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HACJEACTBEHHBIE 3ABOJIEBAHUA BCJIEACTBUE INEPETPY3KU
AKREJE3OM

Beﬂopyccmm MeaUMUHCKCZﬂ axkaoemus nocieouniomMHozo 06pd30661HUﬂ

Ilepezpyska xene3om — namosiozuueckoe cOCMosiHUe, KOMOPoe XAPaKmepuyemcs KoJauuecmeen-
HOLM YGeaudenueM 6 OPzanu3me J1eMeHMH020 Kele3d, CONPOBOKOAIOUUMCS NOBPEKIEHUEM OPZAHO8
u mrawnet 6ciedcmeue moKcuueckozo deticmeus ezo u3boimrd. B cmamve usnoxenol obuue ceedenus
0 cundpome nepezpysku Keae3om, NoCiedCMEUIX NePEZPY3KU KeIe30M, 2]ABHbIX 2eHeMUUECKUX HAPY-
wenusx, 00yca08IUBAUUX Nepeepy3KYy Keae3oM. [Ipedcmasiena xapaxmepucmura KAUHUYeCKUx npo-
aeaenull kaaccuueckozo zemoxpomamosa (HFE-zemoxpomamosa), memodos uaznocmuku, npudun ne-
noanou nenempanmunocmu HFE-zena, maxmuxu 6 oco6oix kaunuueckux cumyayusax (ne-C282Y-zomo-
suzoma), rewenus (numanue, unuyuayus u nposedenue ¢ie6omomuil), nPasuL KOHMPOLsL, NPOZHO3A.

Kawueswvte caosa: nepezpysra xenesom, HFE-zen, zemoxpomamos, ouaznocmuxd, ieuenue.

N. N. Silivontchik
INHERITED DISEASES OF IRON OVERLOAD

Iron overload is a pathological condition that is characterized by the quantitative increase in the
body of the elemental iron, accompanied by organ and tissue damage due to toxic effects of its excess
in article sets out general information about iron overload syndrome, effects of iron overload, the major
genetic irreqularities, leading to an overload of iron. The characteristic of clinical manifestations
of classical hemochromatosis (HFE hemochromatosis), methods of diagnosis, causes incomplete HFE-gene
penetrance, tactics in special clinical situations (not-C282Y-gomozigota), treatment (nutrition, initiation
and holding phlebotomy), control rules, prognosis.

Key words: iron overload, HFE-gen, hemochromatosis, diagnosis, treatment.

I—leperpysxa wenesoM (M) — natonorn4yeckoe peHue, 3amMecTuTeslbHas ropMoHasibHas Tepanus, Xpo-
COCTOSIHME, KOTOPOE XapaKTepu3yeTcs KOJIM-  HUYECKWe remoTpaHcdy3uu, HeobOCHOBaHHOE U 6Gec-
YeCTBEHHbIM YBE/IMYEHUEM B OpraHMaMe 3JIEMEHTHO-  KOHTPOJIbHOE Ha3HavyeHue xene3ocoaepallnx nexkap-
ro ¥enesa, CoNpoBOXAAOWNUMCH MOBPEXAEHMEM Opra-  CTBEHHbIX CPEACTB U NULLEBbLIX J06ABOK.

HOB W TKaHeWn BCe4CTBME TOKCUMYECKOrO AENCTBUSA €ro [Ona reHeTMyecknx 3aboneBaHnM NPUHATO UCMONb-
n3bbiTka [1, 4, 12, 15]. Hapsay c aedvuntom npeacraB-  30BaTb TEPMUH «remoxpomatos» (I'X), Hapagy ¢ KoTo-
n9eT coboM LWMPOKO pacnpoCTPaHEHHbIM TUM Hapylle-  PbiM CYLLECTBYIOT HEreMOXpoMaTo3Hble GopMbl (TabK-
HUSA 06MeHa Xenesa, XxapaKTepHbIX A5 60nbWon rpynnsl  ua 1).

