[eHeTn4yeckme 3aboneBaHud
Nne4YyeHn B NMpaKkTuKe Bpaya
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» CnoBsa ppaHLy3ckoro y4yeHoro >KaHa
[occe, naypeata Hobenesckon npemumn
3a OTKPbITUE IMTaBHOMO JIOKyca
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TOM, YTO, «4TOObI NpeaynpeanTs 60Me3Hb,
ee HY>XHO npeaBuaeTby», cenvac
aKTyaribHbl KaK HUKoraa.
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Burdelski et al. (1991)



[ eHeTnYeckmne 3aboneBaHns NeEYEHN C
nepBUYHOWU NeYEeHOYHON MaHUMecTaunen

Bone3Hb BunbcoHa
HacneacTtBeHHbIN remoxpomaTos
OedvumnTt a 1-aHTUTpUNCUHa
Kucto3sHbin ¢onbpos

Mporpeccupyrowmn HacneaCcTBEHHbIM BHYTPUNEYEHOUYHbIW CUHAPOM XornecTta3a (aedekT
TPaHCNOPTa XeN4YHbIX KUCIIOT)

CuHapom Anagxuns (YMeHbLUeHUe Ynucrna v Aucnrasnsa BHYTPUNeYeHOoUYHbIX NPOTOKOB) B
coyeTaHuu ¢ ApPYyrMmMn aHOMarMsiMm co CTOPOHbI cepaua, rnas, No3BOHOYHMKA, a TaKkKe
XapaKkTepHble 0OCOGEHHOCTU CTPOEHMUSA NIMLIEBOro Yepena v NpuU3Haku BHYTPUYTPOOHOM
runotpoduun. lInarHocTMka OCHOBbLIBAaeTCHA Ha KOHCTaTaUuM covyeTaHUA OaHHbIX
rMCTOJIOrMYECKOro uccriefoBaHma 6uonTtaTa ne4YyeHn N He MeHee TpexX aHOManun unu
NOPOKOB pPa3BUTUA APYrMX OpraHoB)

Cunpgpom Kpurnepa-Haunspa, Tun 1 v 2 (aedovunt YOPI'T) - cemenHass HeremonutTnyeckas
xXenrtyxa

HacneacrtBeHHasa Tupo3nHemus , tun 1
Bone3Hn HakonneHus rnmukoreHa , tun |, I, IV

Bone3Hun HakonneHusa nunuaoB — nunonao3bl (bonesnb lNowe, bonesHb Tea-Cakca —
Waddepa, BonesHb Humana-lNuka)

KoxHasa nopdupusa (HapyweHune 6MocuHTe3a rema, npuBoasiiee K u3dbITOYHOMY
HaKoOMMeHUo B opraHmame nopcpupmHOB U UX NpeaLIecTBEHHUKOB, @ UMEHHO,
nopdobunuHoreHa (Mb6I) n 5-ammHoneBynuHoBon kKncnotbl (AJIK)

HacnepgcrtBeHHas HenepeHOCUMOCTb (bpYKTO3bI, ranakrosemMmusi.



ATUONOINA: CUHTETUYECKNEe aHOMaNuun B NeYeHMu.
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MeToabl AMAarHOCTUKM

* OCHOBHblE METObI ANArHOCTUKA
XPOMOCOMHbIX bone3Hen —
LIUTOreHETUYECKNN aHanus),

* METObl ANArHOCTUKN FNrEHHbIX DONE3HeEN
(MONEKynApHO—reHeTUYECKNN aHanns)

boukos H.l1., KnuHn4yeckasa reHetuka. M: 'sotap—Men.2001; 448., Thomson G.,
Esposito M.S. The genetics of complex diseases. Trends genet. 1999; 15(12): 17-20



Bbone3Hun HakonmneHus

 bone3Hb BunbcoHa

e HacneaocTtBeHHbIN reMOXpPoMaTo3
e lecdbvumT a 1-aHTUTPUNCHUHA
 [MNKOreHo3bl

lMpu ymoyHeHuu 2eHe3a 3abosiesaHuUli ne4yeHuU y MoOJ100bIX NayueHmoe
cnnedyem ucknroyamb 60s1€3HU HaKonsieHusi !



[MlauneHT C. 26 net

« )Kanobbl: Ha
He3Ha4YuUTeNbHYHO CrabocCTb,
nosblieHne t go 37,1-37,2 C B Be4epHMe 4achl.



[MlauneHT C. 26 net

 AHamHe3: OorieH B TedeHune roga, korga obpatun
BHMMaHMe Ha crabocTb, HegoMoraHue, nosbllweHue t oo
cy6debpunbHbIX LNGP.
[Mpn BUoXmMMmM4eckom nccrnegoBaHum Kposu: bunmupyomH
23,6 mkmonb/n (N go 20), AJ1T- 89 ea/n, ACT- 63 ea/n
(N=35en/n).
Obcnenosanune B rocnutane ®Chb: AJIT 69 ea/n,
ACT-115 ea/n, ITTI1-92 en/n. MNpn Ol C- eanHU4HbIE
9po3nu B Xenygke. HazHayeHo: paHUTUOUH,
MeTpoHuaa3on, anbmarens. JleyeHne 6e3
3Ha4YUTENbLHOro adodekTa.
[anee obcnenoBaHne B UHCTUTYTE BULLIHEBCKOrO:
MapKepbl BUPYCHOro renatuta otpuuarenbsHble, KT:
NPU3HaKMU NOpTanbHOM rMNEPTEH3NN N OMaroBOro
npouecca B Ne4YeHu
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* [lpeaBapuTenbHbIV ANarHo3?

* PekomeHgyemoe obcnengosaHue?



bone3Hb BunbcoHa- KoHoBanosa

AyTOCOMHO-pPEeLUCCUBHbLIN TUN HacneaoBaHUA
ToKkcunyeckoe HakonneHve meau
Yactota: 1:30.000; yactota anneneu 1:90

MyTtauua reda ATP7B (OMIM 277900) - aHanorusa c
ATP7A (6bone3Hb MeHkeca)

'eH pacnonoxeH B xpomocome 13q14.3-g21.1
> 400 onncaHbIX MyTauuu



O6meH Cu™ B opraHusme

° Cu++

TPaHCNOPTUPYETCA B
anuTenuun
NPOKCUMaribHOM 4YacTu
TOHKOWU KULLUKW, YaCTb
(40-75%) ocTaeTtcsa B
KNneTke n
JKCKpeTupyeTtcs ¢
dekanuamm npwu
AecKBamMauuu
INUTEenus.

e 25-60%

abcopbupoBaHHou Cu™
TpaHCNOPTUPYETCA C
OerikoMm NepeHOCUYNKOM
No BOPOTHON BEHE B
neyeHb, raoe 90% ee
AenoHupyeTcs.

