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HACJIEACTBEHHBIE 3ABOJIEBAHUS BCJIE/IC PETPY3KU
JKEJE3OM
Benopycckas meduyunckas axademusi nocaeduniom DA308AMNUSL

Ilepezpysxka xenezom — namoiozuueckoe cOCMosHUE, KQMOPOe XAPaAKMepu3yemcs KoiudecmeeH-
HbIM YBeaUdeHUCM 8 OPZaAHU3IME IJLeMEHMHO020 Keaeld, co@;e QaWUMCs NOBPEKIEHUEM OP2AHO8
u mxamneu 6ciedcmeue MoKCU1eckozo 0eticmeus ezo usbvimra
0 cundpome nepezpy3Ku Keie3oMm, NOCAeICMEUAX NepezPy3K
wenusx, 00ycl08aUBAIUUX Nepezpy3Ky Keae3om. IIpedcm

) 2/lABHLIX 2eHeMUYECKUX HAPY-
DAKMEPUCTNUKA KIUNULECKUX NPO-
emo0o6 duazHoCmuKu, NPUUUH He-
eckux cumyauusx (ne-C282Y-zomo-
00MOMUIL), NPAGUIL KOHMPOLSL, NPOZHO3A.

noanou nenempanmuocmu HFE-zena, maxmuxu 6 0co0¢
suzoma), revenus (numanue, unuyuayus u npogede

body of the elemental iron, accompanied
in article sets out general information ab
wron. The characteristic of clinical manifestations

of classical hemochromatosis (HFE hemo tosis), methods of diagnosis, causes incomplete HFE-gene
penetrance, tactics in special clinica jons (not-C282Y-gomozigota), treatment (nutrition, initiation
and holding phlebotomy), control nosis
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JIOFMYECKOE  pPEeHUe, 3aMecTuTe/lbHas ropMoHabHas Tepanus, Xpo-
M3yeTcs KOMU-  HUYEeCKMe remoTpaHcdy3unn, HeobocHoBaHHOE U Bec-
€ 3/1IEMEHTHO-  KOHTPOJIbHOE Ha3HA4YeHME KeNe30CoAepKallmx NeKap-
ro }eneaa, CONpoBOXaa OBpEXJAEHMEM Opra-  CTBEHHbIX CPE/ICTB M NULLEBbLIX JO6ABOK.

HOB M TKaHEW BCNEACTB OKCMYECKOro AEeNCTBUS ero [Ans reHeTnyecKkux 3aboneBaHui NPUHATO UCMONb-

I—leperpysKa »enesom
COCTOSIHME, KOTOpOE

nm36bbiTKa [1, 4,12, 1 agebvumtom npeacraB-  30BaTb TEPMUH «remoxpomatosd» ([X), Hapsay ¢ KoTo-
NIeT cO60M LWUPOK PQCTPAHEHHbIM TUMN Hapylle-  PbiM CYLECTBYIOT HEreMoxpoMaTo3Hble GopMbl (Tabau-
HUSA 06MeHa X DHbIW 4719 60MbLIOW rpynnbl  ua 1).

3abonesBa KW CXO[IHbIX, HO Pa3/IMYHbIX B HacTosillee BpeMsi cambiM pPacrnpocTpaHeHHbIM

Nno NPOUCXO O — reHetnyeckux (nepsuyHasa M) (M M3yyeHHbIM) aBnasetca HFE-accoummnpoBaHHbIM X,
M BTOPUYHbIX MW IPUOBPETEHHBIX cMHAPOMOB [T}, Pac-  Bonpochkl NpakTUYeCcKOro MeHemxkMeHTa ['X pernamen-
NMPOCTPaHEHHOCTb 0OBACHAETCAT OTCYTCTBMEM Me-  TUpytoTcs MNpakTnyecKum pyKoBoACTBOM AMEpPUKaHCKOM
XaHW3MOB 3KCKpPEeLMK Kenesa, MISMEHEHWEM KayecTBa  accoumauuu no usydyeHuto 6onesHen nevexHu (AASLD,
NUTaHWe, HaKonneHnem B nonynauusax Mytauun reHoB  2001) ' KAMHMYECKUMM MPaKTUYECKUM PYKOBOACTBOM
6eNKOB-PEryNaTOpPOB BCacbiBaHUS Xefnesa 1 yBenmye-  EBpONencKon accouunauunm no nayyveHuto nedenu (EASL,
HUEM MPOAOIKUTENBHOCTH XU3HKU [1, 2, 3, 8]. Kpome  2010) [14, 17]. B 2013 1. yTBEpKAEHA UHCTPYKLUMS MO
3TOr0 [AOMNONHUTENbHBIMKM daKTopaMn GOPMUPOBAHUA  MPUMEHEHUID MuHUCTepcTBa 34paBooxpaHeHus Pec-