3aboneBaHni, PEHOTUMNYECKN CXOLHbIX, HO Pa3/IMYHbIX B HacTodwee BpeMs camMbiM pacrnpoCTpaHEeHHbIM
NnoO NMPOUCXOKAEHUID — FeHeTU4eckux (nepeuyHasn M) (M nadyyveHHbimM) gBnsetcs HFE-accouumpoBaHHbIn [X.
M BTOPUYHbIX NN NPUOBPETEHHBIX cMHAPOMOB [T}, Pac-  Bonpochkl NpakTUYecKOro MeHemxkMmeHTa ['X pernamen-
NpPOCTPaHeHHOCTb X 06bACHAETCAT OTCYTCTBMEM Me-  TUpytoTes [TpakTUYeCKMM PyKOBOACTBOM AMEPUKAHCKOM
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_reMOXpO'\_AaTO?’ (run 1, HFE 6p21.3 |peueccuBHas no3aHan CycTaBHaf u nevyeHo4yHaq
KJ1aCCUYECKUI reMOXPOMAaTo3)
toBeHmMIHbIA remoxpomaTos HIV 1p21 eLeccuBHas aHHASA cepaeyHas U SHOOKPUHHaA
(Tyn 2A) (remotoBeNunH) P pet P PA fokp
toBeHmMbHbIN remoxpomaTos HAMP 19q13.1 eLeccuBHas aHHASA cepaeyHas U 9HOOKPUHHaA
(Tyn 2B) (rencuaun) ate. peu P PA ROKP
[emoxpomaTtos peuenTtopa TIR2
TpaHcheppuHa 2 (Tvn 3) (peLenTop TpaHcheppHHa 2) 7922 peLeccrBHas no3aHas neyeHo4yHas
bonesHb pepponoptuHa TMna B SLC40AL 2q32 OMWHaHTHas no3aHsas CcycTaBHasl M ne4yeHo4YHas
PP P (depponopTtuH THNa B) a A A y
HeremoxpomaTto3Hble popMbl
bonesHb pepponopTuHa TMNa A SLC40A1
7932 MWHaHTHas n HASA Kas
(Tyn 4) (bepponopTuH TMNa A) a3 Ao aHTHa 034 peaxa
A(rMno)uepyno-nnasmMmHeMus LlepynonnaamuH 39232-925| peueccuBHas nos3aHas HeBponornyeckas
A(rvno)TpaHcheppuHeMns TpaHcoheppuH 3921 peueccuBHas paHHasa remaronorunyeckas

M MOHWTOPWHI HACNEeACTBEHHbIX 3a60NeBaHNI NevYeHm»
(perncTpaunoHHbin Ne 093-0612).

B oTHOWeEHWN NpUoB6peTEHHbIX cMHAPOMOB [T, KO-
TOpble COMPOBOXAAIOT LeNbl psaj XPOHUYECKMX 3ab60o-
JIEBaAHWN, NpEXae BCEro XPOHUYECKUX Anddy3HbIX 3a-
60M1eBaHUM NevyeHu (NeYeHb — rMaBHOE Aeno Xenesla)
MCMOMb3YETCH TEPMUH «BTOPUYHAS NEpPerpy3Ka Kene3omn.

Oo6was xapaktepuctuka HFE-remoxpomaTo3sa
(Tvn 1, Knaccu4YecKum remoxpomartos)

femoxpomatos (HI'X, OMIM 235200) — HLA-acco-
LUMMPOBaHHOE BPOXKAEHHOE 3ab60oneBaHne, Hacnegyemoe
Mo ayTOCOMHO-PEeLLeCCMBHOMY TUIY, CBA3aHHOE C BbICO-
KMM BCacCblBaHUEM esfie3a raCTPOMHTECTUHAIbHOMN CIN-
3MCTOM, BEeAyLW MM K NaToN0orM4eckomn Aeno3nLmumn n3obbiT-
Ka )enesa B NevyeHu 1 apyrux opraHax [6]. O6ycnosneH
MyTaLMsIMU CTPYKTYpHOro HFE-reHa, Koaupytowero oaHo-
UMEHHbIN BEJIOK, KOTOPbIN SBNSeTCA GaKTopOoM, perynm-
PYIOLLMM MHTECTUHaNbHYIO abCcopOLMIo Kenesa 1 nNpenat-
CTBYIOLMM M36bITOYHOMY €ro BCacCbiBaHWIO Ha YPOBHE
CNIM3UCTOM KULWEeYHMKa. MyTauun BeayT K HegocTaTou-
HocTu 6enka HFE, Hanb6onee 4actble — C282Y, H63D,
S65C.

