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Pesiome. Bonesnb Bunmbcona-KoHoBamoBa AB/sgeTCs pefKIUM U TPYSFHOAMATHOCTIPYeMBIM 3a00/IeBaHMeM. B cTaTbe IpecTaB/IeHbl
0030p nmuTepaTypbl, COOCTBEHHBII KIMHIYECKUIT CTydall, COBpeMeHHbIe METOJIbI JIeYECHISI U UAaTHOCTUKIL.
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WILSON'’S DISEASE

N.M. Kozlova, K.V. Gvak, L.S. Gadzhibalayeva
(Irkutsk State Medical University)

Summary. The Wilson’s disease is the rare disease and is diagnosed with difficulty. Literature review, clinical case and contemporary

methods of treatment and diagnostics are presented in this paper.
Key words: Wilson’s disease, hepatolenticular degeneration.
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B 1883 ropy Kapmom @puppuxom Becrdanem, HeMenkmum
HEBPOIIATOIOTOM U IICUXMATPOM, ObUIO OIMCAaHO 3ab0/eBaHIe,
KOTOPOE TI0 KIMHIYECKOMY CXOJICTBY C PaCCEAHHBIM CKIE€PO30M
IOy Y1710 Ha3BaHIe «IICEBIOCKIEPO3». 3a60/IeBaHIe XapaKTepH-
30Ba/IOCh PACIPOCTPAHEHHBIMY, Pa3MAIIMCTHIMI, PUTMUIHBIMI
HeNpOM3BONbHBIMU JBVDKEHUAMY, IIOBBIIIEHNEM MBIIIEYHOTO
TOHYCa, aMUMUEIA, IU3aPTPUENl M BBIPa>KEHHBIMM TICUXIYECKIMMI
HapYyIIeHMAMY BIUIOTH IO TAKOTO PacCTPOICTBA MHTE//IEKTA, KaK
crmaboymie.

B 1912 ropy anrnmiickuit nepponor Camioanb Bunbcon onu-
cajl 3a60JIeBaHye, Il KOTOPOTO OBUIV XapaKTePHBI I3MEHEHIA
B TOTIOBHOM MO3Te U IOCTOSIHHOE Haju4ye LUppo3a NedeHu, 1
JlaJI OMVCaHVe KIMHUKY HOBOTO 3a00/eBaHMsA, Ha3BAHHOIO UM
IIPOrpeCcCUBHOI IEHTUKY/IAPHOIL AereHepanueit (1at. lenticularis
- YeyeBMI[e0Opa3HbIiT). B KayecTBe OCHOBHBIX CHMIITOMOB 3a-
OomeBaHMsA GBUIM OTMEUYEHDBI Pa3HOOOPA3HbIe HEIIPOUSBOIbHBIE
TBVDKEHNS B KOHEYHOCTAX Y TY/IOBUILE, MbIIIEYHAs! PUTTHOCTD,
MIPUBOAALIAs K CKOBaHHOCTH, mucdarust u gusaprpust, adpdext-
HbI€ BCIBIIIKY, MHOT/A IICMXIYECKIE PACCTPONICTBA, HO MPU3Ha-
KI TIOpayKeHMs NMPaMMUIHBIX Ty Tell OTCYTCTBOBAJIM.

B manbHeliniemM oKasanoch, 9TO MPOrpeCCUBHASA IEHTUKYIAP-
Hasl leTeHepalyst 1 ICeBIOCKIEPO3 AB/AITCS PasHbIMI GopMa-
MM OJTHOTO ¥ TOTO >Ke 3a00/IeBaHMs, KOTOPOe aBCTPUIICKIIT Bpad
lamnp B 1921 rogy HasBaj remaTo-J1€HTUKYIAPHON AereHeparu-
eil. VIsMeHeHNA B MO3Te IIPY JJAHHOM 3a00JIeBaHMI HUKOT/A He
OTrpaHMYMBAIOTCS IEHTUKY/IAPHBIMU SPAMI Y HEPEKO OBIBAIOT
3HAUUTE/IbHO BBIPAXKEHBI B IPYTUX OTAenax Mosra. Ilostomy B
1960 rony pycckuit HeBponor H.B. Konosanos mpepmoxun Ha-
3BaHMe «TemaroliepebpanbHas mucTpodusa». OH 3HAUUTETBHO
pacIIMpnI IpefCcTaBlIeHs O MaTo(U3MONIOrny, maToreHes3e I
K/IMHMKe 9TON OO0JIe3HM 1 BBIE/III HOBbIe eé popmsr [8].

Bonesup Bunbcona-KoHoBasnoBa (remarorjepebpabHast fguc-
TpoduA) — pefKoe HACIENCTBEHHOe 3aboJieBaHMe, Hac/eye-
MOe IO ayTOCOMHO-PEL|eCCUBHOMY THUITy (MYTaHTHBIl T'eH pac-
IIOJIOKEH B JUIVHHOM IlIede 13 XpOMOCOMBI), IPOSB/IAIOLIeecs
TIPENMYILECTBEHHO B MOJIOfIOM BO3pacTe U XapaKTepusylolliee-
cA M36BITOYHBIM HAKOIUICHVEM MeM B OpPraHM3Me, IpenMyllie-
CTBEHHO B II€UeHI U HepPBHOII crcTeMe (OasajbHble sfpa, Tama-
MYC, MO3KEUOK, KOpa TOJIOBHOTO MO3Ta). PacrpocTpaHeHHOCTh
3abomeBaHNms B cpefiHeM — 30 crydaeB Ha 1 MyIH. denoBek [9]. B
Miupe 3ab0/eBaHMe PETUCTPUPYETCs ¢ 4acToToi 1: 35-100 ThIC.
HOBOPOXKAEHHBIX (y>Ke HacuuThiBaeTcsa 10-30 MIH. GONBbHBIX);
HOCHUTENIbCTBO MATOMOTMYECKOTO reHa otMedaerca B 0,56% cy-
vaes. B CIIIA gacToTa BblsAB/IeHU:A 6one3Hy Buibcona cocraps-
et 1:30 ThIC. Hace/IeHNA; HOCUTEIM MyTaHTHOTO TeHa OOHAPYKM-
BaroTcs ¢ 4yacTotont 1:90. Beicokast 3a60/1€BaeMOCTb OTMEYAETCS
B PEruoHax, I7ie CymecTBYIOT 6M3KoposicTBeHHble 6paku (Vpaw,
Vemen, Vipmanpus), a taxoke B SInonnu u Ha octpose CapauHyA.
Tax, B fInonyu 60ne3np Bunbcona-Konosanopa fyaraocTupyer-
ca ¢ yactoTtoit 1:30 ThIC.; A1 cpaBHeHusA B Apctpamuu — 1:100
TBIC. HAaCETIEHNA.

