
MO3ra, MOTYT IIPEIIECTBOBATh MOSBICHUIO HEBPOJIOTMYECKUX
cumnromoB npu BB u perpeccupoBars B pe3ynsTare MeabXe-
narupytomed tepanuu [10, 11].

I_Iem,: MpeACTaBUTh KIIMHUYECKOC Ha6J'IIOHCHI/Ie peaKoro co-
yeTaHus SA3BEHHOro KoiuTa u 6oie3nu Bunscona — Konosa-
JIOBa, 06cy,I[I/ITI) BO3MOKHBIC ITATOI'CHCTUYCCKHEC MCXAHNU3MBI,
TPYAHOCTHU JUATrHOCTUKHU U 0COOEHHOCTH TCpalin B yCIIOBUAX
KOMOp6I/I,HHOFO TCUCHMUA.

Onncanne KINHUYECKOIO CIy4as

[Manuentka O. 23 net Oblia rocUTAIN3UPOBAHA B CIIe-
LUAJTU3UPOBAHHOE OTJIEIIEHUE TACTPOIHTEPOIIOTHH C PaHEE
YCTaHOBJEHHBIM TUAarHO30M — SI3BEHHBIH KOJIHT, TOTAJIbHOE
MOpa)keHHe; ¢ kKajlobaMu Ha CIIacTUYECKUe OOJIN B JIEBBIX
oTJIeax KUBOTA, TOJIOBOKPY)KEHHE, TPEMOP PYK, OOIILYIO
c11aboCTb.

W3 anamHe3a U3BECTHO, YTO C AETCTBA YacTO OoJierna mpo-
CTYZIHBIMH 3200JIeBaHUSIMU, HH(EKIIMOHHBIE 3a00JIeBaHM
nepeHocuia 6e3 ocioxHeHuH. HaciiencTBeHHOCTh 0 XPOHU-
YecKnM 3a00JIeBaHMSM He OTATOILIeHa. J[eTCTBO U MOAPOCTKO-
BBII Teproz1 ponun 6e3 0coOBIX TPaBM U onepanuii. Bpenusie
MIPUBBIYKY OTPULAET. AJUIEPTUUECKUE PEAKIUN Ha MEUKa-
MEHTBI M TIPOJIYKTHI MUTAaHKS HE BBIBICHBI. Ha npoTspkeHun
MOCJIEIHUX ABYX JIET NAI[MEHTKA aJl0BaJach Ha MEPUOIHUeE-
cKkue OO0 B )KUBOTE, YACThIE MU0/l JUApEH, HAJIMIHE KPOBU
u ciusy B cryie. OOpaTniiack K Bpady, I7e ocie MPOBeICHUS
KOJIOHOCKOITMH OBUT YCTaHOBJICH IMarHo3 sI3BEHHOT'O KOJINTa
1 Ha3HaueHa Tepamys Mecalla3HHOM C YaCTUYHBIM 3(D(PEKTOM.
INocneauuii rog oTMEYaeT yXyALIEHUE COCTOSIHUS B BUJIE IPU-
COEIUHEHUS HEBPOJIOTMUECKON CUMITOMATHKY.

Ilpu ob6credosanuu coenacho 1abopamopHbviM AHaAIUIaAM
ONpeoeANUCy Cledyiouwue UsMeHeHUs:

ACT — 112 En/n (nopma: <40 En/m).

AJIT — 101 En/n (mopma: <40 En/m).

D — 148 En/n (Hopma: 30-120 En/m).

I'TTII - 72 En/n (Hopma: <40 En/m).

OOmmit oumupyOuH — 22,5 MKMOJIB/J (IPEUMYIECTBEHHO
3a cueT npsiMoit ppaxmyn).

Hepynorutasmun — 10,5 mr/nn (Hopma: 20—-40 mr/mn).

CyTtouHas 3KcKkpenus Menu — 358 Mxr/cyT (HOp-
Mma: <100 mxr/cyr).

KoarynorpamMma: mpoTpoMOMHOBOE BpeMs B IIpeaesiax
HOPMBI.

OOmmit ananu3 kpoBH: JeiikounTsl — 11,4x10°%/1 (HOpMa:
4-9), remornooun — 108 /i1, TpomOonuTHl — 240%10%/11.

COD - 30 mm/a (Hopma: <20 MMm/4), C-peaKTUBHBIN OEIOK —
24 wmr/n (HopMma: <5), ubpunoren — 4,9 r/n (Hopma: 2—4).