MyTtaumn HFE reHa 9Bngt0TCA camMmbiMKW pacnpocTpa-
HEHHbIMWU FTEHETUYECKUMM NOSIOMKaMK y npeacraBuTe-
Nler CeBEPOEBPOMNENCKOr0 NPOUCXOXKAEHUS, @ HaKone-
HWEe TaKoro Ux KoindecTBa 0ObACHSIOT NPEUMYLLLECTBOM
MX HOCUTENEN B NEPUO[ XPOHMYECKOrO KenesoaeduLu-
Ta [1, 6]. No cBoagHbIM AaHHbIM EASL (2010) cymmapHas
yacToTa HOCUTENIEN TEHOTUMNOB PUCKa CPeau eBponen-
LEeB (FOMO3UroTbl M reTEPO3UroThl Mo C282 annento) co-
cTtaBnseT 6,2%, cpean KOpeHHbIX ¥utenen benapycu
cornacHo peasynbTaTtaM WCCAefoBaHWs COTPYAHUKOB
MHCTUTYTa LUTONOrMKU N FeHETUKM HalmoHanbHOM aKa-
nemuu Hayk J1. H. CuBunukon, E. H. KywHepeswny, H. T. a-
HuneHko, O. I JaBblaeHko — 3,7%, 4acTtoTa 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
ABNSETCA HOCUTENEM MyTaHTHbIX FEHOB, ABASIOWMXCS
NPUYNHON M3BLITOYHOrO HAKOMNEHUS Kenesa.

Y 60nbHbIX X npouecc M36bITOYHOrO HaKOMIEeHUs
enesa HauynMHaeTCs ¢ POXKAEHUS, MPOUCXOAUT MeaNIEH-
HO B Te4yeHne BCeMn n3Hu 1 0o 40 neT npakTUYECKU He-
3ameTeH [1, 6]. B Hayane 3a6oneBaHua AEeNO3UTbl XKe-
fle3a OTKNaablBalOTCA B MEYEHU, a 3aTeM, N0 Mepe npor-

Tabnuya 2. EcTecTBEHHOE Te4eHue: HemnoJsiHaa NeHeTpaHTHOCTb MyTauui reHa HFE
(the French Haute Autorité de Santé — HAS) [11]

Craguu

Yuecno nuuy,

leHoTUNbI

Cragus O
[eHeTMYecKas NpeapacnooKEeHHOCTb

100% |e fomosurotel C282Y(reHotun C282Y/ C282Y)
e KomnayHAHble retepo3unroTsl (reHoTun C282Y/H63D)

o [lpyrvie reHoTunbl

KnuHuyeckas akcnpeccus: 'UP, kapavonatua, CA, LN

Cragns 1 75% |e Tomo3urotel C282Y

Buroxumunyeckas akcnpeccus: nosbilleHne HTH e KomnayHaHble retepo3nroTbl (reHoTun C282Y/H63D)

Cragns 2 50% |e lTomo3urotel C282Y

Buoxnumunyeckasn akcnpeccus: nosbilieHme HTHK, noBbliweHne CO e KomnayHAHble retepo3nroTbl (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)
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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
3anacsbl xenesa Huxe y 601bHbIX TeMOXPOMaTO30M, PErynspHO NOTPe6NAoWMUX Yal (TOPMOXKEHME BCaCbiBaHUA
enesa)

Mon Y EeHLKUH reMoxpomaTos NposBASETCS pexe, YTO CBA3bIBAIOT C GU3UONOTMHECKUMU COBBITUAMU (MEHCTPYaLIUK,
pofbl, NaKkTaLus)

Ankoronb [lonroBpeMeHHOEe XpOHUYECKOEe YyNoTpebeHne ankorons ycunvmBaeT HaKoMneH e xenesa: npsamon addeKT — no-
[aBneHne 3KCNPeccum u/Mnmn akTUBHOCTU FencuanHa, Henpsamon adPeKT — Yepes NoBPEKAEHME TKaHU NeYeHu
JKcLeccnBHOE NoTpebneHne aaKkorons NPUBOAUT K paHHEMY U Tsxenomy ¢pubpody nevyeHn y romosunrot ¢ C282Y