bonesnp Bunbcona-KonoBanosa BcTpeuaeTcsa OAMHAKOBO
YJacTO KaK y MY>K4lH, TaK 1 Y >KeHIIMH. BoesHb MaHndectupyer
B Bo3pacre 8-16 jeT, OflHaKO HEBPONIOIMYECKME CUMIITOMBI I10-
ABJIAIOTCA TONbKO K 19-20 rojam. Y feTeit Miajie 5 neT Ipo-
sIBTeHus1 6onesHN BuibcoHa HepegKo MOIYT OTCYTCTBOBATb,
XOTA 3a60JIeBaHye NHOIZA JUATHOCTUPYETCA KaK y NAlMeHTOB B
BO3pacTe J10 3 JIeT, TaK U y JIIOfieNi, KOTOpbIM yxKe 3a 50. bes e-
JeHNsA 601e3Hb Buibcona-KoHoBamoBa NpMBOIUT K JIeTaTbHOMY
ucxony (mpumepHo B Bo3pacTe 30 jieT) B pe3y/ibTaTe Ie4eHOY-
HOJA, MOYEeYHOM HEJOCTAaTOYHOCTH, a TaKKe TeMOpParm4ecKmx
OCTIOKHEHUIA.

B ocHOBe 3a00/1eBaHNUA TOKNUT HapylleHMe OaaHca MEXTY
HOCTYIUIEHUEM M 9KCKperuert Mefii. Y OONbHBIX C 9TUM 3abore-
BaHMEM IIPOLECCH a6COPOLYM Mey B >KEMyLOYHO-KMIIETHOM
TpaKTe He HapYIIEeHbl, HO OTMEYAeTCs 3HAYMTEIbHOE CHIDKEHNe
aKTMBHOCTH IIPOIECCA BBHIBENECHNUA MENM C JKEMYbI0, YTO INPU-
BOJUT K HAKOIJIEHMIO 3TOTO MMKpPO3TIeMEHTa B TeNaTOoIUTaX.
CHIbKeHMe 9KCKpenuy Mepmy 6onesHy Buibcona-Konoanmosa
CBA3BIBAIOT C eUIVITOM /I IIOJIHBIM OTCYTCTBIEM TPaHCIIOP-
Tupylomero Meib AT®-a3Horo npotenHa P-tumna (ero gerepMu-
uupyet red ATP7B), KOTOpbIiT B HOpMe CIIOCOOCTBYET TPAHCIIOP-
Ty Me[M B anmapaT [ONIbIKI 1 ero BHICBOOOXK/ICHUIO /TN30COMa-
Mu B Kemub [4]. [Tpu 6onesun Bunbcona-KoHoBanosa Takxke Ha-
PYIIAeTcsA BKIIOYEHME MEN B II€PY/TONIa3MIH, CUHTE3NPyEMBbIii
B IIeYEHN, C/IEICTBMEM YEero ABJIAETCSA HUSKUI YPOBEHbD IIepyio-
IIa3MJHA B CBIBOPOTKE KPOBM (OIpefie/leHNe STOro MoKa3aTes
MMeeT uarHocTudeckoe sHaueHne). CHIDKeHUe OMINapHOlt 9KC-
Kpenuy Memyu npu 6onesHn Bunbcona-KoHoBamoBa IpMBORUT
K ee M30BITOYHOMY HAKOIUIEHNIO B opraHusme. [lepBoHaYaIbHO

Melb HAKaIUIMBAEeTCA B IIeYEeHM, I03TOMY 3aboJieBaHMe 4Yalle
BCero MaHM(ECTMpPYeT C IOABJIEHUA CUMITOMOB IHOPaKEHUA
MIMEHHO 3TOoro opraHa (B 42% ciydaes). IToce TOTo Kak IedeHb
HAacCBbII[eHa Mefblo, YTO B Psfe CIydaeB MPOUCXOFUT beccum-
IITOMHO, HaKOIJIEH/E MeJIV TPOMCXOANT B IPYTUX OpraHax U CH-
CTeMaX, IIpeX/ie BCero B 0asajIbHbIX sApax FOTOBHOTO MO3ra, B
KOTOPBIX COfiepyKaHMe Mefiy yBe/muuBaeTca B 50 u 6onee pas mo
CPaBHEHNIO C HOPMOIf. TO IPUBOAUT K BOSHUKHOBEHMIO Heli-
POTICUXMYECKIX HapYLIEHWiT, KOTOPbIe Jallle BCEro HaOIoNaI0T-
Cs1 BO BTOPOM U TPeTbeM AeCATIIeTHAX KU3HN. [Ipy 6picTpoM
HOCTYIUIEHUM GOJIBIINX KOJMYECTB MefY B KPOBb Pa3BIBAETCS
3HAUNUTe/IbHAs KyIpeMus, U Meflb, GUKCHUPYsACh Ha MeMOpaHe
SPUTPOLUTOB 1 06pa3ysl KOMIUIEKCHI ¢ 6e/IKaMM, IIPOBOLUPYeT
pasBuUTHE TeMOMMTUYECKOH aHemun. ITloatomy y 15% 60OMbHBIX
3a00JIeBaHNe NIPOAB/IAETCA TeMATONOTMYECKIMY CHHAPOMaMH,
IpeXKfie BCEero reMonuTndeckon aHemmeil. OTIOXKeHNe Mefu B
JecieMeToBOl MeMOpaHe POTOBMIIBI MPOABIAETCA GOPMUPOBA-
HIEM KOJIell JKeNTO-KOPMYHEBOTO, MHOIZIAa 3€/IEeHOBATOTO IBeTa
- Kaiisepa-®nerimepa. B porosuiie oTnoxkeHme Meiu IPOUC-
XOJMUT IOYTH OHOBPEMEHHO C NOsBNIEHNEM HeJPOIICUXIIeCKOl
CMMIOTOMATUKM, TO €CTh IOC/Ie HAChIleHUs Melbio nmedenu. He
CBs3aHHAs C LIEPYIOIUIa3MMHOM (CBOOOAHAsI) Mefb BBI3BIBAET
BHEINEYEHOYHOE TIOBPEXIEHE TKaHell TI0YeK, CePAilia, CyCTaBOB.