®DekanbHBIA KaTbIpoTekTHH — >1000 MKr/T (HOpMa: <50).

Mapkepsl ayTOMMMYHHBIX 3a0o0JeBaHuii medeHn: ANA
HEP-2, AMA-M2, aSMA, aLKM, pANCA — B npeaenax
pedepeHCHBIX 3HAYCHH.

KoHcynbrupoBaHa okynucToM: oOHapyKeHsl kosbla Kaii-
3epa — Oneifmepa.

Koncynsrupoana HeBposiorom. B HeBpocTaryce: co3Hanue
SICHOE, OPUEHTUPOBAHA BO BPEMEHH, MECTE M COOCTBEHHOM JINY-
HocTH. [loBeneHne U CUXNYECKOe COCTOSIHUE: OTMEYaeTCs
yMepeHHas! 3aTOPMOXKEHHOCTb, CHIPKEHHE HHULIMATHBHOCTH, 9MO-
LIMOHAJIbHAS JTAOWIIBHOCTD (ITAKCHBOCTD, Pa3ipaXKUTEIBHOCTD).
Hannuwue anatnu u genpeccuBHOro GoHa ¢ aneMeHTaMu Jucdo-
pun. Koranrusaele Gpynkimu: no mxkane MMSE — 25/30 6autos
(yMepeHHOEe KOTHUTHBHOE CHIDKCHHE: HapyIIeHHs KPaTKOBpEMEH-
HOM MaMsTH, KOHLIEHTpALNH, cueTa, abCTPaKTHOTO MBILIICHHUS).
Mo mkane MoCA — 25/30 (3aTpynHEeHUs B UCTIOIHUTEIBHON
(YHKIUH, 3pUTEITHLHO-TIPOCTPAHCTBEHHOM KOHCTPYHUPOBaHUH,
namsTn). Onenka no mkane UWDRS (Unified Wilson’s Disease
Rating Scale) — 42 6anna (ymepennsle Hapymenus). [To FAB —
12/18 (ymepennas ¢ppoHTasbHast AUCHYHKIMS). MEeHUHIHaIbHbIE
3HaKM OTCYTCTBYIOT. CO CTOPOHBI YEpEITHBIX HEPBOB HapyIlICHHE
APTUKYISIIIN — U3apTpust, peduieKchl Beicokue D=S, MbIeuHsIi
TOHYC TIOBBIIIEH, TIOXO/IKa C IIOKaYMBaHUEM, B 11o3e Pombepra
TOLIATHIBAHUE, TTAJILIIEHOCOBYIO M KOJIEHO-TIATOUYHYIO IPOOY
BBITIOJIHSET ¢ MHTEHIMEH. [IpearonoKuTebHbINA T1arHos — re-
TMIaTOJICHTHKYJISIpHAs JAeTeHepanus, ApoxareibHas ¢popma. Pe-
KOMEHJIOBaHO M depeHnnpoBaTh ¢ 1eMHEITNHU3HPYIOIIM
npoueccoM. Bemonneno MPT ronosHoro Mo3ra, rie onpezeneHa
crienuduyeckas KapTuHa, xapakrepHas st BBK (puc.).

[To pe3ynbsraTram npoBeleHHBIX HCCIEIOBaHUH HE00X0-
JIMMO 1000CIIeIOBaHNE: aHAJIM3 MOYN Ha SKCKPELUIO MeJIH,
¢dubposnacromerpus neuenu, JIHK-ananm3 Ha nmovck Myranuu
B reHe ATP7B, npuem nennnmiamMuna B 1o3e 1000 mr/cyr.

Pesynerarsl: aMOyi1aTOpHO BBITIOIHIIIA PEKOMEHAANH: (HH-
Opoanacromerpus nedenu — propo3 F2 no METAVIR, crearos
S0; memb B cyTounoit Mode 358 mkr/cyt; JIHK-anamm3 Ha mouck
MyTaruu B reie ATP7B — MyTarus BbISIBICHA B TETEPO3UTOTHOM
cocrostHuH. [Torck BTopoil MyTanuu He POBOJMIICS B CBSI3U
C TIOJTHBIM COOTBETCTBUEM KIIMHMYECKOW KapTHHBI U J1abopa-
TOPHBIX JaHHBIX KpuTepusM Jlednuurckon mkanst 2001 .,
YTO TI03BOJIMJIO JIOCTOBEPHO YCTAHOBUTH IMarHo3: 00Je3Hb
Bunscona — KoHoBasioBa, cmerianHas ¢opma.



