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Pe3iome. B pabote noapoOHO U3yyeHb! U NpOaHATU3UPOBAHbI TEHETHYECKHE 0COOEHHOCTH 00-T1e3-
nu Bunbscona-KonoBanosa. Yactora 3aboneBanus B benapycu cocrapnset 1:18000 uenoexk.

Kirouessble ciioBa. bonesns Bunbcona-Konoasosa.

Resume. The work studied in detail and analyzed the genetic characteristics of the Wilson dis-ease.
The incidence in the Belarus is 1: 18000.

Keywords. Wilson disease.

AKTyajabHOCTh. K Hacrosimemy BpemeHH u3BecTHO Ooisiee 2500 HO30JIOTHYECKUX
dbopM HacIEACTBEHHBIX 3a00J1eBaHM MeTab0IMYecKOTo aedeKTa, HO TOIBKO JJIS YacTH 13
HUX YCTAHOBJIEH TOYHBIM YPOBEHb META00IMUYECKOT0 OJI0Ka U XapakTep (GepMEHTATUBHOTO
nedexra. OgHa U3 TPYAHOCTEH paHHEH TUAarHOCTUKY 3aKIIFOYAETCsl B TOM, YTO B TIEPUOJT HO-
BOPOXKJICHHOCTH Yy 3TUX JETe HET cuenuduueckux pacCTpOICTB, a MO3HUE MTPOsIBIIC-HUS
dbeHoTUNMYEeCcKn CXOXKHU C 3a00JIeBaHUSIMU HEHACJIEJICTBEHHOTO reHe3a. Bropas oco-OeH-
HOCTBh COCTOMUT B TOM, YTO JIJIsl HACTIEACTBEHHBIX 3a00JIeBaHN OOMEHA BEIIECTB XapaK-Te-
PEH KIMHUYECKUM MonuMopdu3M, 00yCIOBICHHbBIN T€HETUYECKON TeTepOreHHOCTHIO.

bonesnsr Bunscona-Konosanosa (bBK) — nacnencrsennoe 3aboneBanue, B OCHOBE
KOTOPOTO JICKUT HapyIlIeHHEe METa00IM3Ma MEIU B OPTaHu3Me, MPUBOJIAIIEE K H30BITOU-HO-
MY HaKOIUJIEHUIO MUKPO3JIEMEHTA B HEPBHOW M MEYEHOUHOW TKAHAX, COMPOBOXKIAIOIIEE-CS
JIOKJIbHBIMU MOPAKEHUSMH TOJIOBHOIO MO3ra U rneueHu [1-4].

Heab: u3yuuth MOJEKyIspHBIM Mexanu3Mm pa3BuTusi bBK, reneruueckue ocoOen-
HO-CTU Y TIOMYJISITUOHHYIO YacToTy 3a0oneBanus B Pb.

3anaum:

1.OnpenenutTh reHETUYECKUE aCMeKThl U (EHOTHUIMMYECKUE MPOSABICHUS OO0JIe3HU
bBK.

2.PaccMoTpeTh BOBMOXXHOCTH paHHE! JUarHocTuku u npodunaktuku bBK.

3.MByunTh KITMHUYECKHE 0COOCHHOCTH Y JIFOJIEH C IAaHHBIM 3a00JIEBaHUEM B MOIYJIs-
UM xKUTenen bemapycu.

Marepuan u meroabl. Marepuanom JUisi UCCIEOBAaHUS SIBWINCH JTaHHBIE OTE-
4ye-CTBEHHOM W 3apyOeXKHOU JIUTEepaTyphl, HaydHble yOnukaiuu B https://medconfer.com.
[IpoBenen aHann3 HayYHOU JIUTEPATYPHI IO Bortpocam narorenesa bBK na Mmonexkynspro-re-
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HETUYECKOM ypOBHE, ()EHOTHITMYECKUX MPOSIBICHUM, OCHOBHBIX aCHEKTOB JUAarHOCTUKH,
neuenus u npodumiaktuku bBK, a Takke Ha 0CHOBE Hay4HBIX IMyOJUKAIMA OEIOPYCCKUX
y4eHbIX ObUIM COOpaHbI JaHHbBIE TT0 3a00JeBanuio B Ph.

Pesyabrarel m ux obcyxaenue. Berpewaemocts BBK B OonbimHcTBE Momysisi-
i mupa coctapisgeT 1:30000 yenoBek. Tumn HacienoOBaHUSI — AyTOCOMHO-PEIECCUBHBIM.
Ya-crota rerepo3urotHoro HocutenbcTBa 1:90-100. OcHOBHOM mpuunHON 3a00s1€BaHUS
aBisi-eTcsa myTtauusa reHa ATP7B, konupyromiero ATd®-a3y 7B TpaHCIIOPTUPYIOIIYIO ME/Ib.
I'en nokanuzosan B no3unuu 13q14.3, cekBenuponad. BoisiBineno okono 300 myTanuii 3Toro
reda. B 6enopycckoit nomymsiiiuu mytanus H1069G B rene ATP7B coctasusier 57% Bcex
MYTaHTHBIX ajuieneit [2]. MyTtaiusi ToueuHasi: aMMHOKHCIIOTa TUCTUIMH 3aMEHSETCS Ha Ty~
TaMHH B nosioxeHun 1069.

