© Koanerxmus asmopos, 2006

T.B. KasiokoBa!, A.A. AeBuna? H.B. I[emaeBad?,
FO.U. MamyxkoBa?, M.M. L[bibyabckasi?

PEI'VAALINA METABOAU3MA JKEAE3A

! TOY BIIO PIMY PocsapaBa, * T'Y T'ematororuueckuit Hay4yHbl#M 1neHTp PAMH, Mocksa

Orpomuoe 3HaueHue xene3a (Fe) misa BcexX JKUBBIX
OPTaHU3MOB OOI[EM3BECTHO, B CBA3U C UeM KpaiiHe MHTe-
pecen Bompoc romeoctasda Fe. B Hopme romeocras Fe ocy-
IIECTBJISAETCA IEJBIM DPAAOM OEJIKOB M SABJIAETCSA YHU-
KaJIbHBIM IIPOITECCOM, TEMOHCTPUPYIOIINM, KaKUM 00pa-
30M IPUPOJA 3AITUINAET KU3HEHHO BayKHbIE O0BEKTEHI.
OcHOBHBIMU Fe-CBA3LIBAIOITUME OeJIKaMu OpraHmsMa
asiaioresa Gepputur (P) (remocuznepuH), TpaHchHepPUH
(Td) u naxkTodeppuH. B TeueHMEe MHOTUX JIET CUUTAJIOCH,
YTO MByUeHUe B3aMMOCBA3U STUX OEJIKOB C KJIETKAMU,
TKAQHAMU U OpraHaMu JacT BO3MOKHOCTH PACKPBITH Me-
XaHU3M peryJsanuu romeocrasa Fe m oTBeTUTh Ha BOIIPO-
ChbI, BBIBBIBa€MbIe KaK Ne()UIINTOM, TaK U IIePEerpy3Koit
Fe. OmHako st 6eTKM MMEIOT OUeHb YeTKHe, HO OTpaHu-
uenHble GyHKIUKU. Y TOIBKO B MOCIeAHNE TOABI, OIaro-
JapA MHTEHCUBHOMY PAa3BUTHUIO PeHHO-HHJReHepHOfI TeX-
HOJIOTYMU, N, B YaCTHOCTH, IIPH IIOMOIIN TPAHCTI€HHBIX
JIMHUM MBIIIEH, MUD MPUOIU3UICA K IOHUMAHUIIO BOIIPO-
ca o perysanuy nocrosaHoro 6ananca Fe [1].

Obr111ee KostmuecTBO Fe y B3POCIOTO UeIoBeKa COCTaB-
asget ot 3000 go 4000 mr [2]. OcHoBHOe KosuuecTBO Fe,
€CTEeCTBEHHO, HAaXOAUTCS B IeMOIJIO0MHe M MUOTJIOOMHE.
IHeBHaA mOTPeOHOCTH opranHusMa B Fe s spurpomossa
U OMOCUHTETHUUEeCKUX (PYHKIINI HAXOAWTCA B IIpeaesax
20—22 wmr B cytku. OcHOBHYIO YacTh Heobxoammoro Fe
OPTraHW3M IOJIyUaeT 3a CUET BO3BPAIEHUA B ITUPKYJIA-
muio Fe, ocBoGOAMBIIIETOCA U3 CTAPEIOIINX SPUTPOITUTOB.
ITorepu Fe opranusmoMm 3a CyTKU B HOpMe He IIPeBHIIIA-
0T 2 MT' ¥ TIPOUCXOJAT 32 CUET CIYITUBAHUS SMUTENA U
He3HAUYUTEeJbHON KpoBomoTepu (0KoJo 1 MJI B CYyTKH).
Fe, HeoOxommMoOe 14 TOAAEPIKaHUA T'OMEOCTas3a, BCACHI-
BaeTcAd B TOHKOM KUIIIEUHUKE. Y UNTHIBAA TO, UYTO B Opra-
HU3Me MJIEKOIUTAIONNX HeT MeXaHW3Ma [JIs yAaIeHus
3HAUNUTEJIBLHOTO KoauuecTBa Fe, 1, Ha060pOT, CYIIIECTBY-
€T BBICOKOOPTaHM30BaHHAA U OTJIAJKEHHAA CHCTEMA CO-
xpaunHoctu Fe, opranusam c muireil JOKEeH II0JIydaThb
1,5—2 wmr/cyr Fe. B Hacrosiiee BpeMs M3BECTHO, UTO
CYIIIECTBYET HECKOJILKO IyTel PeryJAlud TIOMeocTas3a
Fe — KpaitHe BasKHOTO IpoIecca, KOTOPBIN JAaeT BO3MOMK-
HOCTh IPEeNOTBPATUTL KaK pasBuUTHe gedumnmra, Tak u
neperpysku opranusma Fe [3].

Fe 13 cTaperonux spuTPOIUTOB OKA3bIBAETCA B (haro-
coMax MaKpodaroB, IMOCKOJIBKY 9PUTPOIUTEI (haroIuTH-
pyIoTca MakpodaramMu peTUKYJIOTUCTAOIIUTAPHOM CHCTE-
MbI, 1 TiepeHocuTcs Ha Td), KOTOPBIH, ABIAACH OCHOBHBIM
TPAHCIIOPTHLIM 0EJIKOM OpraHmsMa, IocTaBiiseT Fe K opra-
HaM u TKaHaM mpu nomortu Td-perenropos (TdP). ITo-
stomy moutu Bece Fe pacmagaroninxcsa SpUTPOIIUTOB CHOBA
OKAa3bIBAETCA B IUPKYJIANNUN. AKTUBHOCTE 3TUX ITPOIIEC-
cOB peryJsmpyercsa ypoBHeM Fe B opranusme [4].

Fe, mocTynartoriee ¢ nuireii, BcachblBaeTcsA B TOHKOM
KUIIeYHUKE U PeryJaupyeTcs IPOTeMHaMU SHTEPOIIUTOB.
HecmoTps Ha TO, YTO B 3TOM IIPOIIECCE YUACTBYET He-
00JIBITIOE KOIMUecTBO Fe, ero perynAnmsa oueHb BayKHA,
TMOCKOJIbKY Kak meUIIUT, TaKk U U30OLITOK Fe, B 0OCHOB-
HOM, 3aBUCAT OT Fe, mocrymaroIero us muilu.

