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AHAJIN3 UTOT'OB ITPOIT'PECCUPOBAHHNA BOJIESHHA
BNJIbCOHA-KOHOBAJIOBA 110 KOHEYHBIM TOYKAM
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[TocTosIHHO HapacTarollee SKOJOTHYECKOE JaBJIEHUE, XAPAKTEPHOE. JUIA
UHAYCTPUAJIbHBIX  CTpaH, BbI3bIBACT  yBEJIMYEHUE  pHUCKAa  3a00JeBaHUI
TCHETHYECKOW TPHUPOAbl. B CBSI3M C IUTOrCHETHYECKOW HECTAOWIBHOCTBIO W
BEPOSITHOCTBIO TIOSIBJIEHUSI HOBBIX MYTallM 107 BIMSHUEM 4XPOHHYECKOTO
OKCUJATUBHOTO CTpEcca B HEOJIArOMPUSATHBIX YCIOBUSX OKPYKafOIIEH CPenbl, YTO
ABIISIETCSl aKTyallbHbIM Ui benapycu, a Takke ¢ yJydllIeHHEM »BO3MOKHOCTEH
JUArHOCTUKH B Onmkaiiiiee Bpemsi OKMIAETCS pOCT TaKOro THIla,3abosieBaHuil, B
yactHOCTH OoJie3nu Bunibcona-Konosanora (bBK) [3].

BBK — »3To HacmeacTBEHHOE pacCTPOMCTBO MeTaboau3Ma  MEJH,
NPUBOJSIIEE K HAKOIUICHHMIO MEIM B IE€YEHM, B JPYIMX OpraHax M HX
MOBpeXJIeHUI0. 3abosieBaHue o00ycloBiIeHO «Mytanueit ATP7B rena 13-i
XPOMOCOMBI, HacJIe1yeTcs 1o ayTOCOMHO-PELIECCUBHOMY THUILY.
Pacnpoctpanennocts BBK B mupe cocraBmger 1:30 000 [5]. Ilo pacuerHbIM
nanHeiM, B PecnyOnuke bemapych MoxuOoxuaath okojio 300-350 ciydaeB
3a0oneBanusi. B Hacrosmee Bpemsi u3BectHO Oosiee 300 BapuaHTOB MyTallMii
ATP7B. B EBpomnie Hanbonee pacrpoeTpaHEHHON MyTalluel SBISIETCS 3aMeIleHUe
AMUHOKHUCIIOTHI THUCTHAMH Ha riaoramufy, (H1069Q). B bemapycu H1069Q
BcTpeuaeTcst B 63% MyTaHTHBIX aynienei [1].

3a0oneBaHue wYaile ¢pa3BUBAETCA B MOJOAOM Bo3pacte. KimHuueckas
KapTHUHA OTJIMYAETCSA IIMPOKUM MoJuMOpdu3MOM U yacTo HecrneuuduyHa. ITO
NPUBOJNUT K TMO31HeMY, pacno3HaBanuto BBK, wacro cnycrs 10 ner mocne
MOSIBJICHUS TIEPBBIX CUMIITOMOB [6]. [Topakenne ocHOBHOTO Jierio Meau (TeUeHN)
MpOSIBIISIETCSl  TenaTOMEraiueil, TMOBBIIIEHUEM AKTUBHOCTH  TpPaHCaAaMUHA3,
CTEaTO30M HEUCHHU,/ XPOHMYECKMM TremnaturoMm, muppo3om mneuenu (L),
GyJIbMUHAHTHOM [I€YEHOYHOM HEAOCTAaTOYHOCTHIO, HO MOKET UMETh MECTO H
O0eccumpTomMHOe TeueHue. Tunmunbl s BBK Takke mnopaxkeHue HepBHOM
CUCTEMBI] TJIa3, BO3MOXKHbBI IICUXUYECKHUE PACCTPONCTBA, HAPYUIEHUSI CO CTOPOHBI
SHIAOKPWHHOM, ITOJIOBOM CUCTEM M Apyrux opraHoB. bBK moxker nposBisThCA
OCTpOIl TeYeHOUHO-KJIeTOUHOM HemoctarouHocThio (OITH), acconumupoBaHHOM C
reMOJIMTUYECKON aHemMuell ¢ oTpuuarenbHod peakiuein Kymobca. W3BecTHBI
ciydyan, korga bBK manudectupoBana reMOIMTHYECKOW aHEMHEW B JIETCKOM
Bo3pacte [6]. OmHako SOM30] JKEATYXH 4YacTO pacLEHHBAJICA  KaK OCTPBIH
BUPYCHBIN T€MAaTUT, HECMOTPS Ha OTPHUIIATEIbHBIE MapKePbl BUPYCHBIX I€MaTUTOB.
D306 reMon3a B uccienaoBanusax J.M. Walse (1989) 6biu 3aperucTpupoBaHbl
y 25 u3 220 nanuentoB ¢ bBK, B 1pyrux HaOI0eHUAX OTMEUAINCH pEeXe — Yy 3 U3
283 manuenTos [7, 8].
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Leap umccaegoBanuss — npoaHain3npoBaTh ncxoipl bBK mo kxoHeyHbIM
TOYKaM 3a00JIeBaHUS.