M moryTt aBnaTbcs 310ynotpebaeHne anKkoronem, Ky-  nyonvku benapycb «ANroputmbl AMArHOCTUKMK, NeYEHKe
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Tabnmya 1. TnaBHble XapaKTEPUCTUKU FTEHETUYECKUX HapyLieHui [11]

[eHeTnyeckue 3a6oneBaHus ¢ MK | [eH Xpomocoma | TpaHc-muceusa MaHM¢eCTauMﬂ| KnuHuyeckas akcnpeccus

FemoxpomaTo3Hble popmbi

HFE-remoxpomarto3s (tun 1,

_ HFE 6p21.3 |peueccuBHas no3aHsas cyc
K/1aCCUYEeCKNIA reMoXpomMaTos)

Had 1 ne4yeHo4Hasa

KOBEHUNbHbLIN FreMOXpoMaTo3 HJV

(T1n 2A) (reMOIOBENMH) 1p21 peLeccuBHas paHHAs W 3HAOKPUHHAA

HOBEHUNbHBIN FreMOXpoMaTo3 HAMP 19q13.1 eLeCoHBHAS - OO

(Tn 2B) (rencuamt) Gls.1 |peu P AOKP

[emoxpomaTtos peuenTtopa TIR2

TpaHcdeppuHa 2 (Tvun 3) (peuenTop TpaHchepprHa 2) 7922 | peueccusHas €HO4HaA
SLC40A1

bonesHb pepponoptuHa TMna B 2q32 [OMUWHaHTHas CTaBHas M NneYyeHoYHas

(depponopTtuH THNa B)

HeremoxpomaTto3Hble popMbl

bonesHb pepponopTuHa TMNa A SLC40A1 7932 nomntarglBe peaKas

(Tyn 4) (bepponopTuH TMNa A)

A(rMno)uepyno-nnasmMmHeMus LlepynonnaamuH 30232-925| peueccuB nosaHsa HeBponornyeckas
A(rvno)TpaHcheppuHeMns TpaHcoheppuH 3921 peueccuBHas a9 remaronorunyeckas

M MOHWTOPWHI HACNEeACTBEHHbIX 3a60NeBaHNI NevYeHm» ’I\& HFE reHa sBng0TCA cCaMbIMKU pacnpocTpa-
(perncTpaunoHHbin Ne 093-0612). HeH " MYECKUMMK MOJSIOMKaMM y npeacraBuTe-

MNCKOro MPOMUCXOXAEHUS, a HaKone-
onn4yecTBa 06bACHAIOT MPENMYLLECTBOM
nepuoa XPoHUYECKOro xeneaogedum-
BOAHbIM AaHHbIM EASL (2010) cymmapHas
ocuTenen reHoTMNnoB PUCKa cpean eBpornen-
3UroThl M reTepo3uroTel No C282 annento) co-
qeT 6,2%, cpean KOpeHHbIX utenen benapycu

B oTHOWeEHMN NpUoBpeTEHHbIX cMHAPOMOB [T, KO-  nen ce
TOpble COMPOBOXAAIOT LeNbl psaj XPOHUYECKMX 3ab60o-
NIeBaHWUN, NMpexae BCEro XpoHU4YecKux andodysHbix 3a-
60M1€BaHUM NevyeHu (NeYeHb — MaBHOE AEeno Xenesa) T
MCMNONb3YeTCH TEPMUH «BTOPUYHAS Neperpy3Ka XKene3omn.