B manHOM 0630pe HamOOJIbIITee BHUMAHUE YIessIeT-
ca 6eJIKaM, yUacTBYIOIIUM B abCOPOIIMU U PETYJIANNN
romeoctrasa Fe B surepomurax. K stum G6esxkaM OTHO-
cATcsa (heppPONOPTUH, AUBAJEHTHBIN METAJJIOTPAHCIIOP-
Tep WK AyOoAeHaJIbHBIN MeTanorpancmoprep (IMT1),
IyoIdeHaNIbHBIN TpaHcmoprep — muroxpom B (DcytB),
reectuH, Fe-oTBeTCTBEHHBIE 3JIeMEHTHI (iron-responsi-
ve-elements — IRE), Fe-peryasitopusiii 6emok (iron-
regulator-protein— IRP), a Takixe peryasaTOpHBIN memn-
TN — rencupuH [5, 6].

Hna romeocrasa Fe Haubosiee BaXHBIMU SABJISAIOTCS
KJIETKYM, HAaXONAINECA B SIUTEIUAILHOM CJIOE AYyOJe-
HAJIBHOTO OTEJa KUIIIEUHNKA — YHTEPOIUTHI, KOTOPHIE
SIBJIAIOTCS BBICOKOCHEIINATN3NPOBAHHBIMYU KJIETKAMMU,
KOOPIUHUPYIOMINME abcopbIiiiio u TpaHcmopT Fe Bop-
cuakamu [7]. T'omeocras Fe cBsA3aH ¢ }KM3HEHHBIM ITUK-
JIOM SHTEPOIIUTA: OT MOJIOABLIX KJIETOK, HAXOAAIIUXCS B
KPUIITE, O B3POCJIOTO SHTEPOI[UTA B BEPXHEU UYaCTHU
BOPCHUHOK IIPOMICXONAT IIPOIIECCHI, HEOOXOAUMBIE I
nognep:xkanud 6amanca Fe. KiaeTKy KullieuHoi KPUIITHI
SABJIAIOTCS TIOJUIOTEHTHBIMU KJIETKAMU mpejIie-
CTBEHHUKAMM, KOTOpPble MUTPUPYIOT K BOPCUHKAM U Au(-
(hepeHIIUPYIOTCA B 9HTEPOIUTHI. B BHTEpOIMTAX ITPOUC-
XOJIUT CUHTE3 HOBBIX HEOOXOIUMBIX OPTaHU3MY OeJIKOB,
OTBETCTBEHHBIX 3a a0COPOIMIO0, XpaHEHNE U TPAHCIOPT
nutieBoro Fe. Perynamusa abcopomuu Fe mpoucxoaut B
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IBYX CJIOSX BHYTPEHHErO STUTEJNA: HA aIUKAILHON U
GasosaTepasbHOl MeMmOpanax. Ilpu sTomM anuKaabHaAsA
MeMOpaHa CIenuaaIn3upoBaHa JJisi TPAHCIIOPTA reMa U
Fe?" [5], a 6asonaTepanbHad MeMOpaHa ABISETCA Me-
nuaTopoM mepexona Fe Bo BHyTpeHHUe snUTeINaIbHBIE
KJIETKU JJIA JAJbHEHIero ero uCiojaIb30BaHUsA OPTraHu3-
mom. Fe, KoTOpoe He sKCIOPTHUPYETCS B ILIAa3My, Teps-
eTCcsi IPU CJOYIUBAHUY BHYTPEHHEro snureansd. Beaxu,
oTBeTCTBeHHBIE 3a Merabosuam Fe, skcupeccupyrores
SHTEPOI[UTAMU B COOTBETCTBUU C 3aIIPOCAMY OPraHU3Ma
B Fe. 9ureponur, KaKk xpanuTesb 3amacoB Fe, moryuaer
CUTHAJIBI OT PA3JIMYHBIX TKaHell opranmama. Korga Ko-
auyectBo Fe B opranmaMe majgaet HUKE KPUTUUECKOTO
YDPOBHSI, 9HTEPOIIUT YBEJIUUNBAET €r0 a0COpOIINIo, TIOKa
He TPOM30ieT HACHIIMIEHUs, IIOCJEe Yero IMPOUCXOMUT
BOCCTAHOBJIEHUE BHYTPEHHEro SHuTeaus u abcopbiius
Fe cumxaerca [2].

B TeueHme TPOJOIIKUTEIBHOTO BPEMEHU WCKAJIU
TpeTeHIeHTa Ha POJIb IyMOPAJbHOTO PEryJsiTopa MeTa-
6oauama Fe. B pasHoe Bpems mpeIosiarajoch, 4To BO3-
MOKHBIMU KaHIUJATAMU MOTYT OBITH X CHIBOPOTOUHBIMH
D, u Th, u ToP [8, 9]. Kpome Toro, GBLIO yCTaHOBIIE-
HO, UTO YPOBEHb aKTUBHOCTHU 3PUTPOIT093a MOKET OKa-
3bIBaTh BauAHME Ha 3axBar Fe B Kumeunuke [10]. Boiee
MO3JJHUE WCCJIEAOBAHUSA YCTAHOBUJIN, UTO THUIOKCHUSA
TaKyKe MOJKEeT UIDaTh POJIb HE3aBUCHUMOIO PeryJiaTopa,
yBeaunuuBatoriero 3axsat Fe B kummeunuke [11]. Oxna-
KO B IOCJEIHWE TONLI IPUILIN K 3aKJIOUEHHU0, UTO
YHUBEPCATBHBIM peryasaropom merabosusma Fe aBis-
eTcsl TelCUAMH, KOTOPHIN BIMAET M HA aOCOPOITUIO ITH-
meBoro Fe, u Ha BhICBOOO:KIeHUEe Fe m3 maxpodaros
TIPU €T0 PEIUPKYJIAINNA U3 CTAPeoInX 3pUTponuToB [6].
Tencunun sasiserca 25-aMMHOKHCJIOTHBIM IIEIITHIOM,
BhIpabaThIBaeMbIM remaroruramu. CTPYKTYPHO MOJIEKY-
Jia TeNCUAMHA MPECTABIAET CO00M «IIMMIBKY», ¥ KOTO-
pOii iBe «PYKU» CBA3AHBI AUCYILMOUIHBIMU MOCTUKAMU B
JIECTHUIETION00HOM KoH(puryparuu. XapakTepHoit uep-
TOH SIBJISETCS HAJNWYMe MUCYIb(MUIHON CBASU MENKIY
IBYMs COCEIHUMHU I[MCTeMHAMU BOJU3W IIOBOPOTA
MITAIBKYU, YTO ABJISETCA MPU3HAKOM CTPECCOBOM CHUTY-
anuu U MOYKET MMEeTh BBICOKYIO XMMUUYECKYI0 DEaKTUB-
HOoCcThb. K HacTosIeMy MOMEHTY yCTAHOBJIEHO, UTO Tell-
CUAWH SBJISIETCA OTPUIATESHHBIM PEryJIaTOPOM MeTa-
6osmsma Fe, obnamasa Omoxkupyromum 3hGEeKToM Ha
rpaucnopt Fe B caMbIX PasJIWUHBIX MeECTaxX, BKJIOUAs
IJIAIEHTy, BHYTPEHHUH snuTeaunii, Makpodaru m ap.
[12—14]. YBenuueHme KomuuecTBa Fe B opranusme Be-
IeT K CTUMYJSIAN CUHTe3a TelCUINHA, YTO CHUIKAET
abcopbmuio Fe B KuilleyHMKe 1 YMEHBIIIAET €70 TPAHC-
MOPT B IUPKYJAANHUI0. B CBOIO ouepenb, YMEHbIIIEHIE
abcopbiuu Fe B KuIeuHuKe BeleT K YTHETEHUIO CHUHTe-
3a TelCcUAnHA B IEUEHU U, 110 IPUHITAIY 00paTHON CBA-
31, BOCCTAHOBJIEHUIO 3axBaTa Fe M3 mully 1 KUITeYHU-
Ka [12—14].

