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AHHoTanusi. B cratbe mpencraBieHa HaKOIDIEHHAs 3a TOCIEAHHWE TOAsl WHGOPMAIMI O OMOXUMHYECKOW PpOIH
MHKPORJIEMEHTAa MEIW, KOTOpas SBIACTCSA KaTaJUTHYCCKHUM KOMIIOHEHTOM psia (QEpMEHTOB U CTPYKTYPHBIM
KOMIIOHCHTOM Ba)KHBIX OCJIKOB, & TAKXKE YUaCTHE MEIbCOCPIKAIIIEero Oeika — IIepyJIOIIa3MHIHA B IEPEHOCE XUMUIECKOTO
3JIEMEHTa OT Pa3IMYHBIX OPraHOB. B pe3ynbraTe TOYCUHBIX TCHETUUCCKUX MYTAI[Hi MOTYT MPOUCXOAUTH MOAUGDUKAITUH
B cocTaBe ()epPMEHTOB, IPUBOIAIINE K HAPYIICHUIO (PYHKITHOHUPOBAHHUS [IECPYJIOMIA3MHHA U €r0 SKCKPEIIUU U3 TKAHCH.
DT10 BieueT 3a co00il M3MEHEHHe FOMEOCTa3a MEIM B OpraHu3Me, U XUMUYECKUH 2JIEMEHT HaYHET HAKaIUIUBATHCA BO
BHYTPEHHUX OpraHax. B BBICOKMX KOHIIGHTPAIMSIX HOHBI MEAH CTAaHOBATCS BBICOKOTOKCHYHBIMH W BBI3BIBAIOT
OMOIIOTUYECKUE NEeCTPYKTHBHBIC U3MEHEHHsI OpPTraHoOB. B craThe paccMmarpuBaeTcs remaronepeOpanbHas JucTpodus 1
OMOXMMHUYECKUE W3MCHEHUS B OpraHusMe Inpu Oome3Hn Bunbcona-KoHoBamoBa, ee STHONOTHS W TaTOTCHES.
PacnpoctpaneHHOCTh 3TOTO 3abo0neBaHms mo maHHBIM Orphanet cocraBmser 1-9 ciydae Ha 100000 HacemeHws.
Kimandeckue cHMIITOMBI HanbOoliee BEIPaKEHBI y MAIlMEHTOB-TOMO3HUIOT, HMEIOMINX 2 HIACHTUYHBIC MYTAIlH{, OJHAKO
qame BCTPEYAIOTCS JIIOIM, WMCIOIIHE pa3IMYHble MYTallid B TOMOJIOTHYHBIX XpomocoMaX. CrennpudeckuMu
cumnromamu Oone3nn Bunbpcona-Konoanosa seisttorest Konbio Kaiizepa — ®@uefimepa, nmpokcuManbHas KaHATbIIEBAs
nmucyHkus (cuaapoM PaHKOHN) U CMETIaHHAS JKEITyXa TeMOJIHTHKO -TIAPCHXUMATO3HOTO THIIA.

KiroueBbie croBa: Menb, OMOXMMHUYECKas pOJb, LEPYJIOIUIa3MHH, Oose3Hb BuibcoHa KoHOBanoBa, TpaHCIOPTHBIN
6enok, n30eIToK Menu, AT®d-as3er 7B.
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Annotation. The article presents the information accumulated in recent years on the biochemical role of the trace element
copper, which is a catalytic component of a number of enzymes and a structural component of important proteins. Also
the copper-containing protein- ceruloplasmin participates in the transfer of the chemical element from various organs.
Modifications in the composition of enzymes can occur due to point genetic mutations. This leads to impaired
ceruloplasmin function and its excretion from tissues. This will cause a change in the homeostasis of copper in the body,
and the chemical element will begin to accumulate in internal organs. Copper ions become highly toxic and cause
biological destructive changes in organs in high concentrations. The article deals with hepatocerebral dystrophy and
biochemical changes in the body in Wilson Konovalov disease, its etiology and pathogenesis. The prevalence of this
disease according to Orphanet is 1-9 cases per 100000 populations. Clinical symptoms are most severe in homozygous
patients with 2 identical mutations, but individuals with different mutations in homologous chromosomes are more
common. The specific symptoms of Wilson Konovalov disease are Kaiser-Fleischer Ring, proximal tubule dysfunction
(Fanconi syndrome), and mixed jaundice of the hemolytic-parenchymatous type.
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BBenenue