MeTabonunyeckui |BucuepanbHas }npoBasi TKaHb CNOCO6Ha NpoayLMpoBaTh renCUAnH, PEryIMPYIOWNI YPOBEHD Xenesa

CUHAPOM Y 60nbHbIX ['X C yBEIMHEHHOM XKMPOBOM MacCcom 3anachbl Xenes3a MOoryT 6biTb CHUXKEHbI U3-3a BHEMEYEHOYHOM Mpo-
OYKUMKU rencumnHa

Bocnanexue CHUeHHe HacblweHus TpaHcheppuHa y romo3urot no C282Y

JNlekapcTBa MHrMéuTopbl NPOTOHHOW MOMIMbl Yepes3 NojaBleHUe XKeNygO4YHON KMCNOTONPOAYKLUN YMEHbLIAIOT BCacbiBaHWe
Kenesa
HudeannuH moaynmpyet MOGUIN3ALIMIO U3 MEYEHN U IKCKPELLMIO XKene3a C MOYOon

Opyrne mytauun |ConyTcTByloULas MyTauus reHa rencuanta (HJV)

peccupoBaHus NPaKTUYECKM BO BCEX BHYTPEHHMX
opraHax (noaxenygoyHas enesa, cepaue, 3HAOKPHH-
Hble }enesbl, Koxa). K 40-60 rogam B opraHuame ¢pop-
MUPYETCS MapeHXMMaTo3HbIM (Me4vyeHb, cepaue, 3HAOo-
KPUWHHbIE Xene3bl) 3anac »eneaa, paBHbin 20 1 6onee
(mo 60) rpammam [5, 12]. MNMpoaonKatolleecss HEKOHT-
ponvMpyemoe HaKoMneHue xenesa NpMBOAMUT K NMOBPEXK-
[EHUIO OpraHoB-mMulleHen. KaK npaBuno, KNMHUYecKas
MaHudecTaumsa X y MyYMH HavyMHaeTcs B BO3pacTe
40-60 neT, a y )eHuWuH, bnarogaps perynsipHbiM Gnan-
0/I0FMYECKMM KPOBOMOTEPSIM, CUMMATOMbI 3a60NeBaHuUs
NnosiBASIOTCS TOMIbKO MOC/ie MeHonay3bl — 3TUM 06bsC-
HaeTcs, nodyemy X anarHoctupyetcs B 2—10 pas valle
Y MYX4YMH, YEM Y HKEHLLMH.

M3 yncna myTaumm nuiib reHotun C282Y/C282Y mo-
KET accoummpoBaTtbes Co 3HauuTenbHom MK (Tabnuua 2).

M3BecTeH uenbiv psag dakTopoB, MOAUDULIMPYHOLLMX
NneHeTpaHTHOCTb MyTauun HFE-reHa (tabnuua 3).

MocnepcTBUS Neperpy3Ku xenesom

M36bITOK »KeNe3a oKa3blBaeT HeraTMBHOE BO3[EW-
CTBME W KNtOYEBas POJib OTBOAMUTCH HKEeNe30MHAYLIMPO-
BaHHOMY OKCWOAHTHOMY CTPEeCcCY — YCUJIEHUIO NepPEKUC-
HOMO OKMCNIEHMS NIMMWAOB 3a CYEeT KaTaM3MpOBaHUS
enesom CBOOOAHbIX paguKanoB, YTO NMPUBOANT K YCU-
NleHnto 06pa30BaHUA KoNjlareHa B MecTax OT/IOXKEHMS
wenesa. MNpamMoe B3anmogencreme xenesa ¢ AHK npu-
BOAMT K MPSIMOMY €€ MOBPEXAEHMIO (B YaCTHOCTH, K yBe-
nnyeHnio pucka F'UP) [4, 5, 9, 12]. NMocneactBusamu MK
npu X aBASIOTCS NMOBPEXAEHNE KNIETOK U TKaHeun, Gnb-
P03, LMPPO3 NEYEHU, yBESIMYEHNE PUCKA 3NIOKAYECTBEH-
HOW TpaHchopmaLumM (Mpexae BCEro renatoLennonsap-
HOrO pakKa), a TaKXe KapAWOoBaCKYISpPHOM MnaTonoruu
C HapyLWeHUsIMU pUTMa M HELOCTaTOYHOCTbIO KPOBOOO6-
palleHus, caxapHoro anabeta [9, 10].