Fe, mocrynuBimiee ¢ muimei, HaXOAUTCA B OKUCJIEH-
Holt opme Fe'®. OHO 3axBaThIBaeTCA alMKAJIbHONI II0-
BEPXHOCTHIO SHTeponuTa U mpu nomoiu DcytB, ob6sa-
mamoliero (PeppooKCUIa3HOM aKTUBHOCTHIO U SBJISAIO-
IIIeroCsT BHICOKOCTIEIIN(UYHBIM TPAHCMEMOPaHHBIM 3JIeK-

TPOHHBLIM TPAHCIIOPTEPOM, BoccTaHaBauBaeTca B Fe'? u
IBUKETCS K 6asoJiaTepajbHOIN IMOBEPXHOCTH SHTEPOIH-
Ta ¢ momortksio JIMT1. Vuorga sToT 6esIoK 0603HaUaeT-
ca kak Nramp. Benok komupyercsa remom Nramp, KOTO-
PBIF MOJKET 3DKCIPECCUPOBATH [ABE AaJbTePHATUBHO
cparmennbie Mecceumikep-PHEK (MPHK), pasiauuaroriie-
CA B CBOMX 3-HETPAHCIUPYEMBIX 30HAX. ITOT T€H KO-
pyer nBe m3odopmbl 6eaka Nramp: Nrampl u Nramp2.
AMT1 (Nramp) — 3TO MHTETpaJbHBIN MEMOPAHHBIN TUIN-
KOIIPOTEUH C BBHIPAYKEHHBIMU T'MIPO(OOHBIMY CBOMCTBA-
MM, KOTOPBIH 00/IaZlaeT CIIOCOOHOCTHIO ITIEPEHOCUTh MHO-
$KEeCTBO ABYXBAJIEHTHBIX MOHOB, B TOM UWCJE, X TOKCHUY-
HBIE METAJLJIbI, ¥, TAKUM 00pasoM, He ABJISIETCA CIEeIlU-
(uruHBIM TpaHCIIOPpTEpPOM TONBKO Aaa Fe [5, 15—18].
Tpanucoopt Fe B suTepouT sABIAETCA BpeMeHHBIM 1 PH-
3aBUCUMBIM IporieccoM. JIMT1 ocyiecTBisgeT 3axBaT
Fe B coOoTBETCTBUU C YPOBHEM <«JIAOMJIBLHOTO» Iryja Fe,
TIOCJIe Uero MPOUCXOAUT TPaH3UT Fe B pasyiuuHbIe yua-
ctru KieTku. Ilo mepe co3peBanud u auddepeHTUaATIN
SHTEPOINTA, KOTOPhIE UAYT BAOJIb I'PafUeHTa KPUMITa,/
BOPCUHKA, Pa3BOPAUMBAETCS HKCIIPECCUA BHAUAJE KPUII-
Ta-cenu(pUIHBIX, a 3aTeM JHTEPOIUT-CIEeIN(PUIHBIX
0eJIKOB, OTBETCTBEHHBIX 3a 3aXBaT Fe U ero TpaHCIODT
U3 SHTEPOIINTa B KPOBOTOK. CHMHTE3 9TUX GEJIKOB 3aBU-
CUT OT YPOBHA 3amacoB Fe u comep:kanusa Fe B «1abuib-
HOM>» myJe [19].

MexaHuU3MaMM, TOHKO YJIaBJIUBAIOIIMMU 3TO COCTO-
auune, aiaaoTcsa Fe-peryasaropusiii 6enox (IRP) u Fe-
perynaropubie anemMeHTHI (IRE) [20]. IlocpencTBom B3au-
mogetictBusa IRP c¢ IRE mpoucxozuT yBesudeHUe
askcrpeccun TP B gyomeHanbHON KPUIITE M, COOTBET-
CTBEHHO, YBeJIMUMBAETCA BCcachkiBaHUE Fe B KUITeUHUKE
Ipyu HUBKUX 3amnacax Fe u, HAIPOTUB, IPU BBICOKUX
danacax Fe IRP ne cBassiBaeTca ¢ IRE, cunres TP
yMeHbIIIaeTCcA 1, COOTBETCTBEHHO, Fe He BcachiBaeTcs.
B mpoTHBONOJIOKHOCTE 9TOMY, YPOBEHDb AYO€HAJIHHOTO
@ yMmeHbIIaeTcsA NMPU yBeJIWUYEHWU BcachiBaHuA Fe u
TIOBBINIAETCA MIPYU BBICOKOI BHYTPUKJIETOYHOM KOHIIEH-
tpantuu Fe. Heob6xommmo 3ametruTh, uTo IRE mmeer
MPHEK B 3'-HeTpanciaupyeMoi o61acTu MOA0GHO GeaKy
OMT1, 1. e. 06a atu 6enka — IRE u [IMT1 momxHBI
IeTpagupoBaTh IIPU BBICOKOM cofepskanum Fe B «Jja-
6unbHOM» TryJje [21]. B cooTBeTCTBUU C COBPEMEHHBIM
TIOHUMAaHUEM 3TO¥ MPOBJIEMbI BHICOKUM «JIa0MIBHBIN »
myn Fe BHI3BIBAeT MOBBIIIEHHYIO SKCIIPECCUIO TeHA Tell-
CUAVHA B IIeYEeHW, UTO NPUBOAUT K IIOBBHIIIEHUIO €TO
KOHIIEHTPAIIUY B IJIa3Me, a 3TO, B CBOIO OUEpe/b, IOAaB-
asiet cuate3 [IMT1, ymensbIas crenens abcopbiuu Fe
KjaeTkaMu KpunTtsl [6, 13]. JlanHbI# ypoBeHb 3axBara
Fe ocraercs 0qVHAKOBBIM B TeUEHUE BCEU JKUBHU DIIUTE-
JUATBHBIX KJIETOK (2 mHs).