Cu*" Bknryvaercsa B
LepynonsfiasaMuvH B
annapate lonboXu npu
ydyacTtuu reHa bB.
Jlnsocombli
akcpeTupytot 80% Bcen
Cu++



NMaTtoreHes 6one3Hn BunocoHa

e CHmxeHue akckpeumm Cu™ c xenubto us
renatouuTta, obycnosrieHHoe geduLUTOM
I NONHbIM OTCYTCTBMEM NPOAYKTa reHa
BB, koTopbIin onpegensieT TpaHcnopTt Cu™ B
annapat lonbaXxn n nocneayroilee
BblgeneHne Cu™ c xen4bi U3 NIM30COM.

 HapyweHue BknroveHns Cu™ B
anouepynnonna3MuH (HU3Koe cogepxxaHume
LiIMJ1 B KpoBM)



Tokcu4yeckoe BriMsHue meauv B NeYeHwU

e Mpoaykuna cBob6oaAHbIX papMKanOBU

e Tokcu4yeckoe BrIMsSIHME Ha JIM30COMbI

e Tokcnyeckoe BNMsHME HAa MUTOXOHAPUMU

e [lepokcunaauma nMnnaoB

e MHrMbnposaHune CMHTE3a NPOTENHOB

e CHMXeHue KOHLUEeHTpauMm aHTUOKCUOAHTOB



MexaHU3Mbl TOKCUMYECKOro AemMcTBus
Cu++

e Cu™- npooKkcnaaHT Katanusnpyet
obpa3oBaHMe cBOOOAHLIX paauKarnoB U
3anyckaet npouecc [OJ1:

e - HapywaeTca PyHKLUUA Na3MaTUYeCKNX
MemMOpaH, CHMXXaeTCcA coaepxaHue
AHTUOKCMAAHTOB (FrNyTaTUOHa U
TOKOohepona) - HeKpo3 renaToLnToOB.

° - MAaNOHOBbLIN Ananbaerng CTuMmynupyet
CUHTE3 KonnareHa - ¢oubpos



NposiBneHnsa 6one3Hn BunbcoHa

MaHudectauun CuMnToMBI

MNMeyeHsb. CrteaTo3 neyeHu, pubpoO3, ULMPPO3 C NOPTANbLHOU rMNEePTEH3NEHN,
XPOHUYECKUWN aKTUBHbIN renaTuT,(pyribMMHaHTHaA Ne4YeHo4YHas H-Tb

HeBponorus. BpaauknHesns, purugHoCTb, TPEMOp, aTakCus, AUCKUHE3Us1, AU3apTpuA,
CIIOHOTEeYeHUue, rMNoOMUMHUA

McuxumaTtpus. MU3meHeHMe noBeaeHUs1, CHUXKeHne paboTocrnocobHOCTU U
CMOCOBGHOCTH K

K 06yyeHuto, y 30% cuHapom wmnsodppeHnn, MaHnakanbHoO-
AenpeccuBHbIN

NCUX03, KNaccu4yeckumn HeBpo3, y 6% anunencus.

Odranbmonorusa. Konbuo Kansepa-®Pneunwepa, Katapakra «noacoONHEeYHUK»

FemaTonorus. Femonus, koaryrnonaTtus, NeMKoneHus, TPOMooLUTONEeHUA
Moukun. HdedeKkT KaHanbueB,KanbuuHO3,HechponuTnas

CepaeyHo- Kapanomuonartusa, aputmMusa, aBTOHOMHasa AMCyYHKUUA, TAxXenasn
cocyaucTtas rMMNOTOHMUA.

Cucrema.

CkeneTtHo-

MblLLeYHas OcTeomansauus, ocTenopos, AereHepauus xpsiia

Cucrema.

XKT. Xonenutnas, NaHKpeaTuT, CMOHTaHHbIN OaKkTepuanbHbIA NEPUTOHUT

AHAOoKpuHonorusa. AMeHopesi, MeHopesi, oTCTaBaHMe B CO3peBaHNN, TMHEKOMaCTUA
Oepmatonorua. [onyOble NyHKU, rmnepnurMeHTaumus, akaHTo3uc nigricans



KnnHunyeckne npossBneHns 6onesHn BunbcoHa

e JleTn 4-5 net
neyeHo4yHasa maHudectaumsa (y 42% 60nbHbIX).

e 20-30 net
- Hemponcuxunyeckana maHudecrtaums
(HeBponorn4yeckue nposBreHna y 34% OOnbHbIX,
ncuxudeckue nposieneHus y 10% 6onbHbIX)
- Hemponcuxunyeckasn + neyeHo4yHasa maHucecTayus
- MeyeHo4YHana maHudgecTaums
- FlemaTonornyeckaa manndectauma y 15%



dopMbl NOpaxXeHUs nevyeHn npm 6one3Hun
BunobcoHa.

e OcTpbin renatvt - 25% ( Macka — NHPEKUNOHHbIN
renaTuT: XXerityxa, acTeHUsl, aHOPEKCHsl.
CoxpaHsieTcsi U3MeHeHUe Ne4YeHOYHbIX (PepMeHTOB
nocne BbisgopoBneHuna. Hannume Kymoc-
oTpuuaTesibHOU reMosIMTU4EeCKON aHEMUN U HU3KUMN
YpOBEeHb MOYeBOU KUCIIOThI - nogo3peHne Ha bB).

e XpOHUYECKUMN renaTuT- Hanbonee yacTtasa popma
MopaXeHUs y NoapPOCTKOB N MONOAbIX OONbHbIX.
[lopo3peHue Ha bB: npn Hann4ymMmM HeBponornyeckou Unu
NCUXMNYECKON CUMNTOMATUKU, Unn Kymoc-
oTpuuaTenbHON reMoriMTu4ecKkon aHeMmnm, ceMenHoro
aHamHe3a. Y 50% onpepensaetca konbua Kansepa-
dnienwepa



PopMbl NOPaAXKEHUS NEeYEeHU Npu
bone3Hn BunbcoHa (npoaonxeHue)

¢ LI,VIppO3 NeYvYeHWn — nporekaetr 6eccMNTOMHO UMK
ManocuMnTOMHO. BbifABNgeTca y Bcex OOMnbHbIX C
HEBPONOrnM4eckNMn NpoABIEHNAMU

¢ (DynbMVIHaHTHa;I ne4eHo4YHas

HeO4OCTAaTOYHOCTb- npeacTtaBnsieT cooon peaKkyro
dopmy. PazBuBaeTca y noapoOCTKOB U MOJOAbIX
nauMeHToB. 3aKaHYMBaeTCA JfieTanbHbIM UCXOA0M.
XapaktepHo Hannume Kymbc-oTpuuarteribHOu
reMosiIMTUMEeCKOM aHeMuUu, BCrieacTBmMe MacCUBHOIO
BbicBoOOXAeHUs Cu™ u3 neyeHn. ddpheKTUBHLIN
Cnocob ne4vyeHnn - TPaHCNMaHTaUUA NneYeHu.