AT®a3a 7B TpaHCHOpPTUPYET MOHBI MEIU U3 KIETKU 3a CUET HPHEPTHM paclleruie-
Hust AT®, ona takxke TpaHcHOpMHUpPYET amorepyiaoruiasMuH B (DYHKIIMOHAJIBHO AKTHUB-
HBII LIe-pPYJIOIUIa3MUH, KOTOPBIA BblaeseTcs B KpoBb. OtcyTcTBUe AT®a3zel 7B Hapymaer
0CBO-00’KIEHHE M€Y U3 TOJIOBHOTO MO3Ta B KPOBB, U3 KPOBH B JKEITYb U JaJIe€ C KAJIOM U3
op-ranusma [1].

OcHoBHbIM 3BeHOM nporpeccupoBanust bBBK siBnsiercss XxpoHnueckass HHTOKCUKALIMS
meapto. TpancnoptHsiil 6enok CMT1 nepemeriaer Meab BHYTPh KIETOK, BCACHIBAIOIIYIO-
Csl U3 JKEITYJOYHO-KUILIEYHOTO TPaKTa. 3HAUUTEIIbHAS YAaCTh MEAU CBS3bIBAECTCS C METAJLIO-
THU-OHEMHOM, a JIpyras — MepeMeniaeTcs B ceTb L oibxu TpancnopTHbiM 0eskom ATOX.
Bcenencreue nmoBeinieHns KOHIIEHTpauu Meu B anmapate [onbku pepment ATP 7A Bbi-c-
BOOOXK/IAE€T ATOT MUKPOAJIEMEHT Yepe3 BOPOTHYIO BeHY B neueHb. benok ATP 7B cBsa3bi-Baet
Meb C IIepYJIOTUIa3MUHOM, M CBOOO/THASI MElIb BEICBOOOK/1ae€TCsl B KPOBb. B KOHEU-HOM cye-
Te U30BITOK Meu yaassieTcs ¢ xkémubto. O6e dhynkuuu 6enka ATP 7B napymens! npu bBK:
MUKPO3JIEMEHT HAKAIUIMBAETCS B TKAHU [I€YEHU, a LIEPYJIONIIA3MUH IIPOJOJIKAET BbIACATh-
csi. Kak TonmpkO KOHIIEHTpAIMs MU B TIEUCHU MpeoliaiaeT Haj KOHIIEHTpAIeil OelKoB,
CBA3BIBAIOIINX €€ 3a CUET peakuu DeHTOHA, MPOUCXOIUT OKUCIUTEIBHOE MTOBPE-KIACHUE
Ne4YeHH: BocnayieHue, Gpudpo3 u muppos.

K ocnoBubIM cumntoMam BBK oTHOCsITCS: pazHooOpa3Hbie HEMPOU3BOJIbHBIE IBU-KE-
HUS B KOHEUHOCTSX W TYJIOBHILE, MBIIIEYHAS] PUTHUIHOCTb, IPUBOMASIIAS K CKOBAHHOCTH,
mucarus U AU3apTpusi, ICUXUYECKHE paccTpoiicTBa. [lepBbie KIMHUYECKHE CUMITOMBI
0oJie3HN OOBIYHO MPOSIBISAIOTCS B Bo3pacTe oT 5 a0 45 ner. BBK moxer ObITh MHIYIIH-
pO-BaHa BO3JIEHCTBUEM HEOIAroNnpusTHBIX ()aKTOPOB BHEIIHEW Cpe/ibl: UH(PEKIIUU, Yeper-
HO-MO3rOBasi TPaBMa, TOKCUUECKHUE BO3JICUCTBUSA TEXHOT€HHOW MPUPOBI, MTPOKUBAHUE B
MECTHOCTSIX, C TTOBBIIIICHHBIM COJIEP)KaHUEM MEJIM B OKpYXkatolei cpese (Hanpumep, B Ke-
MEpPOBCKOM 00s1acT). 3ab01eBaHNE HOCUT NMPOTPECCUPYIONIHI XapaKTep, COMPOBOXK1a-ETCS
CHIKEHHUEM KaueCTBa U MPOIOJKUTEIBHOCTH KU3HHU.

BBK MokHO 3am07103pHTh, €CJIN y TaIieHTa 00HAPYKUBAIOTCS CIIETYIONTUE SIBJIC-HUS:
npu3HaKK 3a0o0JieBaHus MeueHu, Koibio Kaizepa-®Oneiiiepa, BbIABIIEMOE MPU O(-Talb-
MOJIOTMYECKOM 00CIIeIOBaHUU, TPUOOPETEHHASI TEMOJTUTHYECKAsl aHEMHUsI, IICUXUYe-CKUe U
HEBPOJIOTUYECKNE CUMIITOMBI U .