Oo6was xapaktepuctuka HFE-remoxpomaTo3sa

(Tn 1, knaccuyeckunit remoxpomaros) ACHO pesynbTataM  WCCNefoBaHud COTPYAHUKOB

femoxpomatos (HI'X, OMIM 235200) — HLA n yTa LUMTONOMMN U TeHEeTUKM HaunoHanbHON aKa-
LMMpOBaHHOE BPOXKAEHHOE 3aboieBaHue, Hacnen nemun Hayk J1. H. Cuumukown, E. H. KywHepesny, H. . a-
HuneHko, O. I JaBblaeHko — 3,7%, 4YacTtoTa reHoTuna
C282Y/C282Y — cootBeTcTBeHHO 0,7-0,8% un 0,38%,
cpeaHsas Jyactota mytauun H63D — 15,7% v 14,0% [4].
TakuM 06pa3oM, Kaxablh 22-M KOpPEeHHOW 6enopyc
MyTaLMsMK CTPYKTYpHOro HFE-reHa, K O[HO-  SIBMIIETCS HOCUTENEM MYyTaHTHbIX MEHOB, ABASAIOLMXCS
UMEHHbIN 6eNOK, KOTOPbLIV SBASIETC ,perynv-  MPUYUHOMN M3BLITOYHOrO HaKOMJIEHKS Xenesa.
PYIOLLMM MHTECTUHANBHYIO abcop6 npensT- Y 605bHbIX X npouecc M36bITOYHOrO HaKoMJIeHUs
CTBYIOLMM M36bITOYHOMY €ro BC Ha YpoBHe »Kenesa Ha4yMHaeTCs C POXAEHMS, MPOUCXOAUT MelneH-
C/IM3NCTOM KULleYHUKa. MyTa HeJoCTaToy-  HO B TeYEeHWe BCeW XU3HU U 10 40 neT NpaKkTUYEeCKU He-
HocTu 6enka HFE, Hanboneg — C282Y, H63D, 3aMeTeH [1, 6]. B Havyane 3a6ofeBaHUsa 4eNO3UTbI XKe-
S65C. nesa OTKNaAblBalOTCA B NeYeHu, a 3aTeM, No Mepe npor-

Taban . €CTBEHHOEe TeYeHUe: HENOJTHaA NeHeTPaHTHOCTb MyTauuii reHa HFE
(the French Haute Autorité de Santé — HAS) [11]

Ct Yuecno nuuy, feHoTUNbI
Cragus O 100% |e fomosurotel C282Y(reHotun C282Y/ C282Y)
leHeTnyec p HHOCTb e KomnayHAHble retepo3unroTsl (reHoTnn C282Y/H63D)
o [lpyrue reHoTunbl
Cragns 1 75% |e Tomo3urotel C282Y
Bbuoxumnyecka npeccus: noBbilleHme HTHK e KomnayHaHble retepo3nroTsl (reHoTnn C282Y/H63D)
Cragus 2 50% |e lomo3uroThl C282Y
Buoxnumunyeckasn akcnpeccus: nosbilieHme HTHK, noBbliweHne CO e KomnayHAHble retepo3nroTsl (reHoTnn C282Y/H63D)
Cragmsa 3 25% |e Tomo3urotel C282Y
KnuHuyecKas akcnpeccus: apTponaTtus, acTeHus o KomnayHAHble retepo3unroTthl (reHotnn C282Y/H63D) —
B 10% cny4yaeB nerkunin M36bITOK Xenes3a B NeYeHu
Cragus 4 <10% fomosuroTel C282Y (reHotun C282Y/ C282Y)
KnuHuyeckas akcnpeccus: 'UP, kapavonatua, CA, LN
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Tabnnya 3. MPpUYMHBI HEMNONIHOW NeHeTpaHTHOCTU HFE-reHa [11]

daKTopbl KommeHTapum

[veta NmeeTcs kKoppenauusa mexay yposHeMm CP 1 notpebneHnem reMoBoro xefiesa y 60/1bHbIX FEMOXPOMaTo30M, 0CO-
6EHHO Y XEeHLMH MeHonay3alibHOro Bo3pacTa
3anachl xenesa HUxe y 60/IbHbIX FTEMOXPOMaTO30M, PEryasapHO NoTpebnsiowmx Yam (TopMoKeHWE BCcacbliBaHMS
enesa)

Mon Y EeHLWKUH reMoxpomaTos NposBASETCH pexe, YTO CBA3bIBAIOT C GU3UONOTMYECKUMU C EHCTpyaLuu,
poAbl, NaKTaLus)