Martepuaiabsl u metoabl. M3yuyensl 102 ciayuyas BBK: oGcnenoBanbr 89
NAIMCHTOB C YCTaHOBJCHHBIM jauarHo3oM BbBK (41 myxunmHa u 48 KCHIIWH B
Bo3pacte oT 3 10 59 ner, meauana Bo3pacta (Me)=32 roga) u peTpoCHEKTUBHO
NpOaHAIM3UPOBaHbl 13  cliydaeB JieTaJNbHBIX HCXOA0B mainueHToB ¢ BbBK
(5 myxumH 1 8 xeHIIMH B Bo3pacte ot 17 no 63 ner, Me=25 ner). B 3aBucumoctu
OT mpeoliialaHus CUMIOTOMOB B J1€0l0Te€ 3a00JIeBaHMS BBIACIUIN JBE TPYIIIbI
MAlMEHTOB: C MEUYCHOYHON (CUMITOMAaMH IMOPa)XKEHUs MEUYEeHHU) U CO CMEIIaHHOM
dbopmoii (¢ cUMITOMaMHM MOpaXEHUsl MEYEHW U HEPBHOW cucteMbl)., B obeunx
rpynmnax Obuio mo 51 manueHry.

[laTorenernueckoe Je4eHUE HE MPOBOJAUIIOCH 7 malueHTam, (4 ciydas
manudectanmn bBK OITH, 3akoHuMBIIMECS JIETAJIBHBIM HCXOAOM, M 3 cliydas,
KOT/Ia TMarHo3 ObLJI YCTAHOBJIEH B TEPMUHAIBHOM CTA/INN TTOPAYKECHUS TICUCHU, TIPH
KOTOpOW  ObUTa  BBHINIOJIHEHA  OPTOTOMMYECKas  TpaHCIIAHTAIMS  IICUYCHH,
eIMHCTBEHHO d(PeKTUBHAS B JAHHOU CUTYAIUH).

[Ipu omnenke Tteuenuss bBK yuurthiBany , nuHaMHKy 1a00paTOPHBIX
MoKa3aTeaed M JaHHBIX MHCTPYMEHTaJIbHbIX MeTonoB uccienoBanus (PI'ZIC,
VY3H). 3a nonHyo perpeccuio J1adbopaTOpHbIX/CUHAPOMOB MPUHUMAIIA CUTYAIUIO,
npu KOTOPOM HOPMAaJIU30BAIUCH [moKa3arenu, XapaKTepU3yrome
IUTOMUTUYECKUM, ME3E€HXMMaJbHO-BOCIAIIMTCABHBIA W CHHJPOM CHIDXKCHUS
obbeMa (DYHKIMOHATBLHON TKAaHW II@UEHW., 3a YaCTHYHYIO PETPECCHI0
7a00paTOPHBIX CUHIAPOMOB TMPUHUMATW CUTyallUl0, MPU KOTOPOM JIaHHBIC
NOKa3aTeld yJIy4llaJuch, MO CPABHEHHIO C HCXOAHBIMH, HO HE BCE WM HE
MOJIHOCTBIO MPUXOAWIM K HOPMaJIbHBIM), 3HAYCHUSIM. 3a OTCYTCTBUE JIUHAMUKHU
IPUHUMAJHM OTCYTCTBHE M3MEHEHUILIIOKa3aTeNlel U/ Ul yCUJICHHE BBIPAKEHHOCTH
71a00paTOPHBIX CHHIPOMOB.