Crnenmyer oOpaTuUTh BHUMAaHWE HA OUYEHD BasKHBIN
0eJIOK, OTBETCTBEHHLIHN 3a orpaHuueHue abcopouuu Fe B
KUIleuHuKe. ITuM Geaxom aBiaderca HFE — Tpamc-
MeMOpaHHBIN 0eJIOK ceMelicTBa GEJIKOB OCHOBHOTO KOM-
mwiexca ructocoBMectumoctu Kiacca 1. HFE cBaswsiBaeT
TGP c BbIcOKOU adduHHOCTHIO, OMM3KoH K Td, Tem
caMbIM, OJIOKMPYA BO3MOXKHOCTE coequHeHus Td ¢ ThP,
YTO, ECTECTBEHHO, IIPEIATCTBYET BOBMOYKHOCTH JOCTaB-
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ku Fe trkamam. Jlokamusosan HFE ma sagocome, ma
6a3aIbHOM CTOpPOHE IIPEAIIeCTBeHHIKA SHTEPOIUTAa, T. €.
B KJETKaX KPHUMITHI. XOTS OO CHUX IIOpP HET SCHOCTH,
KaKme KOHKpeTHO (yHKIum ocyiectBiaser HFE nHa
YPOBHE KJETKH!, HO ero 3HaUeHWe MJIS IOAAepKaHusd
romeocraza Fe HeocmopuMo, MCXOAsa m3 (aKTa, UTO
myTaruu aroro 6enka (Cys 282 — Tyr u His 63 — Asp)
OPUBOIAT K TAMKEJOol meperpyske Fe u remoxpomaTosy
BCJIeICTBUEe HeorpaHnmueHHoro B3auMogetictsusa T ¢ ThP
U TOCTOAHHOTO HaKomieHus Fe B TKamax [22—24].

TakuM o0pas3oM, Ha KJETKaX-IIPeaNIeCTBeHHUKAX
SHTEPOI[UTa MPOUCXOAUT perynaanusa abcopomuu Fe,
o6marogapa 6exxkam [IMT1, HFE, IRE u IRP, KoTopbie
IpemoTBPAIAloT HEKOHTPOJIUpyeMoe BecackiBanue Fe.

ITo mepe co3peBaHUsA SHTEPOIINTA, KAK YiKe YIOMHU-
HaJIoch, Fe mepeMmertaercsa K 6a30aTepasbHOM TOBEPX-
HOCTH, K BOPCUHKE, TJle OHO TPaHCIOpTUPyeTca (eppo-
TOPTHHOM uepe3 MeMOpaHy B miasmy [25]. B Tpaxcmopre
Fe uepes meMOpany IpUHUMAET yUuacTue, Kpome deppo-
IIOPTHHA, TaKyKe 1 red)eCTHH, KOTOPLIA OKucaseT Fe™ B
Fe™, mMOCKOJIBKY (PEPPOIOPTUH MOXKET B3aMOJENCTBO-
BaTh Juilh ¢ Fe™, a T} ceaseiBaer Fe juinn B 3-BayieHT-
HOM cocroauuu. Ilociie okuciaenus Fe'® cmocoGHO co-
ennHATHLCA ¢ Td, KOTOPBIHA 1 JOCTABISIET ero TKaHAM U
KJeTKaM. PeppomopTUH, COTJIACHO CBOeH (GYHKIIUHU,
JIOKAJIN3YeTCS B 3PEJIbIX SHTEPOIUTAX M OTCYTCTBYET B
KJIETKAaX KPUIITHI. ITOT 0EJIOK TaK)Ke 00HAPY KMBAETCS
B IIeYeHM, B OCHOBHOM, B KYII(DepOICKUX KJIETKaX 1 Ha
IJIaleHTapHbIX Tpodobiacrax. Peryasanusa sToro 6el-
Ka, BUAMMO, ocyirectBiserca uepes IRE u IRP, mo-
cxonbpKy MPHE (QeppomopTrHa HaXOZUTCSA B 5'-HEeTpaH-
CIMpYeMoil 30He, KOTOpas CBASLIBAETCA TaK JKe, KaK U
3'-HeTpaHcaAUpyeMasa 30Ha ¢ Fe-peryaaTopHeiMu GeIKa-
mu,— IRE u IRP. IIpu HU3KOM BHYTPHUKJIETOYHOM CO-
mep:xanuu Fe ypoBeHb (peppomopTHHA B KUIIEUHUKE CHU-
JKaeTcs, YMeHbINIasg TeM caMbIM BBIXOHA Fe B miasmy.
Opmako mpu gedpuiiute Fe u runokcuu B IyoneHATILHOM
STUTEINY CYIIEeCTBYeT 00paTHASA PeryJIAIlnsd, O UeM CBU-
JIIeTeJIbCTBYEeT CUJIbHOE OKPAIllMBaHNEe UMMYHOXUMUUEC-
Kux mpenapatoB. [IosTomy OBLT ceJIaH BBIBOI, UTO IIPHU
HOPMAJbHOM cofepskaHuu Fe (GeppomopTHH JIOKATIU30-
BaH B OOJIbIIEH CTeIeHN BHYTPU SHTEPOINTA, a IIPU
mepunure Fe — Ha 6asosarepanabHOil MeMOpame. ITO
XOPOIIIO IEeMOHCTPUPYET BO3MOMKHOCTH CEJIEKTHBHOTO
MexaHu3Ma JefcTBUs 0a30JiaTepajJbHOr0 TpaHCcIopTepa
[5, 26].

ITosBuIMCHL TaKk:ke MaHHBIE O TOM, UTO HA TpaHC-
mopT Fe ¢eppomopTUHOM BIMAET T'elICUANH, TIOCKOJIbKY
Opu U3MEHEeHUM! CTPYKTYpPHI TelCUANHA ero AepUBATHI,
He CIIOCO0HbBIe CBA3LIBATHLCA € (hepPPOIIOPTUHOM, BBISHI-
BaJIM aHEMUIO B OpraHm3Me IIpu n30bITKe Fe B KUIeuHu-
Ke [27].