B cocraBe kieTOK OpraHn3ma 4ejJoBEKa COJIEPKUTCS MHOXECTBO XMMHYECKUX BELIECTB,
KOTOPBIE MOXHO Pa3/IeUTh Ha JIBE OOJBIINE TPYIIIBL: OpraHnyecKue 1 Heopraunyeckue. [locnennue
MOKHO MOJPA3AEIUTh HA MaKpO, MUKPO MU YJIbTPAMHUKPONIEMEHTHl. OIHUMH U3 3CCEHLUAIbHBIX
MHUKPO3JIEMEHTOB SIBJIIOTCS ME/Ib, JKeJle30, MapraHen 1 Moyin6ieH. OHU BXOJAT B COCTaB OOJIBIIOTO
KonnyectBa (epMEHTOB M OenkoB. Menb COAEPKUTCS B OpraHax dejoBeKa B OYEHb MajioM
kosnmyectBe. CyTouHas HopMa Jjist B3pocibix coctaBisieT 30 Mkr\kr, a mis geteit — 40 Mxr\kr. Ona
COJZIEPKUTCSL B METAJUIOCOEpKaleM (pepMeHTe- CYIepOKCHIAMCMYTa3e, KOTOPbIM IpeaoTBpaliaeT
OTPULIATEIIBHOE BO3JE€HCTBUE CBOOOJHBIX PAJAMKAIOB HAa IUTOIUIA3My KIETOK, B AodamMHuH-[B-
THJIpOKCHIIa3e, oOecrieunBas CHHTE3 HEHPOMEAUaTOPOB, HEOOXOIMMBIX JJISl IPOBEACHUSI HEPBHOTO
uMmnyiasca B cuHamnce. (OOecneuMBaeT HOPMalbHYIO pabOTy HEpBHOM, MOYENOJOBOM H
[IUIIEBAPUTEIBHON CUCTEM.

Iean uccaenoBanus

Llenpt0 HAyYHOH CTAThU SBJISETCS PACCMOTPEHHUE MPOLIECCOB OOMEHA MEIU B OPTaHU3ME C
ydacTUeM LepyJIOIUIa3MUHa, U OMOXMMHUYECKUX U3MEHEHUHN IPU HAKOIIEHUH HM30BITOYHBIX HOHOB
MEJ/IM B pe3yJibTaTe HapyIIEHUs IPOLECCOB METa00IU3Ma.

Marepunajbl M1 METOABI HCCJICAOBAHUS

Menp nonagaer B OpraHu3M BMECTE C MUILEH U BCAChIBAETCS B KUILIEYHUKE, TI€ C TTOMOILBIO
o6enka DMT1 momagaer B 3HTEpPOLMT M TpaHcHmopTupyercs B anmapaT ['ombmxu. B anmapare
["onb/KM IPU HAKOIIJIGHWH MOHOB MeTajula cuHTesupyercs pepmenT ATdPa3a 7A. OH yyacTByeT B
BBIBeJICHUHU Meau (c 3aTparoil aJieHO3UHTPU(POCHATOB) U3 KIETKH B OOLIMI KPOBOTOK B KOMILIEKCE
¢ anbOyMHMHOM M TpaHCKynpuHOM. Ilocie yero uepes BOPOTHYIO BEHY M€Ib MONAJAET B MEYEHbD.
Uepes MemOpaHy remaToluTa MeIb NPOXOJUT C MoMoIbio Oenka-tpancrnoptepa Ctrl. UToOsl
IIPEIOTBPATUTE AKKYMYJSILIUIO MEAW BHYTPU II€YEHHM AaKTUBU3HUPYIOTCS SIMMHUHAILMOHHBIE
mexaHu3Mbl. depment ATdaza 7B yuacTByeT B 00pa3oBaHMM aKTMBHOH (hOPMBI 1epysI0IIa3MUHA
U3 ano-LepyJsonaa3MrHa, a TakKe IPUCOEINHSET Me/lb K O€JKy, BBICBOOOXK 1asl €€ U3 TeMaTOLUTOB C
najbHEeHIIei SKcKperrent ¢ xémupto [1, ¢.1254-1259].