O6wenpuHsTON Knaccupukanyy 60/Ie3HN HeT, HO BBIfesi-
0T 3 TEHOTUIINYECKMX TUIIA OOIe3HN:

1. CnaBaHCKMIT TUII — HauMHaeTcA B 20-35 eT 1 XapakTepu-
3yeTCs HEBPOJOTMYECKON CMMIOTOMATUKONM ¥ HE3HAYMTETbHBIM
MIOpaKeHeM TTeUeH .

2. 3amazHblit — gebotupyer B 10-16 j1eT ¢ MEPBUYHOTO IO-
pakeHNUs TIeYeHM ¥ 3aTeM IOsB/IeH)eM HeBPOJIOTMYeCKOil CHM-
NITOMATUKI.

3. ATUNNYHBIN — OPOABIAETCSA TOMbKO CHVIKEHUEM YPOBHsA
IepynomiasMiHa 6e3 KIMHMYECKMX IPYM3HAKOB 3a00IeBaHMA
[10].

B cooTBeTCTBMM C IpPM3HAKAMU 3a00JIeBaHMA BBIIC/IAIT 3
dbopmsr:

1. bonesnp Bunbcona-KonoBanosa, mpoTekawolas ¢ 1mopa-
JKeHIEeM TIeUeH .

2. bonesnp Bunbcona-KoHoBanmosa, mpoTekawolas ¢ 1opa-
JKEHMEM LIeHTPAIbHOM HEPBHOI CUCTEMBL.

3. CmemmaHHas GpopMa (Of[IHAKOBO IOPaXKeHBI IIeYeHb I IjeH-
Tpa/IbHasA HepBHAsA CUCTEMA).

BrigensaroT  cnemyromue
Konosarnosa:

1. IIpexmHIYecKas (1aTeHTHAA) — IPOJO/DKUTENbHOCTD 5-7
JIET.

2. Knuanyeckas:

a) IeyeHouHast (IIpeHeBpOJIornuecKast)

6) HeBpoOJIOTMYeCKasl.

Pyccknit nesponor H.B. Konosanos (1960 r.) Bbiienmmn 5
¢dopm remaronepebpanbHoit guctpodun [8]:

1. A6momnHanpHas (medeHouHass) GopMa — TsDKeIoe Iopa-
JKeHJe TIeYeHN, IPUBOJIAIIee K CMEPTI PaHbIIe MOAB/IEHNS CUM-
IITOMOB CO CTOPOHBI HEPBHOI CUCTEMBI; 3a00/meBaioT meTu. Eé
IIPOJIOJKUTETBHOCTD OT HECKONIBKIX MECAIEB 10 3-5 JIeT.

2. PurnpHo-apuTMornnepkHetndeckas (paHuss) ¢opma —
OT/IMYaeTCA OBICTPBIM TeUeHMeM; HauMHAETCA TakXKe B JJeTCKOM
BO3pacTe. B K/IMHIYECKOIT KapTuHe MIpeo6IafaloT MBIIIeYHas
PUTHMIHOCTD, IPUBOAAIIAA K KOHTPAKTypaM, 6€THOCTD U 3aMei-
JIEHHOCTDb JBVDKEHUII, XOpeoaTeTOMIHbIe MU TOPCHOHHbIE Ha-
CIJIbCTBEHHbIE JIBVDKeHNUA. XapaKTepHBI IU3apTpus 1 fucdarus,
CYZOPOXXHBIIT CMeX 1 I1ad, adeKTUBHbIE PACCTPOICTBA U YMe-
PEHHOe CHIDKeHNe MHTe/UIeKTa. 3aboeBaHye JIMTcs 2-3 rofa,
3aKaHYMBAETCS JIeTa/IbHO.

3. Ipo>xaTenbHO-pUrnHas GopMa — BCTpedaeTcs Jalle ipy-
TUX; HAUMHAETCs C JOHOLIECKOTO BO3PacTa, TeU€T Mefl/IeHHee, 110-
POV C pEMUCCUAMM U BHE3ATTHBIMU YXY/IIIEHVAMHI, COTPOBOXK/a-
omyUMICcsT cy6deOpUIbHOIL TeMIIepaTypoll; XapaKTepu3yeTcs
OIHOBPEMEHHBIM Pa3BUTIEM TSKENON PUTUTHOCTI U IPOXKaHMS,
IpOXKaHMe OYeHb PUTMUYHOE (2-8 IPO>KaHMII B CEKYHTY), Pe3KO
YCUTMBAETCA NP CTaTNIECKOM HANIPSAYKEHVI MBI, IBVDKEHMAX
U BOJIHEHIN, B TIOKOE I BO CHe McdesaeT. VIHorma 06HapyXuBa-
I0TCS aTeTOM/HBIe X0peoOPMHbIe HACH/IbCTBEHHBIE JIBVDKEHN;
HaOIIOAAI0TCS TakKe ucdarus u aysapTpus. CpefHsis Ipogon-
JKUTETPHOCTD KM3HM OKOJIO IECTH JIET.