ITockoansKy ¢ Td MoskeT cBA3BIBATHCA JUIIL Fe'd,
To Fe™?, coemuHeHHOE C (DEPPOIOPTHUHOM, OKHCJIAETCA
repectunom 10 Fe's. TepecTun — GeJIOK, HAXOMALIMIN-
cA Ha 0asojaTepasbHOM ITOBEPXHOCTH SHTEPOITHTA, BO
MHOTOM CXOJIeH C IepPYyJIOILJIa3MHUHOM, PACTBOPUMBIM
IJIa3MeHHBIM aHaJoroM redectuHa [28]. Otu Geaxu
obamaoT (heppooKCUAa3HOM aKTUBHOCTLIO. B oTiimune

OT IlepyJoIia3MuHa, C-TepMUHAJIbHAA YaCTh red)ecTu-
Ha MMeeT MeMOPaHHO-CBA3aHHBIN TOMEH, KOTOPBINA OCY-
IIECTBJIAET HAIIpaBJIeHHOe (hepPOOKCUIAa3HOE IelicTBIE
Ha TTOBEPXHOCTHY KJIETOK WMJIM B IIPOCBETE BE3UKYJI, TEM
CaMBIM, PETYJIMPYA KOHIIEHTPAIMIO 9KcmopTupyemoro Fe
U3 KJETKU B IiasMy. IIpu aHeMun, CBA3AHHOM C IIOJIOM
(ACII), xapakTepHOH A 0cobeil KEeHCKOTO moJja, Ha-
OsrrofiaeTca mapajJoKcaJbHAA Heperpyska opranusma Fe:
B TKAHAX — JeUIIUT, a SHTEPOIIUTHI IeperpyKeHsl Fe,
4TO 00YCJIOBJIEHO PE3KUM YMEHBIIIEHUEM YPOBHSA redec-
TuHa. Perynupyercs ypoBeHb redeCcTrHA, BUAUMO, OeJI-
koM HFE, xoTs moxka HEMOHATHO, KAK MOTYT B3aMMO-
nericrBoBatb HFE u redecrun, mockonsky HFE morasmm-
3yeTcd B KJIETKAaX KPUITHI, a redeCTUH — Ha AyoJe-
HAJILHBIX BOPCUHKAaX. MOYKHO IPEAIOIOMKUTE, UTO Ta-
KUM PEryJasTOPOM SABJAETCA TeICUIAUH, IIOCKOJBbKY B
OIBITAX HA TPAHCTEHHBIX MBINIAX U3MEHEHUsS B YPOBHE
MPHEK rencuavaa pe3ko OTpasKayinch Ha SKCIPECCUU
redpectuna [29].

IepynomrasMuH TakxKe obragaeT heppooKCHIa3HOM
aKTUBHOCTBHIO; U MMEHHO OH OTBETCTBEHEH 3a HAacChIIIe-
Hue anotpancdeppuna Fe u npespartierue ero B Tg [30].

KpoMme ommcaHHOTO IYTH PETYJIANNN HOCTYILIEHUA
Fe B opraHusaM u3 KWUINIEUHUKA, CYI[ECTBYET TaKyKe U
myTh 3axBaTa Fe™, TaKk HasbIBA€MBIN aJIbTEPHATUBHBIN
Fe-tpancmopTHbIil myTh. Fe™ cBsisbIiBaeTCS ¢ MYIIMHOM,
KOTODBIH B JAJILHEUINIEM IepefiaeT ero Ha WHTETPUH, a
mmocJie mepexofa B KJIeTKy (B aHTeporut) Fe'® cBasbiBa-
ercsa ¢ moouadeppuroMm [8]. B ¢BA3U ¢ 9TUM AaHHBIN
IIyTh HA3BIBAETCA MHTETPUH-MOOMI(DEPPUHOBLIM U Xa-
pakKTepeH ToJabKO Aad Fe'3, Hacts Fe, KoTopasa Bcacsl-
BaeTCsd II0 ATOMY IYTH, 3HAUUTEIHHO MEHBIIIE TOH, KO-
TOpas 3aXBaThIBAETCA TPAAUIIMOHHBIM myTeM. [leTasnb-
HOe M3yYeHUe 9TOTO IYTU U XapaKTepHUCTUKa OeJKOB,
YYacTBYIOIIUX B aJIbTEPHATUBHOM HIYTH, TaKiKe IeJO
OymyItero.

Takum obpasom, murieBoe Fe, BcackiBaeMoe B KU-
IIeYHUKE, CTPOTO KOHTPOJIUPYETCA U PETYIUPYETCA Iie-
JBIM KackKamoMm O6eskoB. HecmoTps Ha TO, uTto 3T0 Fe
COCTAaBJIAET JINIIb HEBHAUUTENHHYIO YacTh Fe opranms-
Ma, HO €T0 PETYJIAINUA OUEeHDb BajKHA A HMOANEP:KAHUA
roMeocrasa.

Kak yoKke yIOMMHAIOCH B HAdaJe CTATHHU, GOJIbIIAS
vacTh Fe nnsa Hy:KJ opraHusMa IOCTYHAEeT U3 CTAaPBIX
SPUTPOIIUTOB: IOcJe ux haromurosa Maxkpodaramu Fe
monaznaer B ¢arocoMbl, OTKYZAa PEIUPKYJIUPYETCa 00-
PaTHO B KPOBAHOE PycJyio. [[0OCKOHAJIBHO 3TOT IPOIECC
0 CUX IIODP He M3BECTeH, HaIpUMep, He ACHO, Kak Fe
BXOJUT B IUTOILIA3MYy MaKpodaroB, OJHAKO YCTaHOBJIE-
HO, UTO 3TO IIPOUCXOAUT IIPU YyUaCTUU (PePPOIIOPTUHA 1
noaaep:kKe heppoOKCHUIa3HOM aKTUBHOCTHU IIePYJIOILIA3-
MuHA 1 reMoBoit okcumasel (I'O). Kpome Toro, Mmakpoda-
T UMEIOT B PACHOPSIKEHUU OeJIKU-TPAaHCIOPTEPHI —
AMT1, unTerpusa-MmoouidheppnHOBLIH mpoTenH (integ-
rin-mobilferrin protein—IMP) u GelKu-peryasTopbl —
HFE, npyrue Fe-perynsaropuble 0enku. CxemMaTuuecKu
JaHHYI0 KapTUHY MOYKHO IIPEICTAaBUTH CIEAYIOITUM 00-
pasom: 1) Fe B makpogarax ocBobokmaerca mn3 nopdu-
puHOBOTO KoJblia ¢ momoInbio I'O; 2) Fe Bxoaut B da-
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TOCOMBI MaKpodaroB (B 3TOM IIPOIIECCE YUACTBYIOT (ep-
POIIOPTHH U IePYJIOILIa3MUH, 00JaJa0Ie BOCCTAaHO-
BUTEJIBbHOU cmocobmocThio); 3) Fe B sHIOCOMAX CBSA3HI-
BaeTcsa ¢ Oemkamu-tpaHcmoprepamu — JIMT1 u IMP;
u 4) Fe mepenaerca Ha amorpaucheppur. Takum odpa-
30M, Fe craperomnux spUTPOIMITOB Uepe3 PAJ ITOCIeI0Ba-
TeJIbHBIX COEIMHEHUI C COOTBETCTBYIOIIUMU OeIKaMU
TIOYTH IOJTHOCTHIO BO3BPAIIIAeTCA B KPOBOTOK, COEIUHSI-
sck ¢ T, Cumraercs, UTO CYIIECTBYeT 3 BO3MOYKHBIX
mytu TpaHcmopTta storo Fe: 1) mpm momommu [IMTI,
mpuueM abcopOIius 3aBUCUT KakK oT 3amacoB Fe B opra-
HU3Me, TaK U OT YPOBHA «3axBara» muiesBoro Fe; 2)
myTteM abcopbiuu remoBoro Fe uepes B3amMojielicTBIE ¢
T'O u 3) MynuH-UHTETrPUH-MOOUI(PEPPUHOBEIM IYTEM,
IIpM TOMOIIM YEero TaK’Ke 3aXBaThIBaeTCA HeDOOJbIIIOEe
KosmuecTBO remoBoro Fe [8].