[AnarHocTUKa KnaccuyecKoro remoxpomarosa

[0 HacTosLlEero BpeMeHn B NpakTUYECKON MeanLm-
He coxpaHseTcs npeacrtaBneHne o I'X Kak 0 pekom 3a-
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6oneBaHnn. Cumntombl ['X, 0CO6GEHHO Ha HavyanbHbIX CTa-
[MSIX, 4acTo HecneunduyHbl (YTOMASIEMOCTb, apTpanrus,
noteps NMéuao, OTKAOHEHUS 1abopaTOpPHbIX TECTOB),
B CBfI3W C YeM MpPaBW/IbHbIA AMarHo3 ycTaHaBIMBaeTCs
peako 1 no3gHo. MpeanonoxeHne KAnHMLUKMCTa O BO3-
MOXHOCTK X ABNSETCS K/K4YEBbIM MOMEHTOM MoOCTa-
HOBKM AMarHosa, Tak Kak no3BonsieT MHULMUPOBATb Bbl-
NOSIHEHWE CKPUHWMHIOBbIX UCCNEeA0BaHNIA C BO3MOXKHbIM
nocneayowmnm MONEKYNSPHO-reHEeTUYECKMM TeCTUPOBa-
HMEM Ha HOCUTENbCTBO MyTauun HFE-reHa. CTpaterus
HanpaB/fieHa Ha paHHee 06cnefoBaHue LieneBblx rpynn —
rpynn BbICOKOIO pUCKa HOCUTENbCTBa MyTal i reHa HFE.
K rpynnam BbICOKOro pucKa otHocates [14, 171]:

nauneHTbl ¢ HaNYMeM NaToNOrMYECKUX CUMNTOMOB
(3aboneBaHWe MNeYEeHW HEYTOYHEHHOW 3ITUOAOrMKU WU
NPeanoNOXUTENbHO M3BECTHOM MPUYMHbLI C YCTAHOBEH-
HbIMW M3MEHEHUSIMU CbIBOPOTOYHbIX MapKEpPOB ene-
3a, caxapHbli aAMabeT 0cO6eHHO B cOoYeTaHuu C rena-
TomMeranuven, M3MeHeHWeM MeYyeHOYHbIX GEPMEHTOB,
aTMNMYHbIM 3aboneBaHneM cepaua, aTMNMYHOW apTpo-
naTtven Unun npexaeBpeMeHHOn ceKkcyanbHOM ANCHYHK-
unen, Porphyria cutanea tarda);

nauueHTbl 6e3 »anob U CMMNTOMOB 3abosieBaHus
(cnbcebl — poaHble 6paTbha M CeCTpbl NaLMEHTOB C yCTa-
HoBMEeHHbIM X, MaUUEHTbl C UBMEHEHUSAMU CbIBOPOTOY-
HbIX MapKepOB enesa, NauneHTbl ¢ HEOOBACHUMbIM
noabeMOM aKTUBHOCTU MeYeHOYHbIX pepMeHToB, bec-
CUMMNTOMHOW renaToMerananen Uan U3MEeHEeHUIMH neye-
HW, OBHAPYKEHHBIMWU MPU KOMMbIOTEPHON MW MarHUTO-
pe30oHaHCHOM ToMorpadum).

[narHocTmyeckme MeponpusaTUS HauMHaOTCS CO CKPU-
HUIOBbIX TECTOB — OMpeaeneHns HenpsMbiX CEPOSIOru-
yeckux MapkepoB MK — KoadpduuMeHTa HacbILEeHUs
TpaHcoheppuHa xenezom (HTH) 1 cbiIBOpoToHHOrO dep-
puTuHa (CP) cbiBOpoTOYHOrO X*enesa (CXK) [8, 15, 17].
B oTaenbHbIX cnydasx, €cnv nauueHTy BbINMOSHAETCS
6uoncua nevyeHu, HavyasoM AMarHOCTUKM MOMKET CTaTb
onpegeneHve npaMoro MopdosiorMyecKoro Mapkepa
MK — xenezocogepxawero nNUrMeHTa reMocuaepuH
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neyenu (FCI1) c yTo4HEHWEM €r0 KOIMYECTBA U XapaKTe-
pa pacnpegeneHus.