4. lpokarenpHast popMa 3a060IeBaHNs — HAYMHAETCS B BO3-
pacte 20-30 stet, TeuéT [OBONBHO MemieHHO (10-15 et n 607b-
IIe); APO>KaHNE Pe3KO MpeoblafjaeT, PUTMAHOCTD IIOSB/IAETCS
JINIIb B KOHIIe 60/Ie3H, MHOTTA HAOMION[AeTCA TUITOTOHNA MBIIIIY;
OTMeYaeTCsl aMUMMA, MeJl/IeHHas MOHOTOHHAsl peub, TKENble

cragum 6onesnu  BumbcoHa-
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Tabnuua 1

Kpurepun auarnocruku 6onesun Bunbcona-Konosanosa (Ferenci, 2003)

TUQOPMHBIE IIPUITA/IKIA.
(bS.p 3KC’IF)paHI/IpaMI/I/1HO-KOpKOBaH CumnToMbI Bannel

(bopMa — BCTpe4aeTcsi pexe [Pyrux Konbua Kansepa-Oneiwepa Vmetotca 2
dhopm. Tunm4Hble 15 renarorepedpab- OtcyTeTBYHOT 0
HOM WMCTPOGUI HAPYIIEHIA B NaNbHEN- Helponcuxmyeckne cumnTombl, XxapakTepHble ansa bBK nnn Mmetotca 2
LIEM OCTOXHAITCA IUPAMUAHBIMU T~ 14 p1e nokasaTenn MPT Mosra
pesamu, snuIenTH(GOPMHBIMY TIPUIIAfI- OrtcyTcTytot Y
KaMI U TKEIBIM cTaboymueM (o6Hapy- Mpo6a no Kymbcy oTpuuatenbHas (oTcyTCTBME remonuTuyeckon | Vimeetca 1
XKMBAIOTCS OOIIMPHDbIE PasMATYEHMS B | aHeMWW) + BbICOKAA KOHLIEHTPaLMA Mefin B CbIBOPOTKE Otcyrctayer 0
Kope 607bLINX IoMyLapuit). JInurcs 6-8 -
JeT, 3aKaHYMBAETCS TIeTATBHO. PesynbTaTbl nabopaTopHbIX NCC/Ief0BaHNIA

Tlo TteueHuio Gonesuum Busbcona- Hannune mean B moye (Npu OTCYyTCTBMM OCTPOTO renatuta) HopmarsnbHbii ypoBeHb 0
KoHOBas10Ba BBHIEIIAIOT: BepxHuii npeaen 6a30BOro coaepxaHua Meay B Moye 100 - 120

1. Octpoe Tedenne — 6onesHb MaHu- | COCTaBnAeT 100 mKr 3a 24 4 (1,57 MKMOnb/24 vaca)
decTupyeT B paHHEM [IeTCKOM BO3pacTe, 120 u Gonee 2
[IPOTEKAET MOTHUEHOCHO. B GombuimH- Konnuectso mefu B TKaHAX NeveHn HopmarsbHbivi ypoBeHb -1
CTBe CTy4YaeB 3aKaHYMBAETCs JIETATIbHO, MoBbIWEHHBIN 1
HECMOTpsI Ha JIeYeHue. (250-300 mr)

2. XpoHMYecKoe TedeHue — Ipo- Bbicokuit (300 1 6onee)
sIB/IEHVEe OOJe3HM PpasBUBAKOTCA Mejl-
neHHo. 3abonmeBaHye MaHUeCTHPY- PopaHyH-nonoxurenbHble renatoLuThbl, OpLEVH 1 fpyrue OTcyTcTBYIOT 0
eT NpU3HAKAMIU MOPKEHNS IedeHIL. coefuHeHNA meu (eC/in KONMYeCTBEHHbIN aHanv3 Meau VmeroTcs 1

He 6blN BbIMNOSIHEH)

PasBuBalTcaA 1IUppo3 IeyeHM, Ieye-
HOYHAs HEJOCTATOYHOCTD. IlocTeneHHo KoHueHTpauusa LepynonnasmmHa B CbiIBOPOTKe Bonee 0,2r/n 0
HapacTaeT HEBPOJIOTMYECKass CUMIITO- 0,1-02r/n 1
MaTUKa: HapyIIEeHUs IOXOAKU U KOOp- MeHee 0,2 r/n 2
OUHAL nI[BI/I)KeHI/[I‘/'I, TAPKMHCOHM3M. |~ - =
B manbhelmeM u3MeHseTCA ICUXMUKa: EHETNUECKNI aHanus myTauui
paSBI/IBaIOTC}I Hapa]—[oy{nanbﬁme pea}(- 3a60neBava, Bbi3blBaloLme mytaunu B obenx Xpomocomax 4
nnn, NCTepus. 3aboneBaHus, Bbi3biBatoLMe MyTaL B OAHON U3 XPOMOCOM 1