OnHMM W3 KIIIOYEBBIX DIIEMEHTOB OOMEHa Menu SBISETCA LEpYNOIUIa3MUH- 3TO
MeIbCOoIepKaIUi 02— IITMKOMPOTEH/I, B COCTaB KOTOPTO BXOAT: aMMHOKHUCIIOTBI, YTJIEBOIbI U HOHBI
Mmenu. benkoBast yacTh MOJIEKyITBI TOMOJIOTHYHA MOJIeKyIie (hakTopa V cBepThIBaHHs KpoBH [2, ¢.180-
189]. YrneBomHas 4acTh COCTOMT W3 TIIIOKO3aMHHA, JIAKTO3BI, MaJbTO3bl, ()YKO3bl M CHAIOBON
KHCIIOTHl. B aKTUBHBIX ILIEHTpax LEpyJoMja3MUHA COAEPKHUTCA IIeCTh aToMOB Meau. OHu
MOJIPa3eISIFOTCS HAa TPH OCHOBHBIC TPYIIbI: HOHBI | THIT MMeeT YeThipe auranaa (Ba aroma a3oTa
MMHIA30JIbHOTO KOJIblIa THCTUAWHA, aToM cepbl nucrenHa u meruonuna). Monst Il u Il Tuma B

KauCCTBC JIMT'AHIO0B UMCIOT YCTBIPC aTOMa a30Ta UMHA30JIbHBIX KOJICH TUMCTUANHA.



BHyTpr MoOnekynbl LenypoIuIa3MHMHA HOHBI MEIHM TPAHCIOPTUPYIOTCA MEXAY AKTUBHBIMH
neHTpaMu. Boiaenstor Tpu Buaa aktuBHbIX LEeHTpoB: T1Cu- cunme, T2Cu- He cunue, T3Cu-
OusaepHbie. JTOT Hpolecc MpoTekaeT B 7 craiauil. BHayane mpoMcxoauT BOCCTAHOBICHHE:. (B
CHHMX LICHTpa U MOH JKeJe3a +2 BOCCTaHABJIMBAETCA 0 MOHA Xkeie3a +3. Jlanee aBa 1eKTpoHa OT
nepeoro TICu um Fet+2 BoccranaBnuBawoT OwusinepHbiii 1eHTp. Ilocne wero ¢ ocraBierocs
BOCCTaBJICHHOTO cHHero 1eHTpa u reHtp T3Cu anekTponsl nepeHocsTes Ha ueHtp T2Cu [2, ¢ 104-
108.].