[Mopgo3speHue Ha bone3Hb BunbcoHa.

e Bo3pacTt meHee 40 neT npu HaNU4YUM:
- He0O6BACHUMbIX paccTpoucTB LLHC + npusHakoB
WY CUMNTOMOB NMOPaXeHUA NeYeHn; Unum
- HOOOBACHMMOro NOBbIWEeHNA TPpaHCaMMUHa3; Unu
- Heob6bsAACHMMOUN KymbcC oTpuuaTensHoOuU
NnpMoopeTeHHOU reMoSIUTUYECKON aHeEMUM Npu
HariuiMm nopaxeHus nevYeHu; unu
- HEOOBACHUMOro LMPpPO3a NeYeHwU;
HariMive poaAcTBEeHHUKOB C OoOne3HbLI0 BunbcoHa
KoHoBanoBa



CKpPUHUHIr Ha Hanu4iune bone3Hu
BunbcoHa

° KOHUEeHTpauusa uepynonnasmMmuHa B
CbIBOpPOTKe KpoBu < 20 Mmr/an.
(Hopma = 20 -40 mr/an.)

e konbuo Kansepa-dneunwepa



NunarHocTtuka 6-Hn BunbcoHa

OcmoTp B wenesoun namne ( konbuo Kansepa
dnenwepa)
Llepynonna3mMmunH B CbIBOPOTKE KpoBu < 20 Mmr/gn

Meab B Mo4ye > 3-KpaTHOE NOBbILWEHNE IKCKpeLuum
Meaun ¢ MO4YoW

NeHnumnamMmuHoBbLIN TeCcT > 15-KpaTHOE noBbIWEeHue
BblAeNeHus megm ¢ Mo4you

CopepxxaHne meau B nedveHun > 250 ug/r cyxoro Beca
eHeTn4YyecKkoe uccnepgoBaHue



[MoaTBepxaeHne bone3Hn BunbcoHa

e CyToyHas akckpeuusa Cu™ c moyomn
>100MKr/cyTKuK

 Buoncus neyeHu c onpegeneHmem Cu* B
TKaHu ne4vyeHun — 250-3000 mKr/r cyxoro Beca
(Hopma = 15-55 MKr/r)

* UccnepoBaHune ¢ pagnoaktusHon Cu®t unum
Cu®” (Y 300poOBbIX 2 NMKa KOHLIEHTpaLum
yepe31-2 n 48 yacoB . Y bonbHbIX BB HeT
BTOPOro nNuka)



Konbuo Kansepa dnenwiepa




Konbuo Kansepa ®dnewiHepa




Katapakta «noaCcOMHEYHUK




. TMCTOJ1IOIrnNsA neYvdYeHu

bone3Hb BunbcoHa




[ eHeTU4YecKoe nuccriegoBaHme rnpm 0-Hu
BunbcoHa

HopMa

c.778_779insC

(Insertion of the Cytosine Base Following Nucleotide 778 in the ATP7B Gene 778_779insC)



INleyeHne bone3Hun BunbcoHa

 lneta (NckKkno4YeHUe U3 paumoHa NPoOAYKTOB
C BbICOKUM coaepxaHuem Cu:
HeoOpaboTaHHasA nweHuua, 600bI, ropox,
cdracornb, MOMKOCKU, LLOKONAaMA, NeYeHb,
MOYKMN).

e [lenoOHN3NpoBaHHAA U AUCTUNINNPOBaHHAaNA
BoAaa ( ecnu mHoro Cu B BoAae)

e [1- neHMuunNnamuvH (KynpeHur) — cpeacTtBo
BblOOpa u "30n0TOMN cTaHAApT" B NeYeHnu
bB

e TpaHcnNnaHTauusa NevYeHwu



b-Hb BunbcoHa: MegukameHTO3Haa Tepanus

JlekapcTBO [o3bl




O-neHuumnnnamuvH (KynpeHus) — 30510TOU
cTaHaapT ne4vyeHus 6-Hm BunbcoHa

1 3Tan- HayanbHaa ao3a 250-500 mr 1-2 pa3a B CyTKM,
3aTeM yBenM4nBaroT 403y Kaxable 7 aHeun Ha 250 mr
Ao 1-2 r/cyTkn nop KOHTponem akckpeuun Cu c
mououn o 2000-5000 mkr/cyTkm . KoHTponb
KINTMHNYECKOro aHann3a KpoBu U MOYU Kaxable 2
HeOernu B nepBble 2 Mecsila, 3aTeM eXXeMecs4YHO B
Te4yeHue 6 mec.

e 2 3Tan- nogaepxuBarowasa gosa 0,75-1,25 r/icyTku
(akckpeuusa Cu c MOYOU YMeHbLUaeTcs Ao
500-1000MKr/cyTKN)



[MTobou4Hble adhdekTbl -neHnunnnammHa
(paHHUe : 1-bIN Mecsil nevyeHus)

e YXxyaweHue HeBporiormyeckoun cumntomatukum (Cu
YyXOAUT U3 Aeno Nne4YeHU U ee KOHUEHTpauums
noBbillaeTcs B nedyeHu). Koppekuumsa nevyeHums:
CHU3UTb A03Yy npenaparta o 250 Mr n nocteneHHo
NoBbILIATbL €e UITU 3aMeHUTb Ha apyrou
MeAbXxeraTUMpyroLWun npenapar.

 Peakuusa runep4yyBCTBUTENILHOCTU (NMUXopanka,
KOXHbIU 3ya, numdrageHonaTtus). BpemeHHasa oTMeHa
npenapara yn B0O3o6HoBrneHue B go3se 250 mr/cyt B
KOMOMHauum ¢ npeaHnsonoHom 20-30 mr /cyT. B
TeyeHUue Mmecsua aosy [-neHnuyunnamMmmHa
yBeJIM4MBaKoT, a NPeaHN30/10H OTMEHSAIOT



[MTobou4Hble adhdekTbl -neHnunnnammHa
(no3gHue)

e KoXHble U3MEeHeHus : neHuuuniaMmmHoBas

AepMatonartus, HEMd)VIryC (rpynna pa3nuyHbIX N0 CBOENn
npupoae 3aboneBaHnin, ANA KOTOPbIX XapaKkTepHO obpa3oBaHue
Ha HeBOCNarieHHOM KOXe UM CIIM3UCTbIX 06ono4vkax ny3bipeu; To

e, 4To nyskipyaTka) , acantosis nigricans.

e CMHOpPOMbBI CXOAHbIE C ayTOUMMYHHbIMMU
3aboneBaHuamMun: cnuHapom N'ygnacuepa,
CUCTEMHOM KpaCHOM BOJTYAaHKOWN, MMUACTEHMueMwn,
npotenHypus > 1 r/icyT. Koppekuumsa nevyeHus:
oTMeHa [-neHuumnnnamMmuvmHa n HasHa4veHue
TpUeHTMHa B Ao3e 1-2 r B CyTKku B 3 npmvema)



acantosis nigricans

. (4€pHBI AKAHTO3, AUCTPODHS KOKH MUTMEHTHO-COCOUYKOBA )



Ipyrvne nekapcrtBeHHbIe npenaparTbl ons
neyvyeHunsa bone3Hu BunbcoHa

e TPUEHTUH- anbTEPHATUBHbLIN MeabXenaTUpyLLUA
npenapart. icnonb3yetca ¢ 1969 roga y nauueHToB
NHTONEepPaHTHbIX K [-neHnuymnnamumiy. [1os3a 1-2 r B CyTKU
pasgeneHHble Ha 3 npmema HaTtolwak. [obo4YHbIN
adhdekT- cuaepobracTHas aHEMMUSI.