YacTtoTa, OTHOCUTENbHbIM PUCK W MONOMWUTENbHas
nporHoctuyeckasa ueHHocTtb (MML) mytaunn HFE-reHa
NPW pPasnyHbIX COCTOSIHUSIX M CUMMMTOMAaX, KOTOpble
ABASIOTCA MOBOAOM Ans noucka X, npeactaBneHbl
B Tabnuue 4.

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

3a6oneBaHus, COCTOAHNA lenotun C282Y/C282Y

M CUMMTOMBI % OR | MNU, % (95% AW)
CaxapHbiit guabet 1 TMna 1,26 | 4,5
3aboneBaHus NeveHun 5,3 10 -
3aboneBaHusa neveHu npu HTHK
> 45% 77 - _
lenaTtouennonapHbIn pak 55-10| -

48 (24-95)

Porphyria cutanea tarda
MoBblWeHHbIN CP 1,6-17,6
MoBblweHHbIM HTXK 4,3-21,7

Mpu MX yBennyeHne KoHueHTpauunn CP naet npo-
NOpLMOHasIbHO MHTEHCUBHOCTU U36bITKA XKesesa U oTpa-
¥aeT cocTossHue aerno eneasa [1]. KoaddbunumeHnt HTHK
ABNAETCH KJIOYEBbIM AUarHOCTUHECKMM NapaMeTpom —
€ro YpoBEHb OTparkaeT BEPOATHOCTb Hannuua X, a 3Ha-
yeHus, npesblllatoume 45 %, Becbma TOYHO onpeaenstor
97,9 % romo3urot no C282Y 6€3 NOXHOMONOKUTENbHbIX
pes3ynbTatoB cpeau 340POBbIX NpeacTaBuTeNen nony-
naumu [1, 17]. MNMokasatenb CP B KombMHaumm ¢ HTHK
o6nagaeT BbICOKOM HEraTUBHOM NPOrHOCTUYECKOW LIEH-
HOCTbIO (97%), 4TO ABNAETCSH BECbMa YA0OHbIM 4151 UCKITO-
yeHusa 'X. B coyetaHmn ¢ BbicOKMM HTX ypoBeHb CP
Bbille 1000 MKr/n 9BnsieTcs BeCbMa TOYHbIM MPEANKTO-
poM dopmMnpoBaHua drnbposa neyvenu [17].

BmecTe ¢ Tem ceponormyeckne mMapKepbl 0OMeHa
wenesa HecneundUYHbl U 3aBUCAT OT LLeSIoro psaa dak-
TOPOB M MOTYT GbITb MOBbIWEHbI Y 3J0POBbIX, YTO 3a-
TPYAHSET MHTEPNPETAaLMIO NONYYEHHbIX 3HaYeHun [1]. TaK,
no cBOAHbIM AaHHbIM EASL noBbilweHHbIM ypoBeHb CP
nmetoT oT 4 Ao 41% B nonynsuMm 340POBbLIX (B 3aBUCH-
MocTH oT cut-off 1 MeToaoB ckpuHUHra), a ot 0,2 no 1,3%
nmetoT ypoBeHb Bbilwe 1000 mKr/a; nosbiweHne CP
oTMeYaeTcsl Npu BOCNanMTEIbHO-HEKPOTMYECKOM MPO-
uecce noboro reHesa [14]. MNoBbIWEHHbIE 3HAYEHUS
KoadpodunumeHta HTHK otmevatotca y 1,2—-7% B Hecenek-
TUBHOW MONyNSLUMK, @ HU3KUIA YPOBEHb TpaHcheppuHa
npu HapyweHun GYHKUMKM NeYEHU WK MalbHYTPULMK
MOMET CTaTb NPUYNHON NOMKHOMONOKMUTENBHbIX PE3YSib-
Tatos [14].

O6HapyxeHue 3HaveHnn HTXHK n CP, npeBblllatoumnx
HOPMY, ABNAETCH NMOKa3aHWEM A9 NPOBELEHUSA TEHOTH-
NUMPOBaHWS Ha HOCUTENbLCTBO MyTauun HFE rena [2, 3,
8, 17].