Ankoronb [onroBpeMeHHOEe XpOHUYECKOoe ynoTpeGieHe aKoroas yCUIMBaeT HAaKOMNEHNE XKe 7 €eKT — no-
[aBneHne 3KCNPeCcCum n/Mnmn akTUBHOCTU FeNCUAnHa, HenpamMon adPeKT — Yepes NoBPEK ] TKaHW NeYeHn
JKcLeccnBHOe NoTpebneHne afkorons NPUBOAUT K paHHEMY U Taxxenomy puép rotc C282Y

MeTabonnyeckui |BucuepanbHas unpoBasi TKaHb CNOCO6Ha NPoAyLMPOBaTb FreNCUANH, peryam

CUHAPOM Y 605bHbIX ['X C yBETMYEHHOM XKMPOBOM Maccom 3anachl enesa MoryT 6biTb BHEMNEYEHOYHOM NpPo-
OYKUMKU rencumnHa

Bocnanexue CHUeHHe HacblweHus TpaHcheppuHa y romo3urot no C282Y

JNlekapcTBa MHrMéuTopbl NPOTOHHOW MOMIMbl Yepes3 NojaBleHUe KeNyLo4YHON K yMeHbLUaloT BcacblBaHWe
Kenesa
HudeannuH moaynmpyet MOGUIN3ALIMIO U3 MEYEHN U IKCKPELLMIO XKE.

Opyrne mytauun |ConyTcTByloULas MyTauus reHa rencuanta (HJV)