 CynbdaTt nnu auerar UMHKA (UMHKTEpan).
[MpenarcTeyeT abcopbumm Cu nx XKT, BbiBOOAUTCA C
kanom. CytoyHaa gosa 150 mr B 2-3 npuema mexay
npnemamu nmwn. icnonb3yeTcs y aCCUMMNTOMHbIX
OOsbHLIX Ha paHHUX cTagudax 3abornesaHUs U B Ka4yecTBe
nogaepkmsatoLlien Tepannu 60sIbHbIM, KOTOPbIM
npoBoaunach Tepanns MeabxenaTtupyroLwmumm
COeNHEHUAMMW.



POCCHIHCKAA AKAAEMWST MENMWUIIMHCKHX HAYK

roOCYJIAPCTBEHHOLE VHPEXKIAEHKE
HAYUYUHO-UCCJIEJAOBATEJBCKHUHA HHCTHUTYT
HEBPOJIOI'MH

Mockea 125367 , Bonokonamckoe wocce, 4. 80

Ten.: anpexkuns - (095) 490-20-02, knuunka — 490-20-05, cny:xba oBecnederna — 490-
20-04, chakc — 490-22-10

E-mail: institute@neurclogy ru, canT 6 VirTepreT: hitp//mwww.neurology.ru

Beinucka 13 amMoyaaToplioid xaprer 635/2000,

Boaunoitt Crpouenkos TLA. 1973rp, waxoanress nod  Habarogeruen B
HeHporeseTHaeckoM oraencHun HHH nesponorun PAMB ¢ 2000r.

ABACHO3: IeaTONCHTURKYAMPHAS JcreHepaniust (donesuk Riisncona-Konoga 1osa).
Hhppos nedenn, I'enaTonesa ibELIA CHHJIDOM.

[lpordHoz AJA RLIZAOPOBJEHHH HCEDIATGHPHSTHLLE (zabonepanie HACJICACTBEHHO-

Fr¢HETHYECKH O00YC/OR.IEH0, ¢BHidno ¢ myranuedd GLELu 1069 GL.n n 14 3x30HC TeHaA
GBK Ha 13 xpomocome, HTO TIPHBOANWUT K TOKCHYECKOMY HIBLITKY MEJIHU

H AEDHITHTY IHHEKA B TKAHAX). Bonnaomy HeoOX0aHM 1no

KH3HEHHOBAKHBIM NOKAIAHHHM [HOCTOSHHBIM IPHEM MCIACIOHHOIO IIpelapara
KYIIPECHHJI nnan €ro aHajorop: OHONMIHII, MeTAJIKANTA3a, KVIPpEMHU,

APTAMHH B gose 1250 mr (5 Tabn) r oyTkn m [NOCTOAHHBIN I[IPHEM no
AH3HEHHOBAXKHLIM nokazaHusMm [IHHK 3AMEIIAOINENA TEPAITHNA:
TIPEIIAPAT LIMHK- TEPAJIDL ITO 5 TABJL. B CYTKH.

Aea paza 8 roy BCCHOH H  OCEHBK HeoOXOOHMO TNPOROJIHTL MNOBTOPEBIE KYPCDI
no,yepXxuBaroiieii  Heiporpoduueckoin tepannu: TEITPAJL 110 1 TAB. X3P- 3MLEC,
KAJIHNS OPOTAT IO 1Tx3P- 3MEC.: KOPTEKCHMH 10 MIT B/M Ne 20; MOPCKOH

KANBLIHA (JETCKHHM) C TAYPHHOM 11O 1'TX3P- 3MEC.
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Xanobbl Ha owyLeHNe XKEeHUA N 3ya KUCTEN.

AHamHe3: netom 2006 roga ctana ormMe4yaTb MOCTOSAHHOE XOKeHue U 3ya
kucten. lNpu obcnenosaHum BoisiBNeHo noBbiweHue AJIT n ACT go 1,5
,TT po 2-x n WP go 1,5 Hopm.. ObpaTunacok K raCTpo3aHTeporsory B
KOHLUe AeKkaops, no pesynbratam obcriegoBaHus Obin BbiCTaBNEeH
AWarHo3 XpoHU4YecKoro renatuta ¢ CUHAPOMOM Xoriecra3sa.
UccnepgoBaHusa Ha Bupychl renatutoB B n C — otpuuarenbHble. bbin
Ha3Ha4yeH ypcocaH B fo3e 750 mr/cyTku, Ha (poHe 4Yero 3y KUCTeu
ncyes n He Bo3ooHoBnNANcAa ao anpena 2008 ropa. 24.04.2008 6biIna
npoBeneHa onepaumsa MMOM3IKTOMUSA, B 3TO BpeMSA NauMeHTKa
BPeMEeHHO npekpaTtuna npuem ypcocaHa. lNpn aguHammnyeckmx
nccrieqoBaHUAX KPOBU B Nnpouecce nevyeHMs otMevanachb
NONIoXKUTesIbHaa AMHaAMMKa: HopManusoBanucb nokasartenu AJlT m
ACT, cHunsunuce nokasatenum I'TT n WW®P. C mas 2008 B aHanun3ax
KpoBu oTMmeYyeHa TpombouuntoneHmsa (107 Toic/Mmkn). 3a Hegento Ao
HacTosLwero obpaweHua BO30OHOBMIA NpUeM ypcocaHa B CBA3U C
BO3BpPaTOM 3yAa KUCTEMN.



[1aHHbIE OO BEKTMBHOIO OCMOTPA:

KoXHble MOKpoBbI OrneaHO-pO30BbIE, YMEPEHHO-BAXHbIE, YACTbIE.
[ToOKOXXHO-XMpOBagA KreTtyaTka pasButa yMepeHHo.
INTnmdpaTtnyeckme yanbl He yBeNNYeEHbI, 6€3001E3HEHHDI.
[TepKyTOPHLIN 3BYK ACHbIW, NErovHbin. dbixaHne Be3NKynapHoe,
xpunos HeT, Y[ 16 B MUHYTY. TOHbI cepaua ACHble, PUTMUYHbBIE,
wymoB HeT, YHCC 76 ya B MmuH. ALl Ha npasou pyke 110 n 70 mm pr.
CT. ANNETUT coxpaHeH. A3blKk 06r1oxeH 6enbiMm Hanetom. KMBoT npu
nanbnaunum Markmn, 6e3bonesHeHHbIn. Paamepbl nedeHn no
Kypriosy 12-10- 9 cm. CeneseHka He nanbnupyeTtcs, AnMHHKK ee 10
cM. CTyn perynsipHbii, 0opopMIeHHbIN, 00bI4HOrO LiBeTa , Oes
naTonorn4yeckmx npumecen. [indypnyecknx paccTpomcTB HeT.
[TokonaymBaHme no NoACHMYHoOU obnacTtn 6e3bonesHeHHoe.
OuyaroBoun HEBPOSIOrMYECKON CUMNTOMATUKN HE BbISIBNEHO.