Pe3ynpTaTel 00paGoTaHbl METOAAMH HEMapaMeTPUYECKOHW CTaTUCTHKU:
MUHHMAJIbHBIC W MaKCHuMajbHble 3HaueHus — Min u Max, Me; dacToThI
olleHMBaIMCh B MHpoleHTax (%) C TOMOIIBIO JIOBEPUTEIILHOIO WHTEpBaia
(95% JIN) u cpaBHUBANKMCH C MOMOLILIO KPUTEPHs XM-KBaapar (}°) ¢ IMOIpaBKOii
HMerca. OOpaGOTKAa NAHHBIX HPOM3BOAMIACH NPH IOMOIIM IAKETa IPOrPaMM
Statistica’ 6.0. "BeposITHOCTb CIIpaBeJIMBOCTH HYJICBOM T'MIIOTE3bI MPHU3HABAIACH
pu p>0505.

PesyabTarsl n uX 00cy:kaeHune. B n3yuennsix ciayyasx bBK pazsuBanace B
Bo3pacte or 1 mo 51 roma (Me=24). MenuaHa JIMTEIBHOCTH 3a00JIeBaHUS Ha
MOMEHT BKJIFOUEHHUS B HCCIIeIoBaHue cocTaBiisia 2 rojaa (ot 1 mecsma no 34 ner).
[Tpu oOcnenoBannu y BCeX MAIMEHTOB BBISBICHBI IPU3HAKH MTOPAKEHHUSI TICUCHHU.

[IpoananusupoBanbl utoru mporpeccupoBanusi bBK y 102 nauuenToB
HE3aBUCUMO OT JUIMTENIbHOCTU aHamMHe3a 3a00JIeBaHUS HA MOMEHT BKJIIOYEHHS B
UCCIIeIOBaHUE MO KOHEYHbIM Toukam: 1) pasButue OIIH, 2) BkitoueHue B JUCT
OXXHUJaHUSl TPAHCIUIAHTAIMU TI€YEHH, 3) TpaHCIUIAHTAlUs TeueHH, 4) JeTalbHbIN
UCXOJ, 5) COLMalbHbIE MOCIEICTBUS: TOKA3aTed WHBAIUIHOCTH M CTEIECHH
yTpaThl TPYAOCIIOCOOHOCTH.
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Bcero cnyusae OIIH 3apeructpupoBaHo 8 (Bce MalMEHTHI C NMEYEHOYHOM
dopmotii BBK, 7,8%; 95% JAU 2,5-13,1). Bce ciayvan (hyTsMUHAHTHOM MTEYEHOYHO-
KJIETOYHOM  HEJOCTAaTOYHOCTH MAIMEHTOB OBLIM  MEPBBIM  MPOSBICHHEM
3a0oneBanus. 4 W3 HUX 3aKOHYWINCH JIETaJIbHBIM HCXOJOM B CHIy IO3THEH
JTUArHOCTUKH.

ITo cocrosuuio Ha 01.01.2014 r. B nHcTe OXHMAAHUS TPAHCIUIAHTALIMU
HaxXoAWIOCh 7 TanueHTOB. Bce mNanueHThl, BKJIIOYEHHBIE B JIUCT OKUJIAHUS
TPAHCIUIAHTALMA TI€Y€HU, UMeENH JekoMmneHcupoBaHHbid LII. Ilo kommuecTtBy
BKJIIOUEHHBIX B JIUCT OXKUJAHUS TPAHCIUIAHTAIMU TIEYCHHU TPYIIbI MAlUEHTOB ¢
MEYEHOYHON U cMemaHHoi GopMoii MaHudecTau 3a00J€BaHUS CTATUCTUUECKH
He pasmuuanucsk (x>=0,61; p=0,434).

Bcero TpaHcmiaHTanus 1E€YE€HHM BBIIOJIHEHA 7 MalMEHTaMw, (Bce  C
neuenouynoit gopmoii BBK (¥*=7,44; p=0,006)), u3 Hux 4 — no‘nosoxay. OITH. B
ATUX CIy4asX JAWarHo3 ObUT YCTAHOBJIEH YK€ B TEPMUHAIBHOW CTaauH
3a0oneBanusi. Y otux mnamueHToB BBK wmanudectupoBama dympMuHaHTHOM
[IEYEHOYHO-KJIETOYHOM HEJ0CTaTOYHOCTBIO U cpasy notrpedoBasach
TpaHCIUTaHTaus. Tpoe Apyrux mnanueHtoB (or 26 10,39 ner) Habmtomamuch 1Mo
noBoay LI1 nHa nmpoTskenuun ot monyroaa no 7 jer. Hapyienus oOmMeHa Meau C
NOMOIIbI0 OMOXMMHUYECKUX TECTOB IpPU IEPBOM, OOCIEIOBAaHUM Yy HHUX HE
BBISIBJICHO. J[MarHO3 Hacle[CTBEHHOTO HapylIeHUs OOMeHa MeJu BBICTaBJICH Ha
cranuu gaexkomrencaruun Il w Ttorma ke, OBIJIO TPUHATO pEHIEHHE O
HEOOXOJAMMOCTH TpaHCIUIAHTAllMK nedyeHw. « M3 4-X mnauumeHToB, KOTOpPBIM
TpaHCIUTaHTalMs BblnosiHeHa 1o noBoay OITH, onuu namueHT ymep, y ocTaabHbIX
ornepanys 3aBepIIUIach YCIEIIHO.