ITo xoIOHOCKOTINH: KOJIOHOCKOII IPOBEAEH B TEPMHHAIb-
HBIN OT/IeJI NO/AB3IOUIHOM KHIIKK Ha 15 cM, cimsucTast 000-
souka 6e3 ocobeHHocTel. Ha cim3ucroii 000mouke npaBbIx
OTJIEJIOB TOJICTOM KHILIKH ONPEAEISUINCH THIIEPEMHUS, OTeK,
MHOXXECTBEHHBIE MUKpoadciecchl. Cnusucrast 000souka
HUCXOJSILEH, CATMOBHTHOM M MPSIMON KUIIKH TUIIEPEMHUPO-
BaHa, OTEYHA, KOHTAKTHO KPOBOTOUYHBA, ONPEIEIISIOTCS MHO-
’)ecTBeHHbIE po3uu 10 0,7 cM B AuameTpe. 3aKiItOUeHHE:
SI3BEHHBIH KOJINT, MUHUMaJIbHAsI aKTUBHOCTH BOCIIAJICHUS
B IIPaBBIX OT/IEJIAX, YMEPEHHAsl aKTUBHOCTD B JIEBBIX OT/ENaX.
Mo raHHBIM KOMITBIOTEPHOH TOMOTpadun-IHTEpOrpadum: ray-
CTparys B JIEBBIX OT/eNax criaxeHa. OTMedaeTcs HaKOIICHHE
KOHTpAcTa TOTAJIbHO CIM3UCTON 000J0YKOH M HEpaBHOMEP-
HOE yTOJIIEHNE CTEHOK JIEBBIX OTJIEJIOB 000JOYHON KUIIKH
10 0,5 cM. YuuTsIBast KIMHUYECKUE JaHHBIE U PE3yJIbTaThl 00-
CJIEJIOBaHMS, COCTOSIHUE PAcCIieHEHO KaK CpeHEeTsDKeIast aTaKa
SI3BEHHOTO KonuTa. Hauara cucteMHast ropMOHaJIbHas Tepamus
MIPEHU30JI0HOM 13 pacyera 1 mMr/kr (60 Mr/cyT co CHIKEHH-
€M JI03bI Ha 5 MT B HEJIEIIO 10 NMOJHOM oTMeHbl). [TannenTke
C SI3BEHHBIM KOJIUTOM, TOTAJIbHBIM MTOPAKEHHEM, arpPECCHBHBIM
TeyeHHeM 3a00seBanusl, Hed((PEeKTUBHOCTHIO TEpaIny Nperna-
paramu 5-ACK, Hea(h(eKTHBHOCTBIO TEPANIMN THOILYPUHAMHU
(azaTHonprH) HEOOXOMMMO HaYaTh OMOJIOTHYECKYIO TEPAITHIO.
[Tpenaparom BbIOOpa siBIIsIeTCs Benonu3ymad. Ha gone Tepa-
MU NEHULIIIAMUHOM, HauMHas ¢ CyTOYHOM 10361 250 Mr/cyT
¢ turpauueit 10 1000 mr/cyT B TedeHue 3 Hex O KOHTPOJIEM
71a00paTopHBIX MOKa3arenei, yepes 6 Hel OTMedasach HopMau-
3anmst ypoBHs amuHoTpancdepas (AJIT 24 En/n, ACT 29 En/n)
1 CHU3MIICS YPOBEHb 3KCKPELIMH MEJIH ¢ MOUOit 10 159 MKr/cyT.
[To6ounbIX 3¢ eKToB, BKIIIOUAS IUTONCHHUIO, HE OTMEYEHO.

KomMeHTapuii: CHU)KeHHE IKCKPELH MeI O0BSICHSCTCS
crabunm3anueil ee BHyTPUTKaHEBOTO OajlaHca IPH JIOCTHKEHUN
(ha3pl IIIaTO XENMATHPYIOIIEH Tepanum.

Hesponornyueckas cMMITOMaTHKa YaCTHYHO PErPeccCHpoBa-
JIa: OTMEUCHO CHIDKEHHE BBIPRKEHHOCTH TPEMOpa, TU3apTPHU
U yly4llleHue KOOpAUHALMY 0 JaHHbIM oBTopHOro UWDRS
(31 6amn yepes 3 mec).