Mopdonornyeckoe nccnefoBaHue npu BbISBNEHHOM
reHotune C282Y/C282Y BbINOMHAETCS B OTAENbHbIX CIy-
Yyasax — O1s yctaHoBJIeHUS camoro ¢akTa MK B cny4yasx,
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Korla WU3MEHEHMS CbIBOPOTOYHbIX MapKEpPOB Kenesa
COMHUTENbHbI, AN onpeaeneHus crTaaun 3aboneBa-
HUS, g anddepeHunanbHON AMarHoCTUKKM npuymnH MK
(no cTeneHn remocuaepo3a U XxapaKTepy pacnpeaene-
HWA remocuaepuHa) [17].

B xone ceMenHOro CKpuUHWHra npoBoauTcsa obcene-
foBaHWe cnbcoB 60/bHOTO MX: oLleHKa Hannyusa U xa-
pakTepa KJIMHUYECKOW CUMMNTOMATUKKU, OOLIMIA aHanus
KpoBH, 6uoxmmmyeckne TecTtbl (ACT, AT, wenoyHas
docdartasa, 6uUnMpybuH, anbbymuH), NMTN nan MHO,
OCHOBHblEe MOKa3aTenu obmeHa xeneda (HTK u CO),
MONEKYNSPHO-TEHETUYECKOE UccneaoBaHne (MOUCK My-
Tauuu reHa HFE).

[dnarHos X yctaHaBMBaETCSH Ha OCHOBaHWK: a) BbisIB-
NieHuns reHotuna C282Y/C282Y u 6) Hannuus MK [14].

Bce nepeuncneHHble MeToabl UCCeaoBaHus ABNSAIOT-
€1 AOCTYMHBLIMM NPAKTUYECKOMY 34PaB0o0XpaHeHunto B Pec-
nyénvke benapycs.

Oco6ble KJIMHU4YEeCKHUe CUTyauum

B yacti cnyyaeB BO3HUKAIOT HECTaH4aPTHbIE CUTYa-
LMK, KOTOpble TpebyloT paspelleHnsa. OgHa M3 TUMKY-
HbIX — BbIIBIEHUE APYrUX MyTauui reHa uian reteposu-
roTHoro coctosiHus HFE (He-C282Y-romo3surota). lpu
TaKux reHoTunax crnefyeTr npexae BCEro MCKIYUTb
BTOpUYHYIO K, Tak KaK KoMnayHAHble reTepo3unroThbl
C282Y/H63D He nMetoT KIMHMYECKK 3Havymmon MK, Ho
B 20-25% cny4yaeB xapaKTepU3YOTCH YMEPEHHbIM MO-
BblweHneM HTH 1 B 10% cny4yaeB — Nerkum M36bITKOM
enesa B nevyeHu, a romosnrotel H63D, reTepo3nroThl
C282Y, reteposnrotbl H63D HuKorga He MoryT obyc-
NIOB/IMBATb OTKJIOHEHWSI YPOBHS CbIBOPOTOYHOIO Ke-
nesa n CO B OTCYTCTBME aCCOLMMPOBAHHOM MPUYUHbI
HapyweHuss meTabonunama xenesa [11]. B cnyyae no-
BblleHns HTXH y He-C282Y-romo3urotbl HEOBXOANMO
NnoJsly4uUTb LOKa3aTeNbCTBa NOParKeHUs NeYeHn unm re-
MaToJsIOrMYEeCKMX HapyLEeHWI, a TaKXe M30bITKa efesa
npu npsmom onpegenennn (MPT nnun 61Moncus nevyeHu).