VY Bcex ymepmux auarHo3 BBK Obin BeicTaBien npmxusHeHHO. Bceero
ymepnu 13 (12,7%; 6,2—19,3) manuerzos ¢ bBK. ¥V GonpmmHCcTBa ymMepmux cTax
3a00eBaHusl ObLT HEMPOJQIDKUTENBHBIM (OT 3-x MecsaueB a0 3-x jer) (Me=2
roja). Y miectepbix nauudeHTOB mepsbie npusHaku BBK mosBuinch He3amonro
710 JIETAJIBHOTO UCXOJasyY 7 yMepmIuX BpeMsl IOSIBIICHHS MEPBBIX CHUMITOMOB
3a00s1eBaHusl, YCTAHOBJICHUE JAMArHO3a U CMEPTH OTPaHUYMBAECTCS OJAHUM TOJIOM.
[Topaxkenue meu€Hu y ‘BCex ymepmmx Obuio mpexactaBieHo [II1. JlocToBepHbIX
pasznuyuil o BO3PACTy CMEPTEIBHOIO UCX0/1a, @ TAKXKE M0 KOJIUYECTBY JIETATbHBIX
UCXOJI0OB B<IPYIMIAX MAIlMEHTOB C pa3HbIMU (opMaMH Je00Ta HE YCTaHOBJIEHO
(x?=0,35y"p=0,553). Amanu3 BEDKMBaEMOCTM N0 MeTony Kannana-Meiiepa
NoKazajl,/ 4T0 CpeId yMEpPIIMX MalMEeHTOB, HE3aBUCUMO OT BO3pacTa
MaHu(ecTanuy, BO3pacTa JUArHOCTUKU  3a00JIeBaHUST W TIPOBOJUMOTO
MATOTeHEeTUYECKOro JeueHus, 30-1eTHril pyOoek MepeKniu UMb 4 MmaueHTa.

Kax noxazan anamuz, y 50 (49%) manueHToB Ha (JOHE MATOTEHETUYECKOMN
Teparuy OTMEYAIACh MOJIHASL PErPeCcCUsl KIMHUYECKHUX IMPOSIBICHUH, U3 HUX y 32
(68%) — neBposornyeckou, 18 (49%) — meyeHoyHoU cumnToMaTuku. Y 6 (7%)
NAalMEHTOB HaO0anach 4YacTUYHAs PErpeccusi CHUMITOMOB. AHaJIOTMYHbIE
pe3ynbTarhl JeueHus nauueHToB ¢ BBK oOHapyskeHbI U y Ipyrux uccienoBarenei
[6]. V 11% nanueHTOB TMHAMHKA HEBPOJIOTUYECKUX CUMIITOMOB OTCYTCTBOBAJIA U
y 13% nabnoganoch ee nporpeccupoBaHue.
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NuBamuanocts umenu 1/3 marmuentoB ¢ BBK, y Oonbmield yactu Oblia
onpeneneHa Il rpynma. KonwdecTBO ManMeHTOB, WMEIONIMX WHBAJIMIHOCTH B
TpyIIe C TMEYCHOYHOW W CMeNIaHHOW (opmamu 3a00JieBaHMs, HE DPA3IUIAIOCh
(x*=3,59; p=0,061). Ha ¢one naTorecHeTMYecKOil Tepamuu y 28 NAlLUEHTOB
HACTYMHWJIO TIOJIHOE, @ y 7 — YaCTHYHOE BOCCTAHOBJICHHWE TPYAOCIIOCOOHOCTH.
YCTaHOBJIIEHO CTATHUCTUYECKH JOCTOBEPHOE pa3jIUM4Me B TPyIIax MalUEHTOB, Y
KOTOPBIX TMOJIHOCTHIO OblIa BOCCTAHOBJICHA TPYIOCIOCOOHOCTH B pe3yjbTaTe
nedyenus (7 B meueHoyHoM rpynmne u 21 — B cmemanHoi) (y~=11,53; p=0,006):

BouiBoabl. Ilamuentsr ¢ mnedeHouHoW ¢opmoit  OGosesHn Buiabcona-
KonoBanioBa wumeroT 0Oojee TsKenoe TedueHUue 3a00JIeBaHMS, MPOSIBILIONIEECS
pa3BUTUEM OCTPOM TEUEHOUYHOM HEIOCTATOYHOCTH U JEKOMIICHCHPOBAHHBIM
UPPO30M IEYEHH, TPEOYIOIHUM TPAHCIIAaHTAI[UY TIEYESHH.