JleueHne OCHOBaHO Ha YMEHBUIEHHWE MOCTYIUIEHUS MEAU C MUIIEH, YMEHbIICHUE
3a-11acOB M€Y B OPTaHU3ME.
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[Iporao3 mnpu Oone3nn Buiibcona-KoHoBasioBa 3aBHUCHUT OT MPOAOKUTEIBHOCTH
3a-00JIeBaHMs U CPOKOB Havasa Tepanuu. OH OIaronpusiTHBIN y T€X MallueHTOB, KOTOPHIM
s dexTuBHAS Tepanus MPOBOAUIIACH 0 Havalla MOPAKEHUs NTEYCHN U HEPBHOW CUCTEMBI.

B Pecnybnuke benapycwr uccnenoBanus BBK npoBomst B Pecnybnukanckom Ha-
yud-HO-nipakTrueckoM 1ieHTpe (PHIIL) «Matb u nuts» u PHIIL] HeBponmoruu u Henpoxu-
pyp-Tun. B xome HeBposornueckoro o0cieoBaHMs, ONpPEAeNieHUs IMoKa3areieid ooMeHa
MeH, MOJEKYISIPHO-TeHETUUYECKOW TUArHOCTHKU yCTaHOBIIEHO, 4To B Pb mpeoOmanator
naIueH-Thl ¢ ApokarenbHol popmoii (HaunHaeTcs: B Bo3pacte 20-30 neT, Te4€T J0BOIBHO
MeZ-JIEHHO HaOJII0aeTCsl TUIIOTOHUS MBI, U3MEHEHHUS MCUXUKH). MyTanus reHa ooHa-
pyxeHa y 29 (57%) nanueHnToB B rpyire 1 ¢ 3a0o1eBaHUSMU NIEUE€HU (BCEro 57 4enoBeK)
uy 15(40%) nmauentoB B rpynme 2 ¢ 3aboneBanusimu [{THC (Bcero 37 genoBek), KOTOPBIX
00-cie10BaIu.

[Ipu conocraBnenun yactorsl ciiydaB bBK ¢ ypoaeMm poxmaaemoctu (2000-2010 rr)
ycTaHoBieHo, 4To yactora bBK B Pb coctasnsier 1:18000 yenosexk [2, 3].

3akimouenne. Knunnueckas kaptuHa bBK otnnuarcs mupokum noauMoppuzMom
¥ 4acTo He crenu(puyHa, 4YTO IPUBOJUT K MO3IHEMY PacClO3HABAHUIO 00JIE3HU (B CpeIHEM
cinycts 10 et mocie BOSHUKHOBEHHUS IEPBBIX CUMITOMOB).

Tak xax BBK MoHorennoe 3a0oseBaHMe, TO BBISBICHHME TOMO3MIOTHOTO HOCH-
Tenb-cTBa MyTanuit H1069G ¢ ncnosib30BaHHEM MOJIEKYIISIPHO-TEHETUYECKUX TEXHOIOT U,
npoBoauMbIX B PB, mo3Bonser nuarHoCTHMpOBaTh MATONOTHI0 MeTaboiu3Ma B JOKJIMHH-
ye-CKOM CTaINH.

Jluteparypa

1.buomonexyna [OnekTpoHHbIN pecypc]/ buomonekna. — DaeKTpoH. JaH. U mporp. — Pexxum nocty-
na: https://biomolecula.ru. (mata o6pamenus: 20.12.2018).

2. JlyooBuk, C. B., 'ycuna, H. b. Ananu3 8 u 15 3k30HO0B reHa aTp7B y OEIOPYCCKUX MAIUEHTOB C
bo-ne3nsto Bunbcona-Konosanosa metogom npsimoro cexkBenuposanus/ C. B. Jlyoosuk, H. b. I'ycuna //
I'enetuka n 6uorexnonoruss XXI Bexka. OyHpaMeHTaIbHBIC M TIPUKJIAIHBIC aCTIEKTHI: MaTepuaibl Mexy-
Hap. Hay4. koH}. — 2008. — C. 298-299.

3.JIuxaues C. A., [Tnemko U. B., MsacuaukoB C.O. Pe3ynsrarsl ncciaenoBanus 6oi1e3an Bunbcona-
Konoganosa B benapycu/ C. A. Jluxaues, 1. B. [Tnemxko, C. O. MscHukoB // BrofieTeHb MeTUIIMH-CKUX
HNutepuer-kordepenmuit. — 2012. — Ne 9. — C. 649.

4.9neMeHThI [ DNeKTPOHHBIA pecypc]/ DIeMeHThl. — DNIEKTPOH. JaH. W NMporp. — Pexum gocryna:
http://elementy.ru. (nara obpamenus: 20.12.2018).

702