JTabopartopHble uccrnegoBaHus.

. O6LLI,I/IVI aHanu3 KpoBu: Hb 129r/n ,3puTp.- 5.0x10"%, Tpom6.-
125x10% elik.- 6,5x 10%; n/a- 2; c/a- 54; 3.-1,numd.-36;MOHO.-7,
COQ - 8 Mm/uac.

* Bbunoxumunyeckmin aHanna kposu: AJ1T- 14 eg/n (N =0-40),ACT-35
ea/n (N =0-40),I'TTr1- 38 ea/n (N =0-50),LLlen. choch.- 305 ea/n (N
=0-115),06wmn 61n.-20,2 mkmons/n(N =5,0- 21), rmiokosa -5,0
mmons/n (N =3,9-5,5),XC.-159 mr/an.(N =150-250), TI" 84 mr/gn (N
=50-150), obwun 6enok- 6,8 r%.( N= 6,0-8,0), Fe - 84 mkr/gn (N
=40-160), anektpodopes 6enkoB; .0oLwunmn 6enok 6,8 r%.( N=
6,0-8,0),anbbym. 58,3 (N =54-62) oTH%, anbda 1 -2,7 (N =3,7-7,8)
0TH%, anbga 2 — 7,0.: (N =5,2-10,7) oTH%, BeTa- 14,3 (N = 8,6
-13,7) oTH%, Famma- 17,7 (N = 8,6 -13,7) oTH%

« Koarynorpamma: A4TB -1,08 (N = 0,75 -1,25),IM 87% (N = 86-110),
domnbpuHoren- 2,77 r/in (N = 1,8 -4,0)

« Bupyconornyeckoe nccnegosanue: HBsAg-otp., HBsAb-oTp.,
HBcAbIgG-otp., HCV Ab-oTp.



MHCprMeHTaJ'I bHbIE€ UCCJ1EOO0OBAHUA.

Y3U: MNeyeHb He yBenunyeHa: neBas gonda 58x73 mm, npaBas gons-
121x132 mMm,xBocTaTana aons — 29x 22 MM, KOHTYpPbl Ne4YeHU HEPOBHbLbIE,
napeHxmma HeogHopoAaHas, NOBbILWEHHON 3XOoreHHocTU. CocyancCTbIN
PUCYHOK neYyeHu He nameHeH. lNMeyeHo4YHble BeHbl AnamMeTpom 5 mm,
HWXHASA nosnas BeHa AguameTpomMm Ao 17 MM, KPOBOTOK MO HUM He
nameHeH. OCHOBHOM CTBOJ1 BOPOTHOU BeHbl A0 10 Mmm . BHyTpu M
BHENe4YeHO4YHbIe XeJ4YHble MPOTOKU He pacluunpeHbl . XKenyHbin
ny3blpb yBeNIMYEeH, CTEHKMU 3 MM, AehOPMUPOBaAH, 32 CYET NEPETKKU
Onunxe K WeunkKe, LWIeMKa N3BMUTa,B NpocBeTe Ny3bipA KAMHEN He
BbisiBNeHo. [ogxxenyaoyHas xenesa HOpMaribHbIX pa3Mepos,
KOHTYpPbl YeTKMe POBHbLIe, NapeHXnmMma HeoaHopoAaHas,
rmnepaxoreHHas. MaBHbIW NaHKpeaTU4YECKUU NMPOTOK HE pacCLUMPEH.
Cene3eHka yBenu4yeHa- 129x52 mm, napeHxuma 6e3 CTPYKTYPHbIX
n3meHeHun. CeneseHo4yHasa BeHa B NPOEKLUUN BOPOT Cerie3eHKU
AnameTpom o 9 MM BapuMKoO3HO paclumpeHa, CBo6oaHOM XXUOKOCTU B
OpIOLIHOW NOJIOCTU He onpenensieTcs .

3akntoyeHue : Y3 npusHakm ymepeHHbIX Andpdpy3HbIX UBMEHEHUN
ne4vyeHu, gecpopmaumm XXen4HOro ny3bips, CnyieHOMeranuu,
yBeNnn4YeHnsa gmameTpa cesfie3eHOYHOU BEHbI.

AIrAC: B nuweBoge B TepMUHANBLHOM OTAeNne KOHTYypupyeTcs
BapUKO3HO-pPaCLUNPEHHbIA Y4YacTOK BeHbl (OKOMO 2 cM),
BbICTYNamLWMN B NPOCBET U3 TOSLUM CIIU3UCTON, ANaMeTpP BeHbl 3 MM
. Kapaus 3user. B xxenyake cBetnasa cnusb. Cnusncrasa posoBas,
anacTu4Hasi, co4yHas . Yron u manas KpMBu3Ha poBHble. [IpuBpaTHHUK,
nykosmua 6e3 U3MeHeHUMN. 3akntoydeHue: BPBI11 cT. .



[lononHuTenbHble nccnegoBaHUA:

LiepynonnasmuH: 15 mr/an (N = 20-60).
Megb B nnasme kposu -0,33 mr/n (N =0,7-1,4)
Ikckpeuna meagn — 49,5 mkr/n (N <50)

KoHcynbTaumns okynucta — npy OMOMUKPOCKOMUN
nepeaHero oTpeska rrnasHoro sioroka B CBETE LLENEBOU
namnbl BbISIBIIEHO KonbLo Kansepa —dnenwiepa.



KnnHnyecknn amarHos:

 bonesHb BunbcoHa —KoHoBanosa,
BUCLIEpanbHasa doopma : LMppo3 nevyeHm c
CUHOPOMOM MnopTanbHOW rMNepTeH3nmn
(cnneHomeranua BPBI1 1 cT).



PekomeHOauun:

* [lonHoe uckn4yeHne ankorons, MHCONSLUUA, BakLMHaLUN,
HeOOOCHOBaHHOIO NpuemMa nekapcTs

* 13 pauunoHa NCKNIYMTb NPOAYKTLI, boratble Meablto.: opexu, rpubsl,
6o6boBble, WOKoMaa, pakoobpasHbiX, MUHEPASIbHYO BOAY,
NonMBUTaMUHBI, codepkalume medp.

* [lpogomknTb NOCTOAHHBLIW NpUeM KynpeHuna B cytodHon gose 1500
Mr (no 2 1. 3 p B AeHb) noa perynapHeiM (1 pas B 2-4 Heaenn)
KOHTPOMNEM KITMHUYECKOIro N BMOXMMNYECKOrO aHanM3oB KPOoBM,
obLero aHanmsa Mouu.

* AHanus3 cyTo4yHOWM 3KCKpeumn mMeam ¢ Movou 4vepes 1 mecqu nocne
Hayana npuema cyto4Hou go3bl kynpeHuna - 1500 mr.