peccupoBaHus — MpPaKTUYECKM BO BCEX BHYTPEHHMX  GoneBaH#r. Cumntombl X, 0COGEHHO Ha HavasbHbIX CTa-
opraHax (noaenyaoyHas »enesa, cepaue, SHAOKPUH-  OUSIX, ‘J:)
Hble }enesbl, Koxa). K 40—-60 rogam B opraHuame ¢op-  norteps
MUPYEeTCS MapeHXMMaTO3HbIA (MeyYeHb, cepaue, 3HAO- paBW/IbHbLIM AMArHo3 ycTaHaBIMBaeTCs
KPUWHHbIE Xene3bl) 3anac »eneaa, paBHbin 20 1 6onee [MpeaononoxeHne KAMHULKUCTA O BO3-
(mo 60) rpammam [5, 12]. MpoaonmKaloleecs HEKOHT- MO ABNAETCS K/OYEBbIM MOMEHTOM MocCTa-
ponMpyemMoe HaKoMNeHUe enesa NpUMBOAUT K MOBPEK-  HOB rHO3a, TaK KaK No3BOASEeT MHULMMPOBATb Bbl-
[IeHNI0 OpraHoB-MuLWeHen. Kak npaBuio, KIMHUYecKas KPWHWHIOBbIX MCCNeaoBaHWi C BO3MOXHbIM
MaHudecTaumns X y MyXK4MH HauyMHaeTcs B Bo3pacTe eAyoLWNM MOSIEKYNSPHO-TEHETUYECKUM TECTUPOBA-
40-60 neT, a y XeHuWuH, 6narogaps perynsipHbiM Gnan- e a HOCUTENbCTBO MyTauun HFE-reHa. CTparterus
0/10FMYECKMM KPOBOMOTEPSIM, CUMMNTOMbI 3a60/1€BA a €Ha Ha paHHee obcnefoBaHWe LieneBbIx rpynn —
NnosiIBASIIOTCA TO/IbKO MOC/e MeHonay3bl — 3TUM 06 NN BBICOKOr0O pMCKa HOCUTENbCTBa MyTaLui reHa HFE.
HaeTcs, nodyemy X anarHoctupyetcs B 2-10 p a rpynnam BbICOKOIo pucka otHocaTes [14, 17]:
Y MYX4YMH, YEM Y HKEHLLMH. nauneHTbl ¢ HaNYMeM NaToNOrMYECKUX CUMNTOMOB
M3 yncna myTauumm nuib reHotun C282Y/C28 - (3aboneBaHue MNevyeHU HEeyTOYHEHHOW ITUONIOMMKU UK
YKET accoLMnpoBaTbCs CO 3HaunTeNnbHoM MK vMua 2).  npeanonoXKUMTENbHO M3BECTHOM MPUYMHBI C YCTAHOBEH-
M3BecTeH uenbin pag GakTopos, Mogud MX  HbIMWU U3MEHEHWAMM CbIBOPOTOYHbLIX MAPKEPOB XKefe-
NneHeTpaHTHOCTb MyTauun HFE-reHa (Tabn . 3a, caxapHbli aAMabeT 0cO6eHHO B cOoYeTaHuu C rena-
TomMeranuven, M3MeHeHWeM MeYyeHOYHbIX GEPMEHTOB,
es aTMNMYHbIM 3aboneBaHneM cepaua, aTMNMYHOW apTpo-
eraTMBHOe BO34en-  MaTUen UK NpexkaeBpeMeHHON CeKCyalbHON AUCHYHK-
efie3onHayumpo-  umewn, Porphyria cutanea tarda);
BaHHOMY OKCUAAHTHOMY CTPECE EHUIO NepPeKnC- naumMeHTbl 6e3 *anob 1 CMMNTOMOB 3ab0/ieBaHUA
atann3vpoBaHusa  (CMOCbI — POAHbIE BpPaTba U CecTpbl NaLMEHTOB C ycTa-
YTO MPMBOAMUT K YCU-  HOBJIEHHbLIM X, NALMUEHTbI C UBMEHEHUAMM CbIBOPOTON-
MecTax OT/IOKEHMSI  HbIX MapKepoB Xefesa, NauueHTbl ¢ HEeOObACHUMbIM
enesa. [Npamoe B33 ne xxenesa c AHK npu- NoABEMOM aKTMBHOCTM MeYeHO4YHbIXx GepMeHToB, 6ec-
BOOMT K MPSMOMY €€ @ JEHMIO (B YACTHOCTH, K yBE-  CUMNTOMHOWM renatomerassmen UM U3MeHEHUAMHU Mneye-
JIMYEHUIO pU [ , 12]. NocnenctBusamu MK HKU, 0GHAPYKEHHBIMW NPU KOMMbIOTEPHOM UM MarHUTO-
lEHME KJIETOK M TKaHen, Gnb-  pe3oHaHCHOM ToMorpadum).
, YBENIMYEHME PUCKA 3/TOKAYECTBEH- [narHocTmyeckme MeponpusaTUS HauMHaOTCS CO CKPU-
HOM TpaHchopMalK (Npex/ae BCero renatoLennionsap-  HWUroBbIX TECTOB — OMNpeAesieHns HEMpPsMbIX CEPOOru-
HOrMO pakKa), a TaKXé KapaAWOBaCKYNSpHOM MaTonorMm  Yeckux mapkepoB [ — KoadpoduumeHTa HacbIWeHUs
C HapyLWeHUS MU pUTMa U HELOCTATOYHOCTbIO KPOBOO6-  TpaHcdeppuHa wenesom (HTHK) n coiBopoTo4HOro dep-
paueHus, caxapHoro auabeta [9, 10]. puTuHa (CP) cbiBOpoTOYHOrO X*enesa (CXK) [8, 15, 17].
B oTaenbHbIX cnydasx, €cnv nauueHTy BbINMOSHAETCS
6uoncua nevyeHu, HavyasoM AMarHOCTUKM MOMKET CTaTb
[l0 HacToALWEro BPEMEHM B NMPAKTUYECKOW MeauLIM-  OMpeaenieHMe npsMoro mMopdosornyeckoro mapkepa
He coxpaHseTcs npeacTaBneHne o X Kak o peakom 3a- [ — »enesocofepxalwero nurMeHtTa remocuaepuH
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neyeHu (FCI) ¢ yTOYHEHMEM €ro KONMYeCTBa M XapaKTe-  Korga M3MEHEeHWs CbIBOPOTOYHbIX MapKepoB Kefesa
pa pacnpegeneHus. COMHWTENbHbI, AN onpeaeneHus cTaguuM 3aboneBa-
YacToTa, OTHOCUTENbHbLIM PUCK W MONOXWUTENbHAs  HUA, ANng andbdepeHumnanbHOn AMarHoCTUKM npuynH MK
nporHoctuyeckasa ueHHocTtb (MML) mytaunn HFE-reHa  (No CTeneHu remMocuaepos3a W XapaKTepy pacnpegene-
NpY pasfnyHbiX COCTOSHUSAX W CUMMTOMAax, KOTOpble  HUS remocuaepuHa) [17].
ABASIOTCA MOBOAOM Ans noucka X, npeactaBneHbl B xoae cemMenHOro CKpuHMHra n
B Tabnuue 4. fJoBaHWe cnbcoB 60/bHOro MX: OUEHK