Morekynbl LepyJoIa3MUHa SIBJISIOTCSA IJIABHBIMU  O€JIKaMU-TIEpEHOCUMKAMHU MEIU B
opranusme. Hapymenus, BO3HUKAKOIUE B 3TOM CUCTEME, SIBISAIOTCA NMPUYMHOM MATOJIOIMYECKHX
IIPOLIECCOB, CBSA3aHHBIX C HAKOIIJICHUEM MOHOB MEIU B OPTaHU3ME U €r0 TOKCUYECKUM JEHCTBUEM.
OnHUM W3 TaKWX HapyIIEHHWH SBISIETCS renaTornepedpanbHas nuctpodus wim 6one3Hb Buibcona-
Konosanosga.

bonesnp Buinbcona-KoHoBanoBa- Tskenoe ayTOoCOMHO-pelieccuBHOe 3abosneBanue. OHO
BO3HHMKAeT M3-3a ToueyHOM MmyTtamuu B 13 xpomocome rena ATP7B. AmMuHOKHCIOTa TUCTHUAMH
3aMeHseTCS Ha DIyraMuHOBYIO kucioty [3, ¢.81]. Hapymaercs cunte3 Oenka ATdaza 7B,
HE00XO0AUMOTO JJIsl CBSI3bIBAHUS MEJIU C LEPYJIOMIIa3MUHOM, U BbIBEIeHHE MeAU U3 opranusma. OHa
HAKaIlJIMBAETCsl B IIEYEHU, TOJIOBHOM MO3I€E, CEJIE3EHKE, IIOYKAX, POTOBULE, XPYCTAIMUKE Ia3a U
ApYyruX BHYTPEHHHX OpraHax, Hapymas uX (yHKIMOHMPOBAHWE W BBI3BIBAS HEKPOTHYECKHE
IIPOLIECCHI.

Knuanyeckre cuMnToMsl 3a0osieBaHUsl HanOoJiee BBIPAXKEHBI Y TOMO3UIOTHBIX HOCUTENEH
myTtanuu. Ilpu reTepo3UroTHOCTH KIMHUYECKHE CHMIITOMBI 3a00J€BaHMA y HMHIUBUAyyMa He
MIPOSBIISIIOTCS, HO OHU MOTYT ITPOSIBUTHCS y MOJIOBUHBI €ro moToMcTBa. Hanbonee pacrpocrpaneHHas
¢dbopMa HacieAoBaHUA — 3TO KOMMAYHATE€TEPO3UTOTHOCTh — HAJIMYUE PA3INMYHbIX MYTalluu B
TOMOJIOTMYHBIX XPOMOCOMAX, Ka)K/1asl U3 KOTOPBIX YHACJIEI0BaHa OT OJJHOTO U3 POJUTENEH.

buoxummueckue m3MeHeHus npu Oosne3sHu Buiibcona KoHoBanoBa 3aTparuBaroT KakIyro
KJIeTKy opraHusMa. MoHbl Menu (QUKCHpYIOTCS Ha MeMOpaHe SpPUTPOIMTOB, U3MEHSAS OEIKOBO-
JIUIHU/IHBIE KOMIUIEKCHI, ¥ YBEJIMYUBAIOT IPOHUIIAEMOCTh MEMOPaHbl U OCMOTUYECKYIO XPYIKOCTh. B
pe3yJbTaTe CHUXaeTcs 1e(OpMUPYEMOCTb IPUTPOLIUTOB, UTO MOKET MMPUBECTH K TEMOJIN3Y KIIETOK.

M3MeHeHNns B TOYKaxX CBA3AHBI C OTVIOXKEHUEM MEU B IIPOKCUMAJIbHBIX U3BUTBIX KAHAJIBIIAX,
YTO NPUBOAMT K MOBpEXJEHUIO Oa3anbHbIX MeMmOpaHn karcynbl LlymnsHckoro-boymena. 3arem
pa3BuUBaeTCs IpOKCUMajbHas KaHaiblieBass MUCOYHKIMSA (cuHApoM (DaHKOHHM), MPOSIBIISIOMIASCS
aMHMHOALUypHeH, TII0K0o3ypHei, Tunepdocdarypueil 1 runepkaabuypuei.