Karamnes. [TannenTka Habronaercst B TedeHue 13 mec.
OtmeuaeTcs cToiikas HopMaJn3anus eYeHOYHbIX (epMEHTOB,
cTabmIn3aIyst HEBPOJIIOTHUECKOTo craryca u pemuccus K.
D-neHnnmiiaMuH U BE10OIM3yMad MEPEHOCATCS YOBIETBO-
PUTENIEHO, T000UHBIX 3(P(HEKTOB HE 3apETHCTPUPOBAHO.

Obcy:xnenue

Bone3ns Bunscona — KoHoBanoBa (renatoiieHTUKYIIspHAast
JIETeHepaIyisi) — 3TO TEHETHYECKOE 3a00JIeBaHNE, CBA3aHHOE
C HapymIeHHEeM 0OMEeHa MEJU, YTO MIPUBOIUT K HAPYIICHHUIO
pabOTHI TIEUCHH U JICTEHEPATUBHBIM H3MCHCHUSM B 0a3aJIbHBIX
siIpax roJoBHOro Mosra. HakorieHue Meau B TOJIOBHOM MO3Te,
0COOCHHO B €ro 0a3aJbHBIX SIpax, IPUBOAUT K BOSHUKHOBE-
HUIO BBIPAKEHHBIX HEBPOJIOTUYECKUX CUMITOMOB [13].

s Bpaueii muarHoctuka BBK npencrasisier co6oit crox-
Hy1o 3a1a4y. ComlacHO KIIMHUYECKUM HCCIEI0BaHUM, yCTa-
HoBieHue auarno3a bBK uvacro 3anepxuBaercs Ha nepuon
otT 4 no 15 net. OOBIYHO IWATHO3 MOATBEPIKIACTCS HA CTA K
Pa3BUTHUS HEBPOJIOTHIESCKUX CHMIITOMOB W/VIJTH TIPU HATUYIAU
uuppo3sa neuenu [14, 15].

Bospact manudecrammu 3a001eBaHus BAPHUPYETCS OT 3
1o 74 net co cpeqHuM BozpactoM 13,2 rona. B npeacrasneHHoM

PucyHok. MPT naumeHtkmn O. a, 6 - CUMMETPUYHOE BUAQTEPAABHOE MOBbI-
LLIEHWE CUTHAAQ B T2 1 FLAIR OT 6a3aAbHbIX 1AE€P B OOAQCTM CKOPAYN U TO-
ACMYCOB. Takxe oTMedatoTCs Y4ACTKM QHAAOTUYHOIO M3MEHEHKMA CUTHAAQ
B CTBOAE HA YPOBHE CPEAHEro MO3rd, NPEeACTABAEHHOTO BoAee B 30AHMX
OTAEAQX (8, r). Ha dooHe AMdoddy3HOro M3MEHEHMS CUTHAAQ OT MOKPbILLIKM
CPEAHENO MO3ra OTMEYAETCH HOPMATUBHBIM CUTHAA OT KPACHbIX 1A€P (B)
KITMHUYECKOM CJTy4ae MepBble CHMITOMBI OSIBIIUCH B BO3pPac-
Te 23 net. 3ajepKKa B JUArHOCTHKE 00YCIIOBIICHA B IIEPBYIO
ouepeab JIUTEIbHBIM OTCYyTCTBUEM CUMITOMOB, a TAKXKe
MOJIMMOP(PU3MOM CUMIITOMOB, pa3HooOpa3ueM (PeHOTUITH-
YECKUX MPOSBICHUI U MHOTOO0Opa3reM KIHHUICCKUX (HOpM
3a00JeBaHus, KaK YKa3aHO B vccienoBanusx [14, 16, 17].

Panee nmpoBonuMble HCCeOBaHNUS TOKA3AIU, YTO KIIMHUYE-
ckuit perorun BBK BriIFO9aeT mopaxeHue He TOIBKO NICYCHH,
HO ¥ JIPYTUX CHCTEM OpraHu3Ma, TAaKUX KaK LEHTpalbHasi HepB-
Hasl CUCTeMa M KOCTHO-MBIIICYHASI CUCTEMA, YTO MO3BOJISICT
paccMaTpuBaTh ee Kak MyJbTHCHCTEMHOE 3a0oseBanue [18].