Konbuo Kanzepa-dnenwepa o (CHAMOK crnipasa) M rnocsie

(CHMUMOK c/ieBa) nevyeHuns




Bb-Hb BunbcoHa
BbiknBaemMocCcTb nocrie TpaHcnnaHTauum

NnNeYvyeHwu
n = 624 patients
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[emoxpomaTos



OcHoOBHbIe noka3aTtenu oomeHa Fe B

opraHusmMe
e Bcero4-5r:

— Nemornoo6uH ~ 50%
— CkeneTHble Mbiwubl — 15%
— [leyeHb, cene3eHkKa, KOCTHbIN MO3r — 35%

B neyeHn Fe oTknagbiBaeTcqa B BUae
depputnHa (peakuua lNeprca -
oTpuuUaTernbHas)

N30bITOK OTNnoOXeHuss Fe — B Buae
remocuaepuHa (peakums lNepnca -
NONOXUTeNbHas)

 HopmanbHaa gueta cogepxut 10-11 mr Fe

* YcBamBaeTcs — 1-2 Mr

* [loTepa B CYTKMU:
— 1 ™mr (4epe3 XKT (70%), koxy, mouy (30%))
— JXeHWuHbl npn mens — 15-20 Mr



OOMeH Xene3a

1-2 Mr xene3a B cyTKu BcacbiBaeTcs B 121K n nonapgarot B
nsasmy B 3aBMCUMOCTU OT NOTPEOHOCTM OpraHn3ma,
HaKansimBasiCb B 3HTepouuTtax B Buae chepputuHa (B
3HTepouUTax coaepXUTcsa TpaHcheppUH U PeppUTUH, KOTOPbIE
perynupyroT B HUX abcopbuuio xenesa). 3anacbl
ANIMMUHUPYIOTCA MO OKOHYaHUN XKU3HEHHOIro LMKna
3HTEpPOUMTOB U NPU MEHCTPYaNnbHOU KPOBOMNOTEPMU.

Xene3o pa3pywaercsa makpodaramm m npeBpaLlaeTcsa B
TpaHc(eppUH CbIBOPOTKM KPOBMU, a TaKXKe onpenenseT
BbIPpabOTKYy 3pUTPOLUTOB B KOCTHOM MO3re.

lNpu copnepxaHuu xenesa Bbiwe 1000Mr oHo HauMHaeT
HaKansimBaTbCH B renatouuTtax.

TpaHcnopTHasA CUCTEMA 3HTEePOLUTOB KULUEYHUKA Yyepe3
MeMOpaHy aHTepounT/Kanunnap nogaepXxmBaeT onTUMaribHbIN
ypoBeHb abcopOuuun xenesa, NnocTynaroLiero ¢ nuLLeun.



CunHOpoOM neperpysKu xXenesom

e [lepBUYHOE YyBENUYEHNE COOEPXKAHUS XKENe3a B KPOBU,
CBA3aHHOE C HacneaCTBEHHbLIM AedEKTOM
mMeTabonmnama, BCrieacTeBme KOTOPOro HapyLlaeTcs
CNOCODHOCTL KITETOK OpraHmM3ama abcopbupoBaTb
Xeneso.

 BTopu4yHOe yBennyeHne YpoBHS Xeresa B KPOBU - 3TO
NnaTonorns He cBA3aHHas C U3BECTHbIMU AedeKkTaMu
reHoB, 0ObIYHO BO3HMKalLaa Ha PoHe HapyLUeHUS
3pUTPONOa3a 1 3aboneBaHnn NevYeHun, AN KOTopbIX
XapaKTEPHO MOBbILLIEHHOE HAKOMMEHME Xenesa B
NMEYEHOYHbIX KNeTKax.



CocTosiHMA, conpoBoXAaarLumecs
NoBbILLEHMEM HaKOMJIeHUs Xenes3a
KNneTKkaMu neYvyeHu

e HacneocTBeHHbIV reMOXpPOMATOS3.
- HFE accouyuupoeaHHbIUu [MyTauung
C282Y/C282Y. Mytauua C282Y/H63D. pyrue
BapuaHTbl myTauun HFE].
- He cesizaHHbIU ¢ Mymauyueu HFE.
- Femoxpomamo3 nodpocmkoe(HFE2)
[MyTauuna reHa ,0TBevaloLLero 3a peLenTop
TpaHceppuHa -2 (HFE3). MyTtaumns reHa,
oTBeyvaroulero 3a gepponoptvH 1 (HFE4)]



CocTosiHMA, conpoBoXAaarLumecs
NoBbILLEHMEM HaKOMJIeHUs Xenes3a

KlieTKaMu neyvyeHu

e BTOpUYHbLIN remoXpomaTos:
-[pnobpeTeHHOEe yBENMMYEHUE HAKOMSIEHUS Xereaa
KreTkamu nevyeHn (aHemumn, cornpoBoXaatoLLmnecs
yBENMMYEHNEM YPOBHSA Xeresa B KpOBU: Tanaccemms,
cnaepobnactHasg aHeMusi, XpoHNU4Yeckas
remMonuTuyeckasa aHemmus, annacTnyeckasa aHemMus,
HeOOoCTaToOMHOCTb NUPYyBaTKMHA3bI)
- YBenunyeHue ypoBHS Xernesa npu napeHtepansHOM
BBeAeHUN (TpaHCdy3uUn 3puUTpPOLIMTapHON Macchl,
NHBEKLUN OEKCTPAHOB »Kene3a, MHOrOKpaTHbIN
remoananna)
-XpoHuyeckune 3aboreBaHus nevyenmn ( nophupus,
renatut C, renatut B, ankoronbHoOe nopaxeHmne neveHu,
cTeartos)



WOUOMATUYECKUA TEMOXPOMATO3

HacneacTBeHHO OOyCrIOBNeHHOEe nepBUYHOE
paccTpouctso oomeHa Fe, conpoBoxaalLwieecs
noBbilLeHHON abcopbumen Fe B KULIEYHUKe U
NepBUYHbLIM OTJIOXXEHMeM ero B renarouuTax W
napeHXUMaTo3HbIX KINeTKax Apyrux opraHosB
(nopxenyoo4yHon  xenese, ceppue, KoXe),
npuBoAasiLee K MNOBPEXOEHUIO TKaHeUn w
byHKUMOHANIbHLIM HapyLUEeHUAM OpPraHoB.

Tvn HacnegoBaHNA — ayTOCOMHO-PeLeCCUBHbLIN
leTepo3urorbl — 1 U3 10 yenosek (B EBpone)

fomosuroTtbl — 1:300 [1:100 (Mpnanaus), 1:150
(ABcTpanus)]

MaHudecTHble popMbl NOpaAXKEeHUS NeYeHU
BCTpeyYaroTcH B oOLweun nonynsaumMm ¢ 4yactotom 2
cny4as Ha 1000



HacneactBeHHbIV remoxpomaTto3 («BpoH30BbIM anabdeT»,

«MUrMeHTHbIN LUPPO3»)
AyTOCOMHO-peLecCUBHbLIN TUN

>

HacrneagoBaHUA
> OunarHo3 oObIYHO NoaTBepXaaeTcs

yepe3 5-10 net nocne nepBbIX
CUMNTOMOB

Myx. : xeH. =10 : 1

Fetepo3urorbl — 1 3 10 yenosek (B

EBpone)

F'omosurotbl — 1:300 [1:100 (Mpnanauns),
1:150 (ABcTpanus)]




CocTosHUA, conpoBoXaaroLwumecs
NOBbILLEHUEM HAKOMMEeHUA Xerne3a KrneTtkamm
rne4vyeHu

e HacneocTBeHHbIN reMOXpPOMaTOS3.
- HFE accouyuupoeaHHbIUu [MyTauung
C282Y/C282Y (87-90%). MyTtauuns
C282Y/H63D. dpyrue sapuaHTbl MmyTaumum HFE].
- He cesizaHHbIU ¢ Mymauyueu HFE.