HoHbl Mein Tak)Ke HAaKaIUIMBAIOTCS B BUJIE KOJIbIIEOOPa3HBIX CTPYKTYP BOKPYT Pay>KKH I1a3
Ha rpanmiie porosuiibl U ckiepsl. 1o Kombio Kaiizepa — dreifiepa nMeeT KOpUYHEBBIN LIBET C

3eJIEHBIMH M JKENTBIMA OTTeHKamMu. Ha paHHUX CTaauAaAX €ro MOKHO OIpCACIUTbE IIPU
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odrampMockonuu, Ha OoJsiee MO3AHUX CTAAUIX MOXKHO OMPEEIUTh U HEBOOPY>KEHHBIM IJ1a30M.

VY manueHToB ¢ 00Je3HBI0 Buibcona-KoHOBamoBa MOXKET BCTpEUaThCsl JTH000€ MOpaKEHUE
nedeHu. Cepbe3Hble HAPYIICHUSI BOSHUKAIOT B CUCTEME 00pa30BaHUS MEPBUYHBIX JKEITYHBIX KUCIIOT.
OTO MNPOUCXOAUT U3-32 M3MEHEHHS IIOCIENIOBAaTEIIbHOCTH CHHTE3a, B pe3ylbTare 4Yero
HAKaIlJIMBAIOTCA TMPOMEXKYTOUHbIE METAa0OJMUThI: TJIMLIHWHOBBIE UM TaypUHOBBIE KOHBIOTATHI,
ATUMHUYHBIC KEITYHBbIC CIUPTHI, CyIb()AaTUIBI U TIOKYPOHUbI. JlaHHBIC HAPYIIEHUs HAOIIOIAI0TCS
npu  3B-ruapokcu-AS  -C27-cTepouOKCHPEyKTa3HOH  HEIOCTATOYHOCTH.  BTOpWYHBIHA
MeTabonuTuyecKkuil neeKT CUHTe3a JKeTYHbIX KUCIOT HasbiBaeTcss Cunnupom llenbBerepa, oH ke
OyzeT cBsi3aH ¢ O0JIE3HBIO MEPOKCUCOMHOTO0 Ounorenesa [4, ¢. 35-40].

KoHueHnTpanusi HOHOB MeIM OKa3bIBaeT OOJbIIOE BIMSHHUE HAa pabOTy HEPBHOW CHCTEMBI.
Honbl MeTamia BXOJAT B cOCTaB J0(aMUH-P-THAPOKCHUIIA3bI, KOTOPask YYaCTBYET B IPEBpALICHHUE
nodamuna, ackopbara u KucIopoaa B HOpImUHEDPHH, Aeruapoackopdar u Boay. Takxke Melb
MpeIoXpaHsieT HEHPOHBI OT HIKCAUTOTOKCHYECKOTO ASHCTBHS BO30OYKIAIOIIEro HEUPOTPaHCMHUTTEpa-
riyramara. [Ipu 3aboneBanun Buiibcona-KoHnoBanoBa, He CBsi3aHHas ¢ LEPYJIOIUIa3MUHOM MEb
ABIgeTCs HeHpoTOokcHuHOM. OHa CBOOOAHO MOXET IMPOHMKATh uepe3 TIeMaTo3HLedaTnuecKuit
Oappep B CIMHHONH M TOJIOBHOW MO3I M BBI3BIBATh OKHCIUTENBHBIN CTpPECC, CBSI3aHHBIA C
B3aumojeicTBueM meau ¢ Oeinkamu AB u Tau [5, c.44]. Tokcuueckoe ICHCTBHE YBEINYHUBACT
OKHCJIUTENbHBIC TMOBpexAcHUs aunuaoB, OenxkoB u JIHK, BbI3bIBas HelpojereHepaTUBHBIC
paccTpoicTBa, TaKHMe KaK PaCcCEesIHHBIN Ckiepo3, Oonie3Hb [lapkuHcoHa, 0one3Hh XaHTHUHITOHA,
0071e3Hb ATbIreriMepa. M30bITOK MeU TakKe HapyIIaeT CIOCOOHOCTh KIETOK MUKPOTIIUHU BBIICTSTh
OKCH/JI a30Ta, U3JMIIKUA KOTOPOrO CMEIAET PeAOKC-TIOTEHIHAN B MPOOKCUAAHTHYIO CTOPOHY. DTO
NPUBOJUT K YMEHBIICHUIO CKOPOCTH OTBETHOM peakiMi HEPBHOM cHCTeMbl opranu3ma [6, €.1929-
1938].