Knmnuuueckass xapTtuHa 06o0je3HU o

TCYTCTBUE 3a60/1€BaHNA, Bbi3blBaloLLEe BbIABIEHHYIO MyTaLuto 0

Bunbcona-KoHoBanoBa o6ummpHa, I0-

PXKAIOTCA IPAKTUYECKN BCe OPraHbl I
crcteMbl. OCHOBHBIMM K/IMHUYECKVIMU
IPOABNEHMAMY CYMTAIOTCA TI€YEHOU-
Hple (UMPpPO3 MedeHU, XPOHMYECKMI
aKTUBHBIV TeNaTuT, QyIMUHAHTHAA IeYeHOYHas HeJOoCTaToY-
HOCTb) U HEeBPOJIOTMYecKue (9KCTpamupaMuaHble, Liepebesp-
Hble, TICeBI00YIbOapHbIe HAPYIICHNU, CYJOPOKHBIE TIPUITAJIKI).
OHM MOTYT COYETATbCA C NCUXMYECKMMIU (IICUXO03, HapyIIeHNUA
IIOBEJICHNsA, TO3HABATENIbHON JeATebHOCTU), TeMaTONOoTIMde-
ckuMH (TeMOIN3 SPUTPOLVUTOB, AHEMMs, TPOMOOLUTONEHN,
HapyIIeHNs CBePTHIBAIOIIEll CCTeMBI KPOBM), HOYEeUHbIMY (He-
¢dponutnas, cHibkeHne Kiry6oukosoit ¢uibTpannu), obTamb-
Mornormueckumu  (kaTapakrta, Komblo Kaitsepa-®ieiiurepa),
SHOKPUHHBIMY (aMeHOpes, CIIOHTaHHbIe abGOPTHI, 3amepKKa
IIOJIOBOTO PA3BUTUA, TMHEKOMACTHA, TMPCYTHU3M, OXXMpPEHMe,
TUIONAPATUPOUIV3M), CEPIEYHO-COCYAUCTBIMMU (KapAMOMMOIIa-
TV, APUTMUN), MBIIIEYHO-CKeTIeTHBIMY (OCTeOMAIALNSA, OCTEO-
[I0PO3, apTPOIATHA, aPTPAITUM), KETYJOUHO-KIIIEYHbIMU (XO-
JIeNINTNA3, TAHKPEATUT), IePMATONIOTIYeCKIMIY (TOTyOble TyHKM
Yy HOTTEBOTO JIOKA, COCYAUCTas IypIypa, TMIIEPIUTMEHTAIVA
KOXM, acantosis nigricans) nposiBIeHNAMIA.

Bonesup Bunbcona-KoHoBamoBa MOXKHO 3aIlOJ03pUTD, €CII
y 60IbHOTO VIMEIOTCA:

1. IloBbliIeHNIe AKTUBHOCTH IIeYeHOYHBIX aMIHOTpaHCcdepas
(ACT, AJIT).

2. IlpusHaxy 3a00/1eBaHIs eUEeHL.

3. HeBponormyeckne CMMITOMBI HEYCTAHOB/IEHHOI 3THOJIO-
run (gusaprpus, pucdarys, pacCTpOCTBAa MEIKOI MOTOPUKH,
aTeTos).

4. TIcuxyyeckye CMMIITOMBI (HapyIleHNs NOBEfIeHN) B KOM-
OUHAIMY C HEBPOJIOTMYECKVIMY TIPOSB/ICHVIAMY VMU IIPU3HAKA-
MM TIOpaYKeHVA IIeYeH .

5. IlpnobpeTeHHas reMOMUTHYECKas aHEMUA IIPU OTpPUIA-
TenbHoI Mpobe Kymbca.

6. OTATOIIEHHBIN CEMEITHbIN aHaMHe3 110 60e3Hy BiuibcoHa-
Konosarnosa.

Ha sacemanmm Epomeiickoro kommrera 1o bonesau
Bunbscona-Konosanosa, cocrosasiiemcsa B mae 2005 1., o6cy>i<;1a-
JIUCh KPUTEPUM IUATHOCTUKY 9TOTO 3ab0neBaHms. Bbuo pelreHo
JUCIIONIb30BATh /IS [UATHOCTUKY JAaHHOTO 3a00/IeBaHsI OITyO/In-
KOBaHHYIO paHee 6aIbHYIO CHCTEMY AMarHocTuku (Tabm. 1).

HecomHeHHO, Hanbomee JOCTOBEPHBIM METOLOM SIBJISAETCS
MOJIEKY/IAPHO-TeHeTHYecKas Juarnoctuka. Ho Jae ranHoe mc-
clejoBaHue IPUMEHACTCS IULID J/IA MOATBEP)KACHNA AUarHo3a
B 3aTPY/JHUTENIbHBIX CUTYalMAX B CBA3U TPYAHOZOCTYITHOCTDIO.

Jlegerne 60mpHBIX ¢ 6071e3HbI0 Bunbcona-Konosamosa mpo-

ITpumeuanue: npu cymme 6annos 4 u 6oree nuarnos 6onesHb Bubcona-Konopanosa moarsepi-
JIeH, eC/M HeT IPYTMX CUMIITOMOB, NCK/IIOYAIOLINX JaHHOe 3a00/IeBaHume.