- Femoxpomamo3 nodpocmkoe(HFE2)
[MyTauuna reHa ,0TBevaloLLero 3a peLenTop
TpaHceppuHa -2 (HFE3). MyTtaumns reHa,
oTBeyvaroulero 3a gepponoptvH 1 (HFE4)]



HacneacrBeHHbIV reMOXpPOMaTO3:
HFE npoTteuH- Tpurrep reHeTu4yeckoro 3aboneBaHus.
Pusnonormnyeckas perynaumsa Fe

HFE SHTepouu@ _@/@{@@ @
e TR & N

TpaHcdeppuH o © o ©° o
o, @M & odepputni @

depponopTuii

o @eppUTUH




HacneacrtBeHHbIM reMOXpoMaTo3:
HFE npoteuH- Tpurrep reHeTu4eckoro 3aboneBaHus.

NMaTodmsnonoruna perynsauum Fe npu aeduumnte HFE

kDefective HFE y @,@{ o ©

TIR1 3JHTepouus Dﬁ?fz___)
TpaHcdheppuHa - ol

o @m ©° oepputi @B
|

depponopTuH

2KOHTpONNpyemc
HaKkonsfmeHue OedekT HFE
XXerne3a
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e @PeppuUTUH
Viakpodpar



MexaHn3mMmbl TKaHeBOIro NoBpexaeHus

 Pa3spylieHue Fe-«3arpyXeHHbIX» JIU30COM

e [lepokcupauma nMnNnpooB

BHYTPUKJIIETOYHbLIX OpraHesnn

e CTmynauma cUHTe3a KonnareHa



MexaHn3Mbl TKaHeBOIo noBpexneHums

 PaspyuweHue Fe-«3arpyXeHHbIX»

HEKPO3bl

TIN30COM

 [Mepokcupauna nMnNnaoos
BHYTPUKINETOYHbIX OpraHensn
e CTuMynauma cuHTesa

KonnareHa (aKkTuBaums '-'
3Be3A4aTbIX KNeToK)



NMpegukTopbl 3Ha4YUMoro comnbposa

Myxckoun non (gns rpynn < 50 neT)

OnntenbHOCTb BUPYCHOU MHEKLUU
(npenmywiecTtBeHHO renatuTa C)

OXxunpeHue, caxapHbin gnabet (MeTabonn4yeckumn
CUHAOPOM)

ExegHeBHOe noTpebneHne ankorons
3anachbl Fe

Pinzani M., Hepatology. 2000



HacneactBeHHbIM reMOXpomMaTos
(HakonneHue Fe)

KoHueHTpauusa pepputHa B KPOBU

150 -

100 -

s00-  Yoonusanne Fo s cuisopoTse rposn

0 10 20 30 40 50 60 70 BospacT [nert



KnuHun4yeckue n POABJIEHUA TEMOXPOMAaTO3a

HavyanbHble CUMNTOMbI
remoxpomarto3a:

CnabocTtb

YToMnaemMmocTb

NMoTeps Beca

U3mMeHeHUs OKpPaCKM KOXH
(abiMyuaTan)

bonu B XxuBote

CuMmnToMbI caxapHoro guaberta
CHunxeHue NonoBoOro Brie4eHus

CMNTOMBbI U NPU3HAKKN
pa3BepHyTOM CTagum
nepBUYHOroO
remoxpomMarto3sa:
FenaTtomeranus ~ 90-95%
NMurmeHTaumnsa koxm ~ 85-90%
CnneHomeranusa ~ 50%
CocyaucTble 3Be3go4km ~ 30%
ApTtponatusa ~ 25-50%
CaxapHbin gnabet ~ 65%
Acuunt ~ 50%

Xentyxa ~ 70%

CeppeydHas aputmusa ~ 10%
3acTouHasn cepaeYHas
HegocTaTo4yHocTb ~10%
Ucuye3HOBeHMEe OBONOCEHUA Ha
Tene ~ 20%

ATtpodusa anyek ~ 25%



ol

MeToAabl, XxapakTtepusyrLiue
N30bLITOYHOE HaKoNJMeHue Xxene3a

KoHueHTpauusa xenesa n pepputnHa B CbLIBOPOTKE
KpoBU

[MpoueHT HacbIWeHnA TpaHc(epprHa - pacCYeTHbIU
KO3(p(PULMNEHT OTHOLLUEHUA YPOBHSA CbIBOPOTOYHOro
xene3a n OXXCC (onpepensTb y MOnoAbliX
OONbHLIX, Y KOTOPbLIX HET NOBLILUEHUS Xere3a U
cdepputmnHa) > 45%

[eHeTU4YecKoe nccrnegoBaHue

Buoncusa neyeHun (npu oTpuuaTenbLHOM pe3yrnbrate
reHeTU4YEeCKOro uccrieqoBaHusa U Oong onpeneneHus
NPOrHo3a)

MPT (ana nckno4vyeHus renatouennonsapHon
KapuMHOMBbI)



HacneacrtBeHHbIM reMOXpPOMAaTO3:
rMcToriornyeckasl KapTmHa

Prussian blue



KnuHuyveckue tectbl UIM'X B nopsaake
YMEeHbLUeHUA X YyBCTBUTENbHOCTU

e HTX ( >45% wnn >35% B npeaknnmaktepmnyeckom
nepuoae Yy XXeHLMH)

e CbIBOpPOTO4YHbLIU (heppPUTUH
e [le4yeHOUYHbIN «Kerne3HbIU NHAEKE» ( > 1,9)

 KonunuecTtBo Fe, yaaneHHoro npm

KpoBonyckaHum (nocne 5-6 BeHeceKUuun
remorrioobuH cHmxaetca ao 10 r/an = ymepeHHas
neperpy3ka Fe — guarHo3 UI'X manoBeposaTeH)



HacneacrBeHHbIV reMOXPOMAaTO3:
JnarHoCcTn4YeCKumn arropuTmMm.
HeusBecTtHOe
3aboneBaHue

ne4vyeHu
|

Knuuukal llabopatopmna  KnuHuka/ Jlabopatopus

Monox. OTpuu.
| | | HacnepcTtB.