Tokcuueckoe neicTBUE M30BITKA MEAM OKa3bIBAET BO3/CHCTBHE HA 3aIUTHBIE MEXaHU3MBI,
KOTOpbIe 00€CIeYrBaeT CYNepOKCUIANCMYTa3a — OJIMH U3 OCHOBHBIX (DEpPMEHTOB aHTUOKCHIaHTHOM
CUCTEMBI. JTa CCTEMa COCTOUT U3 METAUI0(EPMEHTOB, KOTOPbHIE MOKHO Pa3/Ie/IUTh HA JABE IPYIIIbI:
modepmernt Cu-COJl u mzodepment Zn-COJl. OcHOBHasi €€ poOJib 3aKIIOYACTCS B PETYIISIIUU
OMOaKTUBHOCTH MOHOOKCHJa a30Ta, KOTOPBIM pearupyer ¢ aHUOH-PagUKaIaMH KUCIOpoJa C
00pa3oBaHHEM BBHICOKOTOKCHYHOTO MEPOKCHHUTPUTA, U MOAJIEPKAaHUU MX KOHIICHTPAIMH B KIIETKE
Ha HHU3KOM YypoBHe. HapyiieHWs B aHTHOKCHJIAHTHOM CHCTEME TPUBOMIT K YBEIHUCHHUIO
o0pa3oBaHMsl aKTHUBHOTO CHHIJIETHOTO KHCIOpPOJAa, KOTOPBIM fBIsETCS Hauboyee peakTOreHHOU
(GbopMoii, OT KOTOPOTO HET 3alIUTHBIX MEXaHU3MOB B opranusme [7, ¢.3-6].

BbIBOBI WM 3aK/II0YEHHE

[TpoBeneHHBIH aHAINU3 JUTEPATyphbl MOKa3bIBAET, YTO TOMEOCTa3 MEAM JIEKUT B OCHOBE

HOPMaJIbHOTO (YHKIIMOHUPOBAHUSA KJIETOK OpraHuW3Ma, a HapylleHuss OOMeHa 3TOro >3JeMEHTa



BIIUSIIOT Ha (OPMUPOBAHUE PA3TUYHBIX IMATOJOTUYECKUX COCTOSHUN. OIHUM U3 HUX SIBISETCS
renarouepedpanbHas auctpodus wim Oonesnp Bunbcona-KonoBanoBa. Ilpu 3ToM BO3HHKArOT
OMOXMMHYECKHE N3MECHEHUS, HapyIIaloIre padoTy HEPBHON CUCTEMBI U CUHTE3a JKEITYHBIX KHCIIOT,
a TaKoKe OCNA0AIOMINX AHTUOKCUJAHTHYIO CUCTEMY 3allIUThl OpraHU3Ma.

['maBHas mpuurHa 3a00JIeBaHUS JISKHUT B HapyIIeHUU cuaTe3a AT®d-a3p1 7B, koTopas 10/pKHA
obecrieynBaTh CBSI3b W OKCKPEIMIO MEAM C LEPYIOIUIa3MUHOM. OTO O03HAYaeT, YTO pOJb
LepyJIoIUIa3MUHA B META00IM3ME MEU 3aKJIFOUAETCS] HE TOJIBKO CBOEBPEMEHHOIO MPEAOCTaBICHUN

MEIHU TKaHsAM, HO U B BBIBCACHUS €€ U3JIMITHETIO KOJIMYCCTBA U3 KICTOK.
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