Opyraa tunuyHasa cutyaums, korga HTX cna6o no-
BblLIEH, HOPMasbHbIV UK CHUXKEH, CP noBbIWEH, MyTa-
umn HFE-reHa He BbiIBIEHbl. B aTOM cnyvyae MoxeT
6bITb BbiNnonHeHa MPT (ecnv annapat Xopowo Kannbpo-
BaH M WUMeETCs BalWAHbIA anropuTt™M MUccnenoBaHus)
W onpeeneHo pacrnpegefieHue xenesa B MNeyYeHu, ce-
Ne3eHKe, NOMXKeNnyao4YHON Kefe3e U KOCTHOM MO3re,
a TaKXe MOXeT OblTb BbINOJSIHEHA GUOMNCHUSA MEYEHMU
A9 NoSly4eHUs MHDOPMaLMK O NMOBPEKAEHUN MEYEHU
(cTeato3 nau cTteatorenaTuT, cteneHb ¢nbposa). B gaH-
HOW CUTyaLMKW Hanbonee 4acTblM AUarHo30M ABAAETCH
dysmetabolic iron-overload syndrome (DIOS)/insulin
resistance-associated hepatic iron overload (IR-HIO)
NpY HeasIKOrosibHOM }XMPOBOK 601e3HK NeyeHu [13, 16].
B oTcytcTBHE METABONMYECKOrO CMHAPOMA /WK NPU Ha-
numm goctoBepHom MK (KOHLEHTpauus xenesa B ne-
YeHW BbICOKas), BO3MOXHO Hallnine pefKux reHetunye-
CKMX NpKrYnH MK, ocobeHHO: 1) 60n1e3Hb GeppornopTnHa
TMna A, 2) a(runo)uepyno-nna3mMuHemMus (aMarHocTuka
3TUX 3a60NeBaHWU Ha NPaKTUKe He JOCTYMNHa).



JleueHne remoxpomarosa

JleyeHne Heo6xo0AMMO NPOBOAUTL M Ha cTaann 6ec-
CUMMTOMHOIO TEYEHUS MPU BbICOKUX 3HAYEHUA MapKe-
poB XK, 1 Ha cTaann KIMHUYECKUX MPOSABAEHUN, YTO
NO3BONAET MaKCMMasibHO, Ha CKOMIbKO 3TO BO3MOXHO,
YMeHbLUNTb NOBPEXLeHNe opraHoB. B HacToswee Bpems
NnoaxoAbl K fieyeHuto ana X ctaHgapTM3npoBaHbl U rias-
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
dneboTOoMMA B rof NO3BONSIET 0OCBOOOANTL NaLUMeEHTa OT
HEO6X0AMMOCTUN ANETUHECKMX OFPAHUYEHNN Kenesa.

CoBpemeHHble NOAxXoAbl K BbIMNOJIHEHUIO BEHECEK-
LMA C Lenbto yaaneHns n3obiTKa Xene3a OCHOBaHbI Ha
KpUTEPUSAX LOKa3aTe/lbHON MeauLIMHbI U pernaMeHTUpo-
BaHbl MEXAYHapOLHbIMU COrNacuTeNbHbIMW JOKYMEHTa-
Mu [14, 17]. NauneHTbl ¢ ycTaHOBAEHHbIM X OOJIKHbI
OblTb CTPOr0 OPUEHTUPOBAHLI Ha NPOBELEHME Tepanes-
TUYEeCKUX GneboToMUIM A0 MOJIHOW NMKBUAAUUKU U36bI-
TOYHOTO COLEPXHaHWS efe3a B opraHnsme.

[MokazaHua K nHuymMaumm ¢ieboToMUM — yCTaHOB-
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). ANns KOHTPO-
N9 neveHuns nocne Kaxabix 10-12 pneboTtomumi Bbinon-
HAeTca uccnegoBaHne CP, n Korga €ero 3HayeHue
onyckaetcs Huxe 50 Hr/mA, Yactble pneboTomum cne-
[OyeT NpeKpaTuTb U HavyaTb NoA4ePKMUBaIOLLME C UHTEP-
BaJ/IoM, NMO3BOJSIOLEM COXPaHATb 3Ha4yeHne CO mexay
25-50 Hr/mn [14, 17].

MporHos

Pa3BuTHE KIIMHUYECKMX CUMMTOMOB HE MPOUCXOAMT,
€C/IN Nle4YeHne HavyaTo Ha AOCMMNTOMHOM cTaguu. Mpo-
[IOJIKUTENbHOCTb XW3HU Ha GOHE eYeHUst Mo JOCTUKe-
HUM HOpManNU3auuMmM QYHKLMM NedveHu npubnukaetcs
K cpeaHenonynsiuMoHHoW. be3 neveHuns 3aboneBaHue
nporpeccupyeTt 1 MOXET NPMBOANTb K CMEPTH.
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