Tabnnya 4. YactoTa U OTHOCUTE/IbHbIN PUCK
myTauun HFE-reHa npv pa3/iM4yHbiX COCTOSTHUSAX
U cumMnTomax (cBoaHble faHHble EASL, 2011) [14]

3a6071eBaH!s, COCTOAHUS lexotun C282Y/C282Y MOJIEKYNSIPHO-TEHETHY
1 CHMMTOMBI % OR | MNU, % (95% AW) Tauun reHa HFE).
CaxapHbiit guabet 1 TMna 1,26 | 4,5 AvnarHos X yer.
3aboneBaHns nevyeHn 53 10 - NieHVis renotna

3a6onesanus nedern npun HTK Bce nepey
> 45% 77 - - s IOCTYMHbI

[enaTouenntonapHbIi pak 55-10| - -

Porphyria cutanea tarda 48 (24-95) 0co6ble KIMHMYECKHUE CUTYaLUN

MoBbllWeHHbIN CO 1,6-17,6 s

NoBbIeHHb HTK 43-217 4YaeB BO3HUKaAlOT HeCTaHAapPTHble CUTYa-

HWE APYrMX MyTaLWi reHa um reteposu-
HUA HFE (He-C282Y-romosurota). [pu

Mpu MX yBennyeHne KoHueHTpauunn CP naet npo-
NOPLIMOHaNbHO MHTEHCMBHOCTHM U30bITKA Xenesa v oTpa-
aeT cocTosiHue aerno enesa [1]. KoaddbnumeHt HTXK T
ABNSETCH KNo4YEeBbIM ANArHOCTUHECKMM MapaMeTpoM —
€ro YpoBEHb OTparkaeT BEPOATHOCTb Hannuua X, a 3Ha-
yeHus, npesbilatoume 45 %, BecbMa TOYHO onpeaenson
97,9 % romosurot no C282Y 6e3 IOXKHOMNONOKUTENbHbIX
pe3ynbTatoB Ccpeau 340POBbIX MpeacTaBUTENEW 1€3a B NnevyeHun, a romo3nrotel H63D, reTepo3uroThl
naumm [1, 17]. Nokasatenb CO B KOMOGMHALMK 282Y, retepo3nrotel H63D HUKOrga He MoOryT obyc-
o6nagaeT BbICOKOM HEraTMBHOM MPOrHOCTUYECKON NOBMBATbh OTKJ/IOHEHWS YPOBHS CbIBOPOTOYHOIO Ke-
HOCTbIO (97%), 4TO ABNAETCSH BECbMa YA0OHbIM nesa n CO B OTCYTCTBME aCCOLMMPOBAHHOM MPUYUHbI
HapyweHuss meTabonunama xenesa [11]. B cnyyae no-
BblleHns HTXH y He-C282Y-romo3urotbl HEOBXOANMO
NnosyyYnTb AOKa3aTeNbCTBa NOPAXKEHUS NEYEeHU UK re-
MaTONOTMYECKMX HAapYLLEHUI, a TaKKe M30bITKa Kenesa
npu npsmom onpegenennn (MPT nnun 61Moncus nevyeHu).

Opyraa tunuyHasa cutyaums, korga HTX cna6o no-
BblLIEH, HOPMasbHbIV UK CHUXKEH, CP noBbIWEH, MyTa-
ypoBeHb C®  umum HFE-reHa He BbifiBieHbl. B aTOM ciyvae mMoxer

(B 3aBucK-  BbITb BbinonHeHa MPT (ecnun annapaT XOpoLwo Kannépo-
,a010,2001,3% BaH M MUMEETCA BanWAHbIA alropuTM MCCefOBaHUs)
Kr/n; noBbilueHne CP U onpefeneHo pacrnpefeneHune xenesa B MeyYeHu, ce-
oTMeYaeTcsl npu BOC TE€NbHO-HEKPOTUYECKOM MPO-  JIE3EHKe, MOAMKENYAOYHOM Kene3e M KOCTHOM Moa3re,
uecce noboro re MoBbIlWEHHbIE 3HAYEHUS @ TaKXe MOXeT ObiTb BbINOJHEHA OGUOMNCUSA MEYEHMU