B naHHOM KIMHHYECKOM MpUMeEpE Y MalUeHTKU OTMeda-
JINCh CUMIITOMBI SI3BEHHOTO KOJIUTA C MOCIEIYIOIIUM MPUCO-
€MHEHHEM HEBPOJIOTHUYECKUX U MIEYEHOYHBIX PacCTPOMCTB.
B nccnenoBanuu MHOCTPAHHBIX KOJUIET MPOBOAMIICS aHAIM3
JUTEPATYPHI U 00CYkICHIE BO3MOXKHOM CBA3M MEXKITY AByMS
penkuMu 3a00JICBaHUSIMA Ha MIPHMEPE KITMHHIESCKOTO CITydast
17-neTHel MalMeHTKH, y KOTOPOU 4epe3 TpHU roja Mocie Ha-
yana K pa3zBunace TspKenas neueHoyHasi HeI0CTaTOYHOCTh
n ObLT ycTaHoBieH auarHo3 bBK.

HecmoTps Ha OTCYTCTBHE JOKA3aTEIBCTB OOIETO TCHETH-
yeckoro ¢oHa mexy BBK u SK, 00cyxnaroTcs BO3MOKHBIE
MaTOreHETUYECKUE MEXaHU3Mbl UX B3auMoJieiicTBHsA. Bo-
MEPBBIX, MEJIb SIBISETCS] AKTUBHBIM KOMIIOHEHTOM aHTHUOK-
CHUJIaHTHBIX (DEPMEHTOB (HAIIpUMED, CYIEPOKCHIINCMYTa3bl),
YYacTBYIOIIMX B PETYJISILIMUA BOCHAIMTENILHOTO oTBeTa. M3Me-
HEHUE ee KOHIIEHTPaLMK1 MOXKET BIIMSATh Ha TEYCHUE BOCIIAIIH-
TENBHBIX 3200JI€BaHUI KHIIEYHUKA. BO-BTOPHIX, Y MAIIMEHTOB
¢ SJIK B (haze 000CTpeHUs MOXKET HAOTIONATHCS YMEPEHHOE
MOBBIILICHHUE YPOBHS ME/IU B CHIBOPOTKE, BEPOATHO, KaK Pe3yJib-
TaT CUCTEMHOro BocnalieHusa. Kpome toro, nepysnomniazMuH
SIBIISICTCSI OSITKOM OCTPOH (ha3bl, M €r0 YPOBEHb MOXKET OBITH



MOBBIIIEH NPU aKTUBHOM BOCIAJIEHHUH, YTO, B CBOIO OYEpEb,
CIOCOOHO MAaCKHPOBaTh NCTHHHO CHUXKEHHOE COJIEpKaHNe
uepynomuiazmuna npu bBK.

OOBIYHO TIEepBEIM J1abopaTopHbIM npr3HakoM bBK sBisercs
NEPUOINYECKOE YMEPEHHOE MOBBIIIEHUE YPOBHS TPAHCAMU-
Ha3 B KPOBH, a NEPBBIM KIIMHUYECKUM IIPU3HAKOM — CJIETKa
yBeJIMYeHHbIE pa3Mepsl neuenu [15]. B paccmarpuBaeMom
cily4ae TaKke HaOIIonaIoch MoBkieHne Tpancamunas (ACT
112 En/n, AJIT 101 En/i) u cHIXEeHHE YPOBHS LIepyJIoILIas-
MHUHa B KpoBH 10 10,5 Mr/m.

Jnst cranapTH3anyy AMarHoCTUKY U OOBEKTUBHOMN OIICH-
k1 nanueHToB ¢ bBK ucnonesyercs GanibHast orieHOYHas
1IKaJia, 3BecTHas Kak Jlednuurckas mkana. OHa y4UTHIBaET
cnenuduyecKkue XapakTepUCTHKH 3a00JIeBaHUS, TAKUE KaK
HaJIM4Me KOJIbIEBbIX oOpa3zoBanuil Kaitzepa — dreitmepa,
oTpuuaresbHas peakius Kymbca B ciryyae reMOIMTHYECKOM
aHEMUH, HEBPOJIOTUYECKUE U ICUXUUECKHE CUMIITOMBI, U3-
MmeneHust Ha MPT, conepkanue nepynomnnasMuHa U Meau
B CBIBOPOTKE KPOBH, IKCKPELH MEAU C MOYOi! B TeueHue 24 u,
a Takxe aHanu3 mytauuii rena ATP7B [16,17].