OTMeueHbl 3HAaYUTENIbHbIC HETaTUBHBIE COLIMAJIbHBIC TOCIECACTBUS OOJIE3HU
Bunscona-KonoBanoBa (33% manueHTOB HMEIOT HHBAMMIAHOCTH, 12,7%
MAlMEHTOB YMEPJIM B MOJIOJIOM Bo3pacte (1o 33 Jer), uMesCcTax 3a00JIeBaHMS
MeHee 3 JeT.

[Ipu amexkBaTHO TOI00PaHHOM MATOTEHETUYECKOM JIEYEHUH Y OOJIBIIMHCTBA
narueHToB (56%) HaOmrogaeTcs NMOJHAS UM YaCTHYHASL PEerpecchsi KIMHUYECKUX
MPOSIBJIICHUM 3a00I€BaHUS U/ WK OT/IETBHBIX JA00PATOPHBIX CUHIPOMOB.

VY CTaHOBIEHO JOCTOBEPHOE paslIMyue B, TPYIIIaX MAIMEHTOB, Y KOTOPBIX
MOJIHOCTHIO ObLTa BOCCTAHOBIIEHA TPYAOCIOCOOHOCTHL B pe3yibTaTe jeucHus (7 B
ne4eHoyHoi rpynmne u 21 — B cmemanHoi)(y< =11,53; p=0,006).

Jluteparypa:

1. Bupuyk K.V. buoxummueckasi ¥ MOJEKYJISIPHO-TEHTHUECKAs TUAarHOCTHKA OOJIE3HH
KonosanoBa-Bunbcona / K.Y. Buiabuyk, H.b. TI'ycuna, C.B. Jly6oBuk, E.C. Byneiiko //
CoBpeMECHHBIE METOABl JMATHOCTUKH, JICUeHUsT W TNpOoPHIaKTHKH 3aboneBaHmii:  CO.
WHCTPYKTHB.-METOJI. AOK. (odwufl. m3a.). — Munck: I'Y PHMB, 2008.—Bpm. 9.—T. 2.—C.
124—136.

2. CoBpeMeHHbBIe{METObL JUATHOCTUKH, JICUCHUS M NMPOPUIAKTUKH 3a00sieBaHmii: cO.
UHCTPYKTUB.-METO. A0K: (our. u3n.) / Bumpuyk, K.Y. buoxumuyeckas u MOJNEKYISIpHO-
reHeTudeckas quarfoctuka 6osesan Konosanosa-Bunbcona / K.Y. Bunbuyk, H.b. I'ycuna, C.B.
Hy6osuk, E.C. byaetko /-=Mwunck: 'Y PHMB.-2008.-Bpimn. 9.-T. 2.—C. 124-136.

3. Hammposa, K.I'., bome3nr Bmiabcona. CoBpeMeHHBbIC aCHeKThI U aHAIH3
knuHndeckoro comeita / K.I'. HanmupoBa, A.A. ApwunoBa.-C-I16.: Cankt-Ilerepbyprckoe
MeauIuHCcKoe m3aarenscrso.-2001 r.—128 c.

4. »High frequency of the ¢.3207>A (p.H1069Q) mutation in ATP7B gene of Lithuanian
patients< with hepatic presentation of Wilson’s disease/L. Kucinskas [etal.] / World J.
Gastroenterol.—2008.—Vol. 14 (38).—P. 5876-5879.

5. Huster D. Wilson disease/D. Huster // Best Pract. Res. Clin. Gastroenterol.-2010.—
Vol. 24.—P. 531.

6. Roberts, E.A. A practice guideline on Wilson disease / E.A. Roberts, M.L. Schilsky
// Hepatology.—2003.-Vol. 37.-P. 1475-1491.

7. Saito, T. Presenting symptoms and natural history of Wilson’s disease / T. Saito //
Eur. J. Pediatr.—1987.—Vol. 146.—P. 261-265.

8. Walse, J.M. The liver in Wilson’s disease/J.M. Walse // Diseases of the liver / Ed. by
Schiff L., Schiff E.R.- 6th ed.-Philadelphia: Lippincott, 1987.—P. 1037-1050.

57