1o MM, TaK Kak KomnayHAHble reTepo3uroThbl
3D He UMeloT KIIMHUYECKU 3Ha4ymmon MK, Ho
25% crny4aeB xapaKTepu3yloTCs YMEPEHHbLIM M0-
Hrem HTX 1 B 10% cny4yaeB — JIETKUM U3ObLITKOM

nmetoT oT 4 fo 41% B nonyns
MocTu ot cut-off u meToa

KoadpdpuumeHta H eyatotca y 1,2-7% B Hecenek- A5 Nony4yeHus nHodopmMauuu O NOBPEXAEHUN MNeYveHn
TUBHOW MO HU3KWMM ypOoBEHb TpaHcheppmnHa  (CTeaTo3 wiau cTeatorenartuT, cteneHb ¢nbpo3a). B gaH-
npu Hapyill by NneYeHn UM MalbHYTPULUMKM  HOW CUTyauuu Haunbosiee YacTblM AMAarHO30M ABJISETCH
MOMeT CTe PUYMHON NOXKHOMONOXKUTENbHBIX pe3ynb-  dysmetabolic iron-overload syndrome (DIOS)/insulin

Tartos [14]. resistance-associated hepatic iron overload (IR-HIO)

O6HapyxeHneBHavyeHnn HTHK n CP, npeBbilualowmnx  NpU HealKorojibHOM *XUPOoBOKW 60/1e3HM Nevenu [13, 16].
HOPMY, ABNSIETCHA MOKa3aHMEM /19 NPOBEAEHUS reHOTU- B oTcyTCTBME METab0/IM4ECKOro CUHAPOMA U/WUN NMPU Ha-
NUMPOBaHWS Ha HOCUTENbLCTBO MyTauun HFE rena [2, 3, nun4um goctoBepHon MK (KOHUEeHTpauua xenesa B ne-
8, 171]. YeHW BbICOKas), BO3MOXHO Hallnine pefKux reHetunye-

Mopdonornyeckoe nccnenoBaHue Npu BbISBNEHHOM  CKMX NpU4YKH MK, oco6eHHo: 1) 60ne3Hb bepponopTuHa
reHoTune C282Y/C282Y BbINOAHAETCS B OTAENbHbIX Cly-  Tuna A, 2) a(runo)uepyno-niadMmMHemMus (AMarHocTuKa
yasax — Ang yctaHoBneHua camoro dakta M B cnyyasx,  3Tux 3a60/ieBaHUM Ha MPaKTUKe He AOCTYMHa).
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JleueHne remoxpomarosa

JleyeHne Heo6xo0AMMO NPOBOAUTL M Ha cTaann 6ec-
CMMMNTOMHOIO TEYEHUS NPU BbICOKMX 3HAYEHUS MapKe-
poB [T, 1 Ha cTaguu KIMHUYECKUX MPOSABIEHUN, HTO
No3BONSET MaKCMMallbHO, Ha CKOJIbKO 3TO BO3MOXKHO,
YMEHbLUWTb NOBPEXKAEHME OpraHoB. B HacToswee Bpems
noaxoAbl K neveHuto ans X ctaH4apTU3MpoBaHbl U rnaB-
HbIM METOAOM Tepanuu ABNAIOTCS KPOBOMYyCKaHus [17].

[JneTnyeckne pekoMeHaauuum npeanonaratot nabe-
raTb NPOAYKTOB MWUTaHMS, 60raTbiX }e1e30M U BUTaMu-
HoM C, orpaHmnynBaTb notpebseHne ankorons, rno Bo3-
MOHOCTM ynoTpebasaTb Yan. OgHaKo agneTa co CTPOrum
OrpaHUYeHUsIMU Kenesa TPyAHO peann3yema W Masno
addeKTMBHA — [JOKa3aHO, YTO OAHa AOMOJHUTENbHas
dneboTomMUA B rof No3BoNSET 0CBOOOANTb NauueHTa oT
HEO6X0AMMOCTUN ANETUHECKMX OFPAHUYEHNN Kenesa.

CoBpeMeHHble Moaxoabl K BbIMNOMHEHWIO BEHECEK-
LMA C Lenbto yaaneHns n3obiTKa Xene3a OCHOBaHbI Ha
KpUTepUsIX AOKa3aTeNbHON MeAnLMHbI U pernaMeHTUpo-
BaHbl MEXAYHAPOAHbIMW COracUTENbHbIMU JOKYMEHTa-
Mu [14, 17]. NauneHTbl ¢ ycTaHOBAEHHbIM X OOJIKHbI
ObITb CTPOr0 OPUEHTUPOBAHBLI HA MPOBeAEHWE Tepanes-
TUYEeCKUX GneboToMUIM A0 MOJIHOW NMKBUAAUUKU U36bI-
TOYHOrO COAEPIKaHMA Kenesa B OpraHname.