BOJVITCSI HeMeNVKAaMEeHTO3HBIMY, MEUKAMEHTO3HBIMI 1 XVPYP-
rudecknMu Metogamu. K mepsbiM oTHOCHTCS cTpOroe cobmmofe-
HUe “Ile9eHOYHON a1eTsl (CTOM 5a), IpeIIoIaraoeil NCKIo-
JeHne OOraThIX Mef[blo IIPOAYKTOB (IIOKO/af, kode, opexnu, 60-
60BBIe U Ap.). MenuKaMeHTO3HbIe MeTObI HAIIPAB/IEHBI Ha BBIBE-
IeHNe M3/IMIIHET0 KOMMYeCTBa MeU U3 OpraHmuaMa. Y 60/IbHBIX
B [IPECYMIITOMATIYECKO CTaANI JOCTATOYHO JIEYEHVIsI TONBKO
npenaparamyl LMHKa. LleHTpasbHOe MeCTO B KOHCEPBATUBHOI
Tepamuy 6orme3Hyu Bunbcona-KoHoBamoBa 3aHMMaeT Iperapar
D-neHMIWUIAMUH, HO IPM [UINTEIbHOM HPUMEHEHUN pasBU-
BAIOTCs T060YHBIE 9 EKTDI, TI0ITOMY PEeKOMEHAYETCS TIpIMe-
HSTb KOMOMHUPOBAHHYIO TepaInio (COBMECTHO C IpelapaTaMu
IMHKA), B Ka4yeCTBe BCIIOMOTATENBHOIl Tepamuy MCIOMb3YIOT
aHTUOKCUJAHTBI (BuTaMuH E), IUPUOKCHH U TenaTonpoTeKTo-
per. [Ipemapartom BbI6Opa MATOrEHETIIECKOIT TePAIINN SIB/ISETCS
TPUEHTHUH, KOTOPBII1, 06/1afast Takoi xe 3P (eKTUBHOCTbIO, KAK
D-neHnuyIaMyH, BbISBIBA€T MeHbIIle HeXeTaTe/bHbIX 3 dek-
T0B [4,21]. Xupyprudeckoe jedeHe 3aK/I0YaeTCs B TPAHCIIIAH-
Tanyy nedeHn. Yamie MpOBORUTCS GONBHBIM C MOTHMEHOCHOIT
(bopmoit 60/1e3HN, IEKOMIIEHCHPOBAHHBIM LIUPPO30M IledeHu. B
Poccnu Taxke paspaboTaH HOBEIUNIT METO, — «BCIIOMOTATe/Ib-
Hasl IIe9eHb». ITO MeToJ| GyoremMorepdysun ¢ U30IMPOBAHHBIMY
JKVMBBIMI KJIETKAMI TI€I€HN VI CeIe3€HKIL.

3a CBOIO MHOTOMMKOCTb 6onmesHp Bumbcona-KonoBamosa
onyYniIa 06pasHoe Ha3BaHIe «BEMKOTO XameneoHa» [9]. Ipu
CBOEBPEMEHHOII MAKCUMA/IbHO PAHHE JUArHOCTYKE U [IPABUJIb-
HOIT Teparuyt B 80% crydaeB BO3MOXKHO KYIMPOBAHIE CUHPO-
MOB, y/Iy4llIeHle IPOrHo3a 3a00/IeBaHMs.

[IprBOAUM COOCTBEHHOE K/IMHIYECKOe HAOTIONEeH e,

Bonvhoti 3., 21 200, nocmynun 6 HedposiozuHeckoe omaoesnerue
Obnacmuoti knunuueckotl 60/IbHULbL ¢ OUAZHO30M 2UNEPKUHE3 KO-
HeuHOCMetl HesICHOLL IMUOLOZUU, € HATOOAMU HA HACUTIbCBEH-
Hble CYOOPOICHDIE NO0EPIUBAHUS BEPXHUX KOHEUHOCMEl, pede —
HUMCHUX KOHeuHocmell, 60buie NPasbiX, UH020d — N00ePeUBAHUS
20710601 (YCUNUBAIOMCS NPU BONIHEHUL U 6bINONIHEHUL NPOU3BOTTb-
HbIX 08UNCEHUTI, 80 CHe He 6eCNOKOAM), HEKOMopyo OU3apmpuio.

Bonvrvim cebst cuumaem 6 meuenue 1 2004, k0204 NOABUNUCH
eunepxuHesvl KoHeuHocmetl. B smsape npu o6cnedosanuu neped
yponozuueckoti onepayueti Ovia 00HAPYHeHA MPoMOOyUmMone-
HUsL, peKomMeHO08aHO 00c/ledo8aHUe Y 2eMAmos10208. B anpene 8
2eMAMOJI02UECKOM OMOeIeHUU NPU YIbIMPA3BYKOBOM UCC/Ie)06a-
HUU ObLIIU BbIAE/IEHDL NPUSHAKYU NOPMATLHOLL 2unepmen3uu (80-
pommnas eena - 1,5 cm, ommeuaemcs 3HaHUMenvHOe PACUIUPEHIE
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ee gemeeil). Cenesenounas eeqa — 1,3 cm. Cenesenxa — 18x8 cm.
Tunepbunupyburemusi 0o 38,9 mmonv/n, npamoii Gunupyoun -
10,7 mmonv/n. Boin nocmaenen 0uazHo3: XpOHUHeCKUl Kpunmo-
2eHHDLTI 2enaAmMum ¢ nepexooom 6 UUppo3 neueHu, CnieHoMe2anus,
cunopom eunepcnnenusma. Hasnauenol zenamonpomexmopu.

B oxmsbpe nosisunuco HacunbcmeeHHole 0BUNEHUST 6 KOHeu-
HOCMAX ¢ wacmomoti 1 pas 6 Hedento, uepe3 4-5 mecsaues cmanu
nocmosnnvimu. [ns ymounenus ouazHosa 60nvHoil 6vin HANPAas-
JIeH 6 0071ACHY10 KITUHUYeCKY10 O0/IbHULLY.