B onmnceiBaeMOM KIIMHUYECKOM Clydae y HalueHTKH ObUTH
BBISIBJICHBI CIIEYIOLIME XapaKTePHCTUKH, YKa3bIBaIOIIHE Ha 00-
ne3Hb Bunibcona — KoHoBasoBa: pu UCTIOAb30BaHUY ILENIEBON
JaMnbl oOHapykeHbl Konbua Kaiizepa — @ueiimepa. [1pu npo-
Be/leHNH (pHOPOITACTOMETPHH NIEYECHH BBISIBICHBI CUMITTOMBI
¢ubpo3sa crenenu F2 o mkane METAVIR u oTcyTcTBUHE
JKUpOBOH uctpodu nedeHH (S 0). AHaIN3 CyTOYHOH MOYH
TI0Ka3aJ MOBBIICHHBIH ypoBeHb Meu — 358 Mxr/cyT. Ha MPT
BBISIBJICHA CcrielduyecKas KapTHHa, XapakrepHas aist BBK
(onmcano Beimie). Takke reHETHYECKUI aHAIU3 TIOATBEPIHIT
HaJU4Ke reTepo3uroTHol Myranuu B rene ATP7B.

Kpome Toro, Ha 0CHOBaHUU KIIMHUYECKHUX JAaHHBIX, a TaK-
JKe pe3yJIbTaToB JIA0OPATOPHBIX U MHCTPYMEHTAJIbHBIX HC-
CII€JOBaHUMN, BKIIIOYasi KOJIOHOCKOIIHIO U KOMIIBIOTEPHYIO
TOMOrpaguIo-3HTEporpaduIo, y MarueHTKH ObUT yCTaHOBIEH
JIMarHO3 SI3B€HHOTO KOJIUTA, KaK YK€ yIIOMHHANOCh paHee. Ha-
JIMYKE TAHHON KOMOPOWIHOM MaTONIOTHH Y OJJHOTO U TOTO 7K€
ManyeHTa MOXeT OBITh coBmaaeHueM [19].

Jleuenue manyeHToB ¢ Oorne3Hbr0 Buiibcona — Konosasosa
oAOHpaeTCsl MHANBUIYaJIbHO C YIETOM CTETICHH OPTaHHBIX
HapyLIEHUN U BKJIIOUAET JUETOTEPAINHNIO, a TAKKE MEAHKa-
MEHTO3HBIE U HEMEIMKaMEHTO3HBIE MOAX0AbL. Pexomenyercs
OTPaHUYMTB MPONYKTHI, Oorarbie Meabio. OCHOBY Teparuu
COCTABJISIIOT NIpernapaTsl, ClIOCOOCTBYIONINE BHIBEACHHUIO
Meau, Takue Kak D-neHunuinaMuH, KOTOPbIA 0CTaeTcs 30-
J0ThIM cTannapToM jedeHust bBK, a taxoke mpenaparsl UHKa,
KOTOPBIC HHTUOUPYIOT KHUIICYHYIO a0COpOIHI0 Meau. DTH
Mpenaparsl Ha3HAYAIOTCS MOXKU3HEHHO B aJIEKBaTHBIX 103aX.
IIpu ycnoBuM BBICOKOTO KOMITIA€HCA CO CTOPOHBI NAI[EHTOB
TIOJIOKUTEIBHBIN 3QQEKT JieueHus HalIonaeTcs yxe yepes
6—12 mec [14, 20].

IIpumeHeHue npenapaToB HUHKA npu coueTanuu bBK
u SK tpebyer nHAMBUIYyaILHOTO TTOAX0Ma. HecMotps
Ha TO YTO LIUHK MOXET PacCMaTpUBaThCs KaK KOMIOHEHT
nopaepxkuBaronieii tepanuu BBK, ocobeHHO mpu merkux
(dopmax 3a00JIeBaHMSI MJIM HETIEPEHOCUMOCTH XEJIaTOPOB
Me€ZIH, €T0 Ha3HAUEHHE y MAl[UEHTOB C aKTUBHBIM SI3BEHHBIM
KOJIUTOM OTPaHUYEHO.