PepputnH/ Tcp  PepputuH/ Tch remMoxpomarto3

N3MeHeH HopMa He fiICeH

| | | |
eHeT. TecT [eHeT. TecT eHeT. TecCT [eHeT. TecT
NMOJIOX. oTpuUu. Monox. oTpuUu.
Hacnepcts. Buoncus Hacnencts. MoHuTopupoBaHue
reMmoxpomartos nevyeHm reMoxpomaros

noaTrBepXxaeH noaTrBepXxaeH



HacnepoctBeHHbIN reMOXpPOMAaTO3:
pekoMeHaauum no guerte

3anpeT Ha BBefeHue Xxerne3a
YMepeHHoOe noTpebrneHne msica
U3beratb ynoTpebneHna ankorons

OrpaHun4yeHue notpedbneHmna sutamuHa C (go 500
Mr/aeHb)

3amMmecTuTernibHas Tepannda MMHepasmiaMm TOJ1IbKO B
cJiyYdae Halin4imAa CMMNnTomMmoB UX .qecbuuma



NIEMEHUE TEMOXPOMATO3A

e Nnera

UcknouunTb NPOAVKTbI C BbICOKUM

coaepxxaHuem Fe: cyweHble Oenble rpuobbl,
neyeHb U NMOYKU, NMEPCUKN, aOPUKOCbI, POXb,
3efieHb NeTpyLwkKu, KapTtodenb, penyaTtbin
NYK, TbiKBa, CBeKra, amBa, rpywmu, daconb,
yeyeBMLUa, TONMOKHO, Fopox, KypuHoOe SuLO,

WIMUHAaT



JleyeOHbIE MeponpUATUA, cOCOOCTBYOLWME
perpeccy ¢pnbposa nevyeHu

e [lpekpaweHne npuema ankorosnsi NPy ankoronbHbIX
NnopaXxeHUAX NevYeHu

 [OnuntenbHasas MMMYHOCYMNpeCCUBHaA Tepanus
ayTOMMMYHHOrO renaTmura

 OnutenbHoe ne4vyeHue renatuta B (Hykneosnpamm)

 YcnewHoe nevyeHue xpoHunyeckoro renatuta C n renatuta D
(uHTepdepoHamun)

e JleyeHue NepBUYHOro OMNMaAPHOro LMpPpPO3a NevYeHwu
(MeTOTpeKkcaT n ypcoae3oKkcuxorieBas KUCJoTa)

e YpnaneHue n3dbIiTKa meau npu 6onesHu
BunocoHa- KoHoBanoBa

 KpoBonyckaHus npu remoxpomartose

e JleyeHue n npodcdunakTuka caxapHoro guabeta, oOXXUpeHus,
ancnmnuemMumn



HacneacrBeHHbIN reMOXpoMaTo3: Tepanus

HavyanbHo, exxeHeaenbHO yaaneHue npwu coneéoromun go 500 mn Kposu
(500 ml cooTBeTcTBYIOT 250 mg Fe)

NMpoponxxeHue cpnedbotomun ¢ yaaneHmem 500 mn Kaxpable 2-3 mec.

Y noXunblix, B criy4ae aHeMuUu Unu KapauonysibMOHarbHbIX
3aboneBaHuMN:

BO Bpems ¢rie6boToMmmnn CHMXKaeTcs oobemM yaarneHHoM Kposu Ao 250 mn
Permgpatauma n 3anpet (p3anyecKkom Harpy3kum B TedeHue 24 4yacos.
KoHTponbHble ypoBHU: Hopma ansa depputnHa < 50 mr/n

(HacbIlweHue TpaHchepnHom < 35 %)

Fematokput < 37 %

Tepanuna noXXn3HeHHas!



JleueHne remoxpomato3sa

o [ledhbepokcamuH - komnnekcobpasosartenb. MeHee
addeKkTnUBEH, YeM BeHecekuua. Vicnonb3yeTtca npu
TSXKENon KapgmommonaTtum U HapyLeHn putmMa cepaua
(B coMeTaHUM C BEHECEKUMAMMN), MPU BTOPUHHOM
remoxpomaTtose ¢ aHemusamn. [penapaTt cBA3bIBaAET
NOHbI XXene3a opMupys aedepokcaMmnH, KOTopbIn
Bblaensietca ¢ modomn (60-70%) u ¢ xenybto (30-40%).
BBoautcs B/B unu nogkoxxHo. [losa-50Mr/kr macchbl Tena.
OOBbIYHO XOPOLLO NMNEPEHOCUTCH, HO NPU YMEHbLLEHUN
oOLLMX 3anacoB Xenesa B OpraHn3Me onucaHbl crnyyau
Pa3BUTUA KaTapaKkTbl, OTOTOKCUYHOCTN U NOPaXKEHUS
ceTyaTtku rnas.



JleueHne remoxpomato3sa

e ledbepasnpokc Ikcumkan) — tabnetkn no 250
n 500 wr. lNpegctaBnsieT cobon TpuaeHTaTHbIN
nuraHg, KOTOpbIW CENEKTUBHO CBA3bIBAET
XKernes3o B COOTHOLWEHUN 2:1. He akTUBEH Mo
OTHOLLEHWIO K LUMHKY 1 Meaun. BbligeneHue
Xenesa npu npuMmeHeHuUn gedepasnpokca
npoucxogut ¢ kanom. [lpuem 1 pas B AeHb
HaTowak 3a 30 MMHYT OO0 Npuema nuLn B 04HO
N TO Xe BpeMs. [MoboyHble 3dbdeKTbI: TOLLIHOTA,
pBOTa, Amnapes, bonu B XXMUBOTE, CbliMb



NMpununHbI cmepTH donbHbIX UIMX

CeppoeyHas HepoCcTaTo4YHOCTb ~ 30%

[leyeHOYHasa HEAOCTATOYHOCTb UMK

nopTanbHas rmnepreH3ns ~ 25%

enaTouennionsipHas kapumHomMma ~ 30%

(wacToTa B 220 pa3 Bbiwe y 6onbHbIX UIMX, yem

B KOHTPOJIbHbIX NMonyss LI,VIFIX)



HacneacrBeHHbIV reMOXPOMAaTO3:
BbikMBaeMoCTb nocne TpaHcnaHTauum nevyeHu

n = 358 nauneHTOB
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[ro.qgl]

Data from European Liver Transplant Association (www.eltr.org) 6/2006



HacneocTtBeHHbIM reMoOXpomMaTo3: 3aKnioveHue

e HacneacrBeHHbIN remaxpomMmaTto3 — O4HO U3
Hanbonee pacnpoCcTpaHeHHbIX FreHeTUYeCKNX
3aboneBaHUN NneyvyeHU

e MoneKkynsipHo-reHeTU4YeCKue uccnengoBaHuUmn
HeobxoAMMO NPOBOAUTL PaHO A0 NOABJIEHUA
CMMNTOMOB 3aboneBaHus

 poBoauTb (haMUNbHbLIN CKPUHWUHT

 MMocTOoAAHHbLIE U AnuTenbHbIe hnedboTomum
npepoTBpaLwlalOT opraHHble MaHUdecTauuum

e He y kaxxaoro nauueHTa c reHeTU4YeCKMU
noaTBepPXXAeHHbIM reMoOXpomMaTo3OoM pa3BUBaKTCSH
CUMNTOMBI!



Cmacu0o

3d BHUMdHHNC