AKTHUBHOCTE BceX GEIKOB, YUACTBYIOIIUX B MeTabo-
ausMe Fe, cTporo peryimpyercs, UTo U TaeT BO3MOXK-
HOCTb TIOAIEP;KUBATH ToMeocTa3 Fe B opranmame. Cytiie-
CTBYET TPU OCHOBHBIX PETYJIATOPA: MUIIEBOM, HAKOILIE-
HUSA U 9PUTPOIIodITHUEcKUi. [IuieBoil peryasaTop BJIM-
sder Ha sKcmpeccuio [IMT1, peryasaTop HaKOILJIEeHUS
YYBCTBUTEJIEH K 3amacaM Fe B opranmsme, a SpUTPOIIO-
STUUYECKUH DPETyJasaATOpP He pearupyer Ha ypoBeHb Fe B
opranmame, HO MoayJaupyeT abcopobiuio Fe B oTBeT Ha
TIOTPeOHOCTH B 9PUTPOIIOI3e (K IPUMEPY, IPU BHICOKOM
aKTUBHOCTHU IIPOIIECCOB T'E€MOII093a CIIOCOOEH PE3KO II0-
BHINATHh ypoBeHb abcopbruu Fe). IIo coBpeMeHHBIM
IPEeJICTAaBJIEHUAM, BCE TPU DPETYJIATOPA 3aBUCUMBI OT
eI TUIHOTO TOPMOHA Tencuaunua [6].

Kaxk y:ke naBHO m3BeCTHO, Fe mociie BhIXOfa M3 9H-
TeponuTa MiIM Makpodara cBaswiBaercsa ¢ Td u ¢ ero
TIOMOIIBI0 TPAHCIOPTUPYETCS K OpraHaM u TKaHaAM. Td
SBJISIETCS KUCJIBIM IITMKOIIPOTEMHOM, MMeroruM aBa Fe-
CBSASBIBAIOIINX MOJOKEHUA, KAMKIBIN U3 KOTOPBIX MO-
sKeT cBA3aTh oguH aroM Fe'™, Cunres T} saBucut or
comep:kanusa Fe B opranmame: npu aedunure Fe — mo-
BBIIIIAETCS, a IpHu u30BITKEe — CcHMKaeTcs. Ilepemaua Fe
or T B KJeTKy ocyiiecTBigerca npu momoirnu ThP,
SIBJIAIONIETOCA MHTETPAJILHBIM MEMOPAHHBIM ITPOTENHOM.
TP cBaswsiBaerca ¢ T, mocsie uero IpOUCXOIUT MHTEP-
"Hasmsanua Komirekca ToP—T¢h B smomnasmaTmyec-
KYIO BEBUKYJYy — 9HAOCOMY. 3aTeM, Oarogapsa 9HIOIU-
TO3y, sHAOcoMA oKucisaercsa H -AT®-oii, YTO MO3BOJIAET
Fe'® ocBoGomuThesa us Td u oKasaThCs BHYTPU KJIETKHU.
Mounerkyna TP cocTouT us AByX NOMEHOB, KaXKIbINA U3
KOTOPBIX MOYKET CBA3aThb OAHY MoJjeKkyay Td. dKcmpec-
cua MPHK TP perynupyercs B3auMoAeICTBIEM MeEK-
ny MPHEK-IRP u MmPHK-IRE, u ocyiecTBisieTca 1o
IIPUHIUITY o0paTHO# cBA3u. [Ipu nedunure Fe ypoBeHb
TP yBenmmuuBaercs, a mpu M30BITKe — CHIMKAeTcA [2,
8]. OmHO BpeMs CyIIecTBOBaja YBEPEHHOCTh, UTO YPO-
BeHb pacTBOpuMoro TP, ABaAIOMIETOCA yCeUeHHBIM
dparmenTom memopanuoro TGP, mpaAMo Koppeaupyer ¢
ypoBHeM MeMOpaHHOTO Oeska. OMHAKO B IOCTIEIHEE Bpe-
MsA 9TO MHEHUE IIepecMaTpUBaeTCA.

Fe, HeBOCTPEOOBAHHOE Cpady IJIs HYK]J OpraHusMa,
coxpausaior Fe-cBaswrBatorue 6enku — @ u remocue-
puH. 9tu 6enKu oTHOCATCA K memo Fe. ITo mepe Heobxo-

numoctu Fe 3 mosiekyasl P MOKeT CHOBA CBSA3ATHCS C
Td u TpaHCIOPTUPOBATHCA IS IPOIECCOB OMOCHUHTE3A.
Momekyna @ coctout u3 24 cy0ObeIUHUIL, 0O0PA3YIOITUX
TJI00yJIy ¢ GOJIBINION BIIAAWHOM, TJe MOXKET TOMECTHUTD-
cs mo 4000 mosexyn Fe™. Mosexyasl @ mIpencTaBIeHbI
nByMsa nsodopmamu: 1) menounsie miu jgerkue (IP) c
pH=5,6 u mosnekynapHoit Mmaccoit 19 000 I u 2) Kucsble
winu Tsekenabie (K®), umetorriue pH=4,5 1 MoJeKyIsap-
HyI0 Maccy, paBHyo 24 000 II. Bce TkaneBbie @ mMeroT
passuuHOoe cooTHoIenue atux usodopm. 1P xapakre-
PeH /I TIeUeHu, Cee3eHKHU, JeTKUX U Jp., ero QyHKIIAA
— xpanennie Fe. K® naxoaurcsi, B OCHOBHOM, B KJIETKaX-
TIPE/IITeCTBeHHNKAX (HAIpuUMep, B IIPeAlecTBeHHUKAX
SPUTPOIIATOB), ¥ CUUTAETCH, UTO OH MOKET OBITH PeryJis-
TOPOM Mpon(ePaTUBHBIX IIPOIECCOB. B HacTosAIIEe Bpe-
Ms He BBI3bIBaeT cOMHEHUi, uro K®P spuTporuToB ABJIs-
eTcsl MHIUKATOPOM aKTUBHOCTHU SpuUTporossa [31].