BocnanurensHble HI3MEHEHHs! CIIM3UCTON 000JIOUKH TOIICTOH
KHUIIKU U JUAPEHHBII CHHIPOM MOTYT HapyIlaTh BCachIBaHUE
[IMHKA, @ BBICOKHE JIO3bI CIIOCOOHBI YCYT'YOJISITh CHMITTOMBI
CO CTOPOHBI JKETyIOYHO-KHIIIEYHOIO TpakTa. B npencraBieHHOM
KJIMHUYECKOM CIIydae, C y4eTOM BBIpaXKeHHOI akTuBHOCTH SIK
¥ HaJIM4YUs arpeCcCHUBHOTO TEYCHUS, LIEIECO00Pa3HbIM OBLIO
Ha3HauyeHue D-neHniaMrHa Kak Ipernapara InepBoii JIMHHUN.
Bormpoc 0 BKiIIOUeHNH LIHKa MOXET OBITH pacCMOTpEH B (hase
pemuccun SK Kak 37eMeHT JUIMTeNbHON MoJIep KUBAIOIIEH
TEpaITiy IPU HAIMYNH XOPOIIeH NEPEHOCHMOCTH U T10/1 KOHTPO-
J1eM OMOXMMHYECKHUX TToKazareliel. B jaHHOM KiMHHYEeCcKoM city-
Yae MalMeHTKe TakKe ObUT Ha3HaueH NeHULIUTaMIH, Ha (JOHE
KOTOPOTO OTMEUAJIUCh YIYUIIEHUE COCTOSIHUS 1 HOpMaITH3aIys
11a00paTOPHBIX ITOKa3aresiel, BKIII0Yasl YPOBHU TPaHCAMHHA3
B KPOBH U 9KCKPELUIO MeIH ¢ MO4Ooil. BaxkHO 0TMETHTSB, UTO
B CBSI3U C KOMOPOHIHBIM arpeCCHBHBIM SI3BEHHBIM KOJINTOM
MAIMEHTKE JIOMOIHUTENBHO Oblila Ha3HauYeHa TOPMOHAIIbHAS
Teparys, Tepanus QUTOCTaTUKaMH, a TaKKe BBUY HEJJOCTa-
TOYHOM 3(PEKTUBHOCTH ITUX MPENapaToB ObLIA MOIKITIOUEHA
Ouonormyeckas Tepanus (Benonusymao).

Coueranue bBK u SK npeanonaraer Bo3MOXKHBIE aTOre-
HETHUYECKHE U TEPANIEBTHIECKHE IEPEKPECTHBIE SBIICHHUS, YTO
TpebyeT 0co00ro KIMHUYECKOr0 BHUMAHUS U MEXKIUCIIUILII-
HApHOTO MOAXO0AA.

JlonomHuTeNbHBIA HHTEPEC PEACTABISIOT KINHUYECKHE
HaOIII0/IeHus], OTTMCcaHHbIe B uTeparype. B padore Kunizaki
u coast. (2024) onucan ciay4aid pa3BuTus 6osie3nn Bubco-
Ha — KoHoBasioBa Ha (hoHE paHee YCTaHOBJICHHOTO SI3BEHHOTO
KOJIMTA, YTO HOATBEPXKIACT BO3MOKHOCTh OOPaTHOM IocIie-
JTIOBaTEIBHOCTH MaHU(ECTAIUH STHX 3a0oneBanwii [21]. Dto
MOTYEpKHUBAET HEOOXOINMOCTh HACTOPOKEHHOCTH B OTHO-
mennn bBK y maruenros ¢ SIK, ocobeHHo mpu nposiBiaeHun
HEBPOJIOTMYECKHUX CHMITTOMOB T OMOXHMMHYECKUX TIPU3HAKOB
LUTONN3a ¥ THIOLEPY/IOIUIa3MUHEMHH.

Kpome Toro, cymiecTByer yka3aHue Ha HOTEHLIHAIBHYIO CBI3b
MEX/Ly XeNaTupylomiei Tepanueil 1 pa3BUTHEM BOCTIAJIUTEIBHBIX
3aboneBanmii kumeynuka. Tak, Boga u coasr. (2015) omucanu
Pa3BUTHE S3BEHHOTO KOJIUTA Y MTAIMEHTa, MOJTYYaroIIero TPUEHTHH,
YTO MOXXET YKa3bIBaTh Ha POJIb OT/ACIBHBIX XEJIATOPOB B IIPOBO-
Kalli{ BOCTIAJIMTENBHBIX PEAKIUH CIIM3UCTON 000JI0YKY KHUIIIeY-
HUKa [22]. DTO 00CTOATETBCTBO BXKHO YUUTHIBATE ITPU BEIOOPE
Teparuy y NalueHTOB ¢ yxe cymecTyromuM nopaxenueM XKKT.