IIpu ocmompe 6 o06nacmHoll KAuHUHeCKol 6onvHUYe OblI0
6vIABIEHO cOCOsiHUe cpedHeli msxcecmu. Pocm 2,07 m. Koxcrole
nokposvl 06viuHol okpacku. Ha xoswe nepedweil nosepxrocmu
2PYOHOTI KAIEMKU UMEIOMCA eOUHUUHbIE COCYOUCble 36€300UKU.
H3vix He3HauUmMenvHO 00710%ceH OenbiM HATIEOM, OOTIblLe Y KOPHSL.
Botsensemcss nonumopdroiil eunepkuHes Molully 6epXHUX KOHEUHO-
cmeil 6 NOKoe, YCUNUBAENMCS NPU B0NIHEHUU, B0 BPEMS BbINOIHEHUS
NPOU3BONLHBIX 0BUNMEHUT], UH020A — eunepKuUHe3 20106bl. Peuv 3a-
mpyonena («monuxoo6pasuas»). bonvroti siipopuyen. Unmennexm
Heckonvko noHusxcer. Hao nezkumu sAcHbLTl 1e204HblllL 36YK, OblxaHUe
sesuxynaproe. Tonvl cepoua pummuunole, scHvle. Ilynvc 72/mum.
ATl 120/70 mm pm.cm. XKusom mazkuii, 6e36onesHeHHbIiL npu nao-
nayuu. Ilanenupytomcs xpaii neueHu NnuomHOU KOHCUCHEHUUU,
cene3eHKa, ee pasmepol Mermooom nepryccuu 15x7 cm.

Ananuz xposu: Hb - 165 o/n; Op. - 4,55x10'%/n; MCH - 28
ne; Tp. — 182x10°/m; Jleii. — 4,2x109/7; 3 - 4%; n/a - 2%; /s -
57%; m — 3%; 1 — 34%; COD - 2 mm/u. Ananus mouu: yoenvhuiil
sec — 1017; 6enok — 0,097 2/n; anumenuanvHole Kaemxku — eou-
HUYHbLE 6 NOJIe 3PEHUS; IPUMPOUUMbL — 2-1; CONU 0KCANAMmMos 6
3HA4UMenvHOM Konudecmee. buoxumuveckuii aHanus kposu: 6u-
nupy6uH 06usuil — 27,8 mmonv/n (3a cuem nenpamoeo); AJIT - 15;
ACT - 21 mmonv/n; eamma-enymamunmparncnenmudasa — 23 ME;
06uquil 6enok - 78 e/1; anvbymumvl — 57%; enobynumvi: al - 9%,
a2 - 5%, - 2%, y - 26%; kpeamunun - 0,14; mouesuna — 4,4
mmonv/n. Llepynonnasmun kposu — 4,2 me% no Pesuny (Hopma
25,5-28,5 me%). Yposerv medu 6 coreopomke kposu 5,2 (Hopma 11-
12) mxmonv/n.

Penmeenockonuyecku namonozuy 0peaHos 2pyoHoli Knemku
He BbLA67IEHO.

Ynvmpaseyxosoe uccnedosanue opeanos 6pouiHol noaocmu:
neuenv Ougddysno HeodHopooHa. Bopomuas eena - 1,6 cm, us-
sumas. Cenesenxa — 7,0x15,5 cm, naowade — 94 cm> XKenunouii
nysvipo ¢ HeOOMLUUM KONUHeCBomM 0caoka. Ilodxcenydounas
Hene3a: KOHMypoL posHbvie, CMpyKmypa 00HopooHas. dauieuro-
JIOXAHOUHYLY KOMNTIEKC 71e601i NOYKU IKMAUPOBAH.

Cmamuueckas 2amma-cyunmuepapus neweHu ¢ mexeuu-
em: vipascertoe Ougd@ysroe nopalyeHue neweru, cnaeHoMe2anus
(3axsam paduopapmnpenapama cenedenkoii 00 80%), npusHaxu
NnopManvHoli eunepmeH3uu.

Ha snexmpoanyeganozpamme 00HAPYHEHO yMepeHHO 6blpa-
JHeHHoe Ouddysroe HapyuieHue HelipoOUHAMUKY. AcuMmempuu,
JIOKATIbHO20 NOPAINCEHUS, NAPOKCUSMANLHOTE AKIMUBHOCINU HEM.
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Peosnuedanozpamma: KposeHanonHexue cUMmempuuHo, 0o-
cmamo4Ho. AHeuoOucmonusi (2unomoHu4eckuil sapuanm), se-
HO3HOe HapyuieHe.

Hesponamonozom ycmarosneHo: uHmennekm Heckonvko no-
HuxceH, OonvHoU iiopuuen. Peuv 3ampyonena. Hocoey6Has
cKknadka cnpasa cenaxcena. Peakyuu 3paukos Ha ceéem iusole,
0BUNMEHUS ena3HbiX A670K He ozpanudeHvl. IlomoxumenvHolii
cumnmom  Mapunecky-Tupwbepea. CyxoxmunvHole pednexcu
HUBblE, 00UHAKOBYLL ¢ 00eUx CMOPOH. J]8YCMOPOHHUL cUMNImom
Babumckozo. Moliueunvlil moHyc 0beux BepxHUX KOHeUHOCMell
He U3MeHeH, HUMHUX — NOBbLULEH N0 IKCMPANUPAMUOHOMY THUNY.
Buoisiensiemcs xopeugopmiuiili mpemop, mpemop nokos u Hanps-
senus. Ha ocHosanuu 0anHuix Hesposozu4ecK0z0 cmamyca, a
maxice 8 C65I3U ¢ HANUYUEM Y O0/IbHO20 NOPANEHUS NeUeHU ¢ Npu-
3HAKAMU NOPMATILHOTL 2unepmeH3ull 6vio 6bICKA3AHO MHeHUe O
Hanuuuy y 60nvHozo 6onesnu Bunvcona-Konosanosa.

IIpu ocmompe poeosoii 06010UKU 0OHAPYHEHO KOMbUEOOPA3-
HOe pacnvinieHue JHenmosamo-3eneH08amoz0 nueMeHma no umoy
- konvuo Kaiizepa-Pneiiuiepa.

Knunuuecxuii  ouaenos: 6oneswv  Bunvcona-Konosanosa,
oposcamenvHo-pueuonas gopma. Lluppos neuenu ¢ seneHuamu
nopmanvHoti 2unepmeH3uL, CHaeHOMe2anus, cyOKoOMNeHCAUUS.