Tlocsie mocTymaenusi B KJIeTKy Fe okaswiBaeTcs Ha
MUTOXOHIPUAX U BCTYIMAeT B CUHTETHYECKIE ITPOILECCHI.
Kakum obpasom Fe mocraBisercs B MUTOXOHIPUHU, TIOKA
TOYHO HE M3BECTHO, CTh IIPEAII0JI0KEHNA, UTO B HTOM
mporiecce yuactByeT 6esok [IMT1. TolbK0 B 9pUTPOUI-
HBIX KJIETKaX CYIIECTBYIOT JOKAas3aTeJIbCTBa crerudu-
YeCKOro HAaIpaBJIEeHHOro ABMKeHusA Fe B MUTOXOHAPUU
moj, neticrBueM QepmenTa deppoxesaTasbl, KOTOpas
«BecrasiserT»> Fe'? B mporonopdupun IX, npuuem B HOp-
Me CYII[eCTBYeT OYeHb TOUHBIN KOHTPOJIH 3a OaJlaHCOM
CUHTe3a reMa U Aerpajaliiu 3puTporuTos [2].

Wcxonsa us IpeACTaBIeHHBIX JaHHBIX SICHO, YTO HAPY-
IIeHNsA B PeryJssamnuu romeocrasa Fe, BoI3BaHHBIE HACTE-
CTBEHHBIMU WJIU TIPUOOPETEHHBIMU IPUUYNHAMU, BEIYT K
nmeduriury win usobITKy Fe B opranusme, u, cJiegoBaTe N b-
HO, MOTYT TIPUBOJIUTH K CEPbEe3HBIM 3a00I€BAHUSIM.

IIpu HemocTraTke numieBoro Fe pasBuBaerca Fe-gme-
(unur, a Broc/iencTBUU U JKese30aedUIuTHAS aHEeMUA
(WKIOA), u sra mpobisieMa OCTAaeTCsA HACYIITHOM AJISA Me-
IUIMHBI, HECMOTPS Ha OIPOMHBIE YCIIeXW B AUATHOCTH-
Ke u Ttepanuu KA. B To :kKe BpeMs, BOSMOXKHO, CyIIle-
CTBYIOT ¥ HacJjeficTBeHHbIe Fe-nedunurabie cOCTOAHMA,
KOTOpPBIE MOTYT OBITH BBISBAHBLI YMEHbBIIIEHUEM CUHTE3a
AMT1 wmam ero myramueii, 4To OBLIIO TOKA3aHO HA MBI-
max [32]. BoamosxkHOCTS TOZOOHBIX (HOPM aHEMUI TOJ-
TBEPIKJAETCS CYIIECTBOBAHMEM HECKOJbKUX CJIyUaeB
YIOPHBIX, TPYyAHO Koppurupyembix KA, KoTopbie
MIPOCJIEKMNBAIOTCS HA HECKOJBKUX MOKOJEHUSAX OJHOM
cembu. B Hamieit npakTuke OBLIO TPU MOJOOHBIX MAIlU-
errta. Ho [y1s1 yestoBeKa /10 CUX TIOD HE ONpeesIeHbl TeHBI,
OTBeTCTBEHHBIE 3a Takoi nedunur Fe.

N36wiTOoK Fe B opranmame mMjim reMOXpoMaToO3 MO-
JKeT BOSHUKATDH IT0 HECKOJIBKUM NpUYnHAM. Bo-TIepBhIX,
9TO MyTallMu TeHa, Koaupyloiiero 6emox HFE [23],
KoTopble BenyT K Hapymienuio peryiaanuu IRP u IRE,
YTO, B CBOIO OUepejb, IPUBOAUT K MOBBIIIIEHHOMY BCa-
ceiBaumio Fe B KUIIEUHMKE U €ro MOCTeIIeHHOMY HaKOII-
JIEHWIO B opraHax. TaKo# BUJ HACJIEICTBEHHOTO IeMOX-
pomarosa (HI'X) uarmte Bcero mposBisgerca K 30—35
rogam. [yisi HEro XapaKTepPHBI MOBBIIIIEHHBIE 3HAUEHU
CBIBOPOTOUHOTO Fe, CHIBOPOTOUHOIO U SPUTPOIUTAPHOTO
@ u maceitenus To xkemesom (HTHK) mpu cHMMKeHUU
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obmreii Fe-cBA3bIBaoIell CHIOCOOHOCTH CBIBOPOTKU
(03K CC). Ina kmaccuueckoro HI'X xapaKkTepeH HU3KUIT
ypoBeHb rerncuguHa [6]. Bo-BTOPBIX, B IIOCIEIHNE I'ObI
BBIABJIEHBI CJIyYay reMOXpPoMaTo3a, He CBA3aHHEIE ¢ 0eJ-
koM HFE, Bo3HuKaromue B paHHEM BO3pacTe M Ha3BaH-
HbIe I0BeHUJIBHBIM reMoxpomaro3om (FOI'X). OmucaHHbIe
cayuau IOI'X 06ycJioBJIEHBI HApPYIIEHUAMU B CHUHTE3€
rerncugnHa U ero Ae)UIUTOM, YTO, B KOHEUHOM CUeTe,
JIaJI0 BO3MOYKHOCTE OIPEeIUTh POJIh STOTO TOPMOHA KaK
KJIIOUeBOTO peryisaTopa merabosmsma Fe [13].

HawuGosbiivie po6ieMbl IPU JUATHOCTUKE BO3HIU-
KalT B CIyYasX OmpeeseHns 0CoObIX (DOPM reMoXpo-
MaTo03a, IPU KOTOPBHIX HAPYIIIEH CUHTE3 GeJIKOB-PeryJis-
TOPOB, Takux Kak Td), mepytonaasMmud u GepporropTuH,
YTO MPUBOAUT K CHIDKEHNIO Fe B MUPKYJIAIUYN IPU Ie-
perpysku ero B TKauax [4—6].