3akiouenne

[IpencraBneHHbIN KIMHUYECKUH ciTydail coueTanus 00-
ne3Hu Bunibcona — KoHOBanoBa U sI3BEHHOTO KOJIUTA JEMOH-
CTpHUPYET PEAKYI0, HO BaXHYIO JUIsSl IPAKTUKYIOIIEro Bpada
CUTYaLUI0, IPU KOTOPOIl MYJIBTUCHCTEMHOE T€HETUYECKOE 3a-
GorneBaHne MOXET MaCKMPOBATHCS 110]] 60JIee pacrpoCcTpaHeH-
HYIO [TaTOJIOTHIO — BOCIAJIMTEIbHOE 3a00JIeBaHNe KUIIIEUHHUKA.
Hecmotps Ha 0TCYTCTBHE YCTaHOBIICHHBIX TATOTEHETUUECKUX
CBsI3ell MeX/Iy IBYMsI HO30JIOTUSIMU, UX NapaIeNbHOE TEUCHUE
TpedyeT 0c000ro BHUMaHUs K JUarHOCTUKE, BEIOOPY Tepannuu
1 MOHHUTOPUHTY OOOYHBIX 3()(EKTOB JIeUEHHUSI.

Juarno3 BBK nomxken paccmarpuBarbcs y HallUEHTOB
¢ SK ¥ CTOMKMM LUTOIUTHYECKUM CHHIPOMOM, CHIXKCHHBIM
YPOBHEM LiepyJIOIIa3MUHA, MOSIBICHIEM HEBPOIOTHUECKON
CUMIITOMATHKH U Bu3yanu3anue kosnen Kaiizepa — Oneitmepa.



B ycnoBusix ccTeMHOT0 BOCHANICHUSI HHTEPIIPETALIMS MapKe-
POB MeTaboIM3Ma MEIM MOKET OBITh 3aTPyIHEHA, 9TO TpeOyeT
HCIIOIb30BaHMS KOMITJIEKCHOM OIICHKH 10 TiKaje Jlenmmura.
Benenune manueHTOB ¢ KOMOPOHUIHBIM TCUYCHUECM
BBK u SIK TpeOyeT MyIbTUAMCIUINIMHAPHOTO OIX0/1a
Y MHAMBUIyaJU3alUU Tepanuu. D-NeHnIIIaMIH OCTaeTCst
npenaparoM Beioopa nipu BBK, Ho Tpebyet mabopatopHOro KoH-
TPOJIS U3-32 PUCKA LIMTONIEHUI U ayTOUMMYHHBIX OCJIOXKHEHUH.
B ciyuae pedpaxreproro SIK omnpapnano HazHaueHHE OHOIIO-
THYECKUX MPENapaToB, TAKUX KaK BEIOIN3yMad, 0018 Tarommux
BBICOKOH (p(heKTUBHOCTBIO U XOPOIICH MIEPEHOCUMOCTHIO IIPU
OTCYTCTBMH HETaTUBHOTO BIUsiHUA Ha TeueHre bBK.
Knuanueckoe nocinanue. KoMOMHAIUS S3BEHHOTO KOJINTA
u Oone3nn Bunbcona — KoHoBanoBa — pegkoe, HO OTCH-
LHUAJIbHO HEIOOLICHEHHOE COUeTaHue, P KOTOPOM PaHHSS
JIMAarHOCTUKA U KOOPAUHALMS MEXAY ClelUaIUCTaMU M0~
3BOJISIIOT JOCTUYD KIMHUYECKON PEMUCCUH U TPEAOTBPATUTH
MPOTpeCcCUpPOBaHUe 000uX 3a00IcBaHUl. YUYNUTHIBAs BO3-
MOXKHOCTb IIEPEKPECTHBIX BIMSHUNA B IATOTEHE3€ U TEPaIlnHy,
TaKWe MalUCHTHI TPEOYIOT 0CO00Tr0 KIIMHINYECKOTO BHUMAHWUSL.
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