3aknouenue OKyIUCMa, CHUMeHUe KOIUYeCmea uepynonias-
MUHA U YPOBHA MeOU CbleOPOMKU KPOBU NO3BOAUNU NOOMEep-
Oumv 0aHHbLTi OUAZHO3.

Bonvvomy — 6uino  HasHwauseno — cheyuduueckoe — sederue
D-nenuyunnamurom. Kpome amozo nposodunace namoeenemu-
4eckasi U CUMNIMOMAMUYECKAs Mepanus: enamonpomexmopol,
HOOMpPONHbLe Npenapamol, NPOMUBONAPKUHCOHUYECKUE, XOIUHO-
Jumudeckue u cpedcmea, enusioujue Ha mxanesoti oomen. Ilocze
npoeedeHUsT 6 KIUHUKe JleueHUs OmMe1eHo yayduleHue: ymeHo-
WUICS 2UnepKuUHe3 KOHeUHOCmell, yMeHbUULACD UHIMEHCUBHOCHD
OpOANAHUS, YAYHUWULOCH 00U4ee COCMOsAHUe, C60000Hee CMAna
petb, 00HAKO 6e3 CyulectnéenHbIX UsMeHeHUTi NOPMAbHOL 2unep-
meH3u.

Takum o6pasom, 3ab6oneBanue ObIIO FUATHOCTHPOBAHO MIOY-
TV Yepes 2 TOfIa IIOC/Ie TOABICHNS KIVHIYeCKX IPU3HAKOB, KOT-
Ja pasBMIACh BBIPOKEHHAs HEBPOTIOTMYECKAs CUMIITOMATHKA.
YauThIBass OTCYTCTBUE CHEIMPUIECKNX NPU3HAKOB MOPAKEHVIA
IeYeHN U TOJIOBHOTO MO3Ta pu 6onesuu Bunbcona-Konosanosa,
a TaKoKe TO, YTO 6OIe3Hb MOYKET IMPOTEKATD MOJT MACKaMM JAPYTYX
3ab0/eBaHMIl, HEOOXONMMO MCCIE[OBATh YPOBEHDb Liepy/IOIIas-
MIHa, @ TAKOKe COflep>KaHIe Meiy B ChIBOPOTKe KPOBY M CyTOUHOIA
Mode. [IpOBOAUTL OCMOTP OKY/IMCTA C LIe/IbIO BBLABIEHNS KOJIbLia
Kaitsepa-®reitiepa y KaXXj0oro 60/IbHOTO C HOPaKeHVIeM IeueHn
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PEAKUE ®OPMbl HACJIEQCTBEHHOW ANJIACTUMECKO AHEMUW Y B3POCJIbIX

Anexcanop ITasnosuyu Cunun’, JTro606v Muxatinosra Ilemposa’, Bepa Anexcanoposua Jlvickosa’
(‘MIpkyTcKumit roCy/iapCTBEHHDIN MEAMUIMHCKII YHUBEPCUTET, PEKTOP — [I.M.H., Ipod. V1.B. Maos; kadenpa
TOCIIUTAIBHON Tepamny, 3aB. — .M.H., mpod. .M. Oprnosa; *I'Y3 VpkyTckas opaeHa «3Hak Ilodeta»
o6acTHasA KIMHMYecKas 00NbHNULA, I71. Bpad — K.M.H. ILE. Jynun)

Pesrome. IIpuBopATCA ABa PENKUX KIMHNYECKUX CTydas BPOXK/IEHHOI alIACTUYeCKON aHeMIM y B3pOC/bIX. IIpefcTaBieHsl 60/b-
Hasl C alUIacTYecKol anemuert @aHKOHM 1 6O/IBHOI ¢ MapLMaIbHON KPaCHOK/IEeTOYHOI aHeMueit [laitmonza-brexkdena.
KnioueBble cnoBa: anmactudeckas anemus ®ankonn, [laitmona-brexdena.

THE RARE FORMS OF HEREDITARY APLASTIC ANEMIA IN ADULTS

A.PSilin', L.M.Petrova?, V.A.Lyskova’
(“Irkutsk State Medical University; *Irkutsk Regional Hospital)

Summary. The paper presents two clinical cases of adult rare forms of hereditary aplastic anemia. A one case of aplastic anemia of
Fankoni, and a second case of partial red-cellular anemia of Diamond-Blackfan.

Key words: aplastic anemia Fankoni, Diamond-Blackfan.

AHeMMUM KOHCTUTYLMOHA/IbHbIE — 9TO TeTepOTeHHas IPYII-
Ia 3a00/IeBaHNUIT, Pas/IMYAIOLINXCS IO IIATOTeHesy, JeUeHNIo U
nporuosy. K ux uncny orHocarca anemuss OaHKOHM, CHHIPOM
llIBaxMaHa-Jla/iMOHMa, ~HUCKEPATO3 BPOKHEHHBIN, aHEMILI
Jaitmonza-brexdena u fp. Otu 3a601eBaHNA ABIAOTCA BPOX-
[IeHHBIMI, HaC/Ie[ICTBEHHBIM, TIepBbIe CUMIITOMbI OO/Ie3HNU BO3-

HUKAIOT B JIETCTBE I PEJKO GOIbHBIE HOXXMBAIOT 10 3PETIOTO BO3-
pacra. B perncrpe VIpkyTckoit 06macTu coctout 1 6onpHasi ¢ aHe-
mueit @aHkoHM n 1 60/1pHOI ¢ aHeMuelt [TaiiMonzia-bnakdena.
Anemust ®ankory (AP) - 3TO ayTOCOMHO-PELECCHBHO
HacegyeMoe 3a0o/eBaHNe, XapaKTepusylolleecss IIPOrpeccu-
pyomieli NaHINMTOIEHMel, Ha/IMYMeM PasIMYHbIX BPOXKIECHHBIX
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