Heobxoaumo Tak:ke TiiateasHo AuddepeHIInpoBaTh
aHEeMMIO, BLI3BIBAEMYIO MCTUHHBIM Aedururom Fe, or

ameMun XpoHmuecKux Oosesueil (AXB). ia mociaequeit
XapaKTePHEI IMOBLIIIEHHLIH YypoBeHb @, OTHOCUTEIBHO
HEBBICOKIME 3HaueHNs ceiBopoTouHoro Fe u HTIK, uarre
Bcero cHmxeHHas OFKCC. Ho maubosee BaXKHBIM OTJIH-
YmeM SBJISIOTCSA OUE€HDb BLICOKME 3HAUCHUS TellCUIUHA,
ompenensemble mpu AXB [12].

Taxkum 00pa3oM, IIPeACTaBJIEHHBINA 0630p JIUTEPATY-
PBI IIOKA3BIBAET, UTO roMeocTas Fe sBJIAeTCS BBICOKO
OPraHU30BAHHBIM U KpPaliHe BAKHBIM [JIS HOPMAJIBHOI'O
CYIIIECTBOBAHNSA OPraHU3Ma IIPOIECCOM.

CoBpeMeHHOe COCTOAHMEe JabopaTOPHOTO Ieja AaeT
BO3MOJKHOCTb, HCIOJIb3ys OTHOCUTEJIBHO HEIOPOTYIO
VMMMYHOXUMHUYECKYIO TEXHOJIOIMIO, IPOBOAUTE Iudde-
PEHIMAIbLHYI0 JUATHOCTUKY aHEMUM M reMOXPOMATO30B.
ITO 0COOEHHO BAXKHO IJIA AJEKBATHOTO MCIIPABJICHWS
PasIMYHBLIX HapyIIeHuil Merabonusama Fe — Kax mpu
VCIIOJIb30BAHNY (DEPPOIIPEeapaToB, TaK W IPU IIPOBee-
HUM XeJIATOPHOI Tepaluu.
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HACAEACTBEHHBIM TEMOXPOMATO3

rOY BITO KemepoBcKasi TocypAapCTBEHHAsI MeAUITMHCKas akapeMus, r. Kemeposo, PO

Hacnencreennsniii remoxpomartod (HI'X) — remeru-
YecKU 00YCJIOBJIEHHOE 3a00JIeBaHNe U3 TPYHIILI «b6oses-
Hell HAKOILJIEHUSI» — XapaKTepuayercs HapylleHueM
obMeHa JKejiesa C TaTOJOTMUECKN BBICOKUM JIEIOHUPO-
BaHMEM dJJIEMEHTa B JKU3HEHHO BAyKHBIX OopraHax. Brep-
BRI caydau 3aboseBanusa onmcasbl B 1871 r. M. Troisier
u B 1882 r. V. Hanot, A. Chauffard. Asropsr oGpaTu-
JIV BHUMaHWe Ha KJINHUYECKYIO TPUALy — MUTMeHTa-
usa KOXKU, UPPO3 MeUeHr, caxapHblil quaber — u He
HCKJIIOUAJIM, UTO STO CUMITOMBLI OZHOM OoJiesHu. Onu-
CaHBI 9T CJIyYau O[] HA3BAHMEM MUTMEHTHBIH UPPO3
meyeHU wim OpoHB0BBIN Auaber. U1 Tonmbko B 1889 r.
F.D. von Recklinghausen BmepBbie IpeiIOKUI TEPMUH
«TeMOXPOMATO3», KOTOPBIN YCIIEIIHO HCIOJb3yeTCs B
Hacrosmiee Bpema. B 1927 r. J.H. Sheldon npexmoso-
JKWJI HACJIe[ICTBEHHBIN XapaKTep AaHHOTO 3aboJieBaHUsd,
a B 1972 r. M. Simon fokasayn zeHemuieckyro npupody
reMoxXpomMaTo3sa, O0HAPYKUB €r0 TeCHYIO CBA3b C aHTH-
redmamMu ructocoBmectumoct HLA [1, 2].

HI'X nacienmyercs mpernMyNIIeCTBEHHO IO ayTOCOM-
HO-PEIeCCUBHOMY THIIY, HO CYII[eCTBYET W ayTOCOMHO-
JOMUHAHTHBIN IIyTh Hepefaun, U BKJIOYAeT B ce0d He-
CKOJIBKO 3a00JieBaHUII B 3aBUCMMOCTH OT TOTO, B KAKOM
rexe mpousornia myranus [3]. Yaiie Bcero BcTpeuaercs

kygaccuueckuit tun HI'X, nmpum KOTOpoM IPOUCXOIUT
MyTanus reHa, KOAUpPYoIero obpasopanue 6enxa HFE.
ITOT reH HAXOMUTCSA B KOPOTKOM ILJIeUe XPOMOCOMEI 6.
Ha ceromua ommcaHbl Tpu MyTanuu 3Toro reHa. Hanbo-
Jiee 4acTO BCTPEUYaeTCA 3aMeHa I'yaHWHa Ha aJeHUH B
845-11 mosunum u B pedysabrare 282-1 aMUHOKMCJIOTA
— He nucTtenH, a Tupo3un (C282Y-HFE-6emok). Bro-
pas mo uactotre myTtanus — B 187-#1 mosumuu, mpouc-
XOIUT 3aMeHa ITUTHUANHA Ha ryaHuH u B 6enxe HFE 63-
s aMHUHOKHCJIOTA — AaclaparnHoBas KUCJIOTa BMECTO
ructunuia (H63D-HFE-6enok). Y1 TpeThbss — 9TO 3ame-
Ha ajeHVHa Ha TuMuAH B 193-M moao:xeHuu, B pe-
gyJabTare uero 65-1 aMMHOKMCIOTA — I[UCTEWH, a He
cepuH (S65C-HFE-6en0k). B Hopme HFE-Genok B3au-
mogzeticTByet ¢ pertentopom 1 tpauncheppuna (TFR1),
TIOHMKAsA eT0 YYBCTBUTEJIBHOCTh K TpaHCGHEPPUHY, KO-
TOPBII ABJISIETCA MEPEHOCUMKOM Keje3a. B ciyuae my-
raruu C282Y HFE-Gesok BooOIIle TepAeT CIIOCOOHOCTD
ceaserBaTthesa ¢ TFR1, a npu myramuu H63D adhdun-
HocTh K TFR1 cHm:KaeTcsa B MeHbIel creneHu. B pe-
3yJIbTAaTe OTCYTCTBYET OTrPaHUUEHNE BCACHIBAHUSA JKeJIe-
3a, U KJIETKA CTAHOBUTCA TIEPETPYKEHHOM MUKPO3JIEMEH-
ToM [4—T7]. Ilo maHHBIM pPa3HBIX aBTOPOB, STU MYTAI[UN
BcTpeuaroresa y 60—83% 6oapubix HI'X. K Gosee pexn-
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