MNoKasaHusa K nHuymaumnmn dGneboToMUn — ycTaHOoB-
neHve reHotuna C282Y/C282Y v Hannuune XK. Uenb
dneboToMUI — yaaneHwe n3bbiTKa xenesa. HYactota dne-
6otoMunit — 1 pa3 B 1-2 Hegenu, 06beM yaansaeMon Kpo-
B — 400-500 mn (200-250 mr kenesa). Ans KOHTPO-
N5 nevyeHuns nocne Kaxabix 10-12 ¢pneb6oTtomum Bbl

JYyeT NPeKpaTUTb M HayaTb NOAAEPKMBAIOLLM
BaJIOM, NO3BO/SIOLEM COXPAHATb 3HAYEHM
25-50 Hr/mn [14, 17].

HAeTcq uccnepoBaHne CD, M Korga ero 3Haq
onyckaetcs Huxe 50 Hr/mn, YacTble GneboTOMUN Cile
Tep-
D™

MporHos

Pa3BuTHE KIIMHUYECKMUX CUMITO e np XOOMT,
ec/n ne4eHne Ha4yato Ha JOCUMMNTOMH avun. Tpo-
JONMKUTENIbHOCTb XU3HU Ha GOHE AeHeHUS OOCTUXE-

HUM HOpManusauum byHKLUK % nénuxaetcs
3

K cpegHenonynsuuMoHHon. be 3aboneBaHune
NPOrpeccupyeT U MOXET N epTu.

Jlutepatypa
1. bosnesHu neper 30M (reMoxpomMaTto3bl): py-
KOBO/ACTBO A4 Bpay pea.A. . PymsaHueBa, 0. H. To-

Kapesa. — M.: U1 Me ™ M, 2004. — 328 c.

overlozg
2, 4755

O630pbI U Jeknud [

2. CuBunykas, J1. H., KywHepeswny E. . HacneactBeHHbIn
remMoxpomaros: YyacTtota mytauun C282Y u H63D reHa HFE
B 6enopycckom nonynsaumm // Bec. Hal,. akaa. HaByK benapyci.
Cep. 6isnar. HaByK. — 2007. — N2 5. — C. 14-19.

3. Adams, P. C., Reboussin D. M. Hemochromatosis

5. Bacon, B. R, Britton R. S. H
overload. Role of lipid peroxidation
1989. - Vol. 70. — P. 183-22

6. Bacon, B. R., Powell
medicine and hemochro

. C. et al. Molecular
crossroad // Gastro-

8. Borgaonkar,
than you think // Can.

P.36-43
9. @Jn
of iron ici

r, Y. Brissot P., Oliver L. Iron and liver: Update
epatol. — 2008. - Vol. 48.113-123.
gnier, Y., Turlin B. Pathology of hepatic iron
// World. J. Gastroenterol. — 2007. Vol. 13. -
4760.
3. Deugnier, Y., Turlin B., le Quilleuc D. et al. A reappraisal
atic siderosis in patients with end-stage cirrhosis:
actical implications for the diagnosis of hemochromatosis //
. J. Surg. Pathol. — 1997. — Vol. 21. — P. 669-675.

14. EASL Clinical Practice Guidelines for HFE Hemo-
chromatosis // J. Hepatol. — 2010. doi: 10.1016 / j. jhep.
2010.03.001.

15. Franchini, M. Hereditary iron overload: update on
pathophysiology, diagnosis, and treatment. Hemochromatosis —
a new look at an old disease // Am. J. Hematol. — 2006. -
Vol. 81. — P. 202-209.

16. Mendler, M. H., Turlin B., Moirand R. et al. et al. Insulin
resistance—associated hepatic iron overload // Gastroente-
rology. — 1999. — Vol. 117. - P. 1155-1163.

17. Tavill, A. S. AASLD Practice Guidelines: Diagnosis and
management of hemochromatosis // Hepatology. — 2001. —
Vol. 33. - P. 1321-1328.

Moctynuna 14.02.2014 r.



