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CHHIpOM MEPErPy3KH XKene3a

CMHAPOM neperpysKu JKene3a — 3T0 NepBMYHOE YBENINYEHUE JKeNle3a KpPOBH,
CBA3aHHOE C HAacNeACTBEeHHbIM AetheKToM MeTabonn3mMa, BCIeACTBME KOTOPOro HapyLLaeTca
CNoco6HOCTb KNETOK opraHusma abcop6upoBarb ene3o. BropuyHoe ysenuyenue xenesa
KPOBW — NaToN0rusA, He CBA3aHHAA C U3BECTHbIMU AedeKTaMu reHoB, 06bIYHO BOZHMKAET Ha
(hoHe HapylweHMa 3pUTPONO33a, 3a6oneBaHuit NneYeHU, ABNAIOWMXCA OCHOBHbIMU (haKTOpa-
MM, NpeApacnonarallUMmu K pa3BuTUI0 CUHAPOMA Neperpysku xenesa (ma6n. 1) [14].

OPMAJIbHBII OOMEH KEJIE32 B OPTAHU3ME YEIIO-

BEKA NPEJICTABIIEH Ha pucyHKe 1. YDOBEHD Kele-

34 B IVIA3ME CBA3AH C ©KEAHEBHBIM IIOCTYIVIEHH-
eM 20 MI Kene3a B KOCTHYIO TKAHb, (POPMUPOBAHUEM T€-
MOIVIOOMHA B 9PUTPOLIUTAX. DOJIBIIAsA YaCTh XKEE32 Ha-
XOJJATCA B IUIA3M€, CBA3AHHOU C IeMOIVIOOMHOM, U (pOp-
MHPYETC B PETHKYIOH/0TENNAIBHBIX MAKPO(DArax.

B 3uTEpOLUTAX COAEPKUTCA TPAHC(HEPPUH U (ep-
PUTHH, KOTOPBIE PEIYIUPYIOT B HUX A6COPOLMIO XKee-
32. OKONo 1—2 Mr Keje3a B TEUEHNE JAHA BCACHIBACTCA
B IyOJCHAJIbHBIX SHTEPOLIUTAX U TIOIAJAET B IUIA3MY (B
34BUCUMOCTH OT IOTPEOGHOCTH OPrAHU3MA) ¥ HAKAIUIN-
BAETCA B JHTCPOLUTAX B BUAE (peppurtuHa. Mexmy

TPaHC(EPPHUH CBIBOPOTKHU KPOBH, a TAKAKE OTBEUACT 34
BBIPAGOTKY SPHTPOLUTOB B KOCTHOM MO3Te. B ciydae
TIPEBBINEHNA COAePKaHuA xkeine3a 6onee 1000 mr; OHO
OTKJIA/IbIBAETCA B IENATOLUTAX. TAKUM 06pa3oM, TPaHC-
HOPTHAA CHUCTEMA 3HTEPOLUTOB KUIICYHUKA 4YEPE3
MEMOPAHY SHTEPOLUT — KaWULIP CIOCOOHA NOAAEP-
KUBATb ONTHMAJIBHBI YPOBEHb 40COPOLIUM IKENE3a,
MOCTYIAIONIETO C MUIIEH.

Ha pucynie 2 mpejcTaBieH NaTOreHE3 CHHAPOMA
HAKOIUIEHHA JKeJ1€3d. BOMbIIMHCTBO JIL, CTPafiAiomnX
C282Y myranuei, UMEET NPOTrPECCUBHOE YBEINYCHUE
JKEJIE3d U €T0 COCTABIAIOMNX B
IUIA3ME KPOBH, HPOABJAIOLICECH

TpaHcheppUHOM M (PEPPUTHHOM OCYIECTBIAETCS M- | B NOBBIIECHUHM TPaHCHEPPUHA U
HaMIYeCKoe paBHOBecHe. TpaHc(heppyH CBA3BIBACT JKe- | YPOBHA sKenesa. IIpu HacneacT-
71€30 U TIEPEHOCHT €ro K MEMOPAHHOMY NEPEHOCYHKY. | BEHHOM T'E€MOXPOMATO3C BBIIIC-

B Yacmoma 2omMo3u20mHo20
Hocumenscmea 2eHa cocmas-
naem npumepHo 1:300.

Perynauua axkTMBHOCTH MEMOPAHHOIO NEPEHOCYMKA
OCYIIECTBIAETCA  anO(MEPPUTUHOM (OENKOBAA YaCTh
(beppurtnHa). Korga sHTEPOLUTH 3aKAHYMBAIOT CBOW
JKU3HEHHBIN LMK, 9T 3aIACHI JMUMUHUPYIOTCA U BbI-
BOAATCA U3 OPraHU3MA ¢ MEHCTPYAILHON KPOBBIO. DTO
BLKHBIA MOMEHT B SKCKPELIUH KEJN€3d U3 OPIaHU3MA.
JKeneso paspymaerca MakpoaraMu 1 IpeBpamaeTcs B

YK43aHHOE COCTOSIHHE DPA3BUBA-
erca ¢ jercrsa. IIpepoTBpaTuth

HAKOILIEHHE XKEJE32 MOKHO, UCKIIOYAs U3 IIUTAHKA CO-
JEPXKAIKME €TI0 IPOAYKTH WM AKTHBHO €I0 YTWIN3H-
pya. [Ipodunaxkruyeckuii 3pPEKT UMEET MEHCTPYALus
U OGEPEMEHHOCTD, KOTOPBIE MPHUBOJAT K OTCYICTBUIO
CHUMITOMATHKH Y I€BOYEK 1 MONOJBIX JKEHIUH. ¥ MYX-

Ta6nuua 1. KnaccumKaumua cocTosHUM, CONpPOBOMKAAIOLMUXCA NOBbILEHUEM
HaKOMNNEeHMUA XKenesa KJeTKaMu neyeHun
fpynnbi Jtuonorua 3aboneBaHuA U COCTOAHUA

C282Y/(C282Y; C282Y/H63D;
Apyrve BapuaHTbl myTaunii HFE

HFE- accoumnpoBaHHbIi

HacnepcrBeHHbI | He cBA3aHHbIN ¢ myTauuein HFE

reMoxpomaro3 MyTauus reHa, oTBeyalolLero 3a pelentop

[emoxpomato3 nogpocTkos (HFE 2) TpaHcdeppuHa-2 (HFE 3); mytaums reHa,
oTBevatouiero 3a pepponoptur 1 (HFE 4)

MpuobpeTeHHOE yBENUYEHNE HAKONNEHNUS Tanaccemus; cupepobnacTHas aHeMus;
Xenesa KfeTkaMu nevyeHu (aHemmuu, conpo- XPOHWYeCKas reMoNUTUYECKAs aHEMUS;
BOX/AIOWWMECA YBENMYEHNEM XKene3a KPoBK) | annactuyeckas aHeMus; He,0CTaTOYHOCTb

BTopuyHbIi nUpyBaTKMHA3bI

reMoxpomaro3 TpaHcdy3un 3pUTPOLMTapHO MacChl;

YBenuueHue xenesa

VHBEKLNW [EKCTPAHOB JKenesa;
npu NapeHTepanbHOM BBEAEHUH

MHOTrOKpaTH blii remofmanus

Nopdupus; renatut C; renatut B;

XpOHI/I‘-IeCKVIe 3a60/71eBaHUsA NeYeHm
aJIKOroJibHo€e nopaeHune nevyeHu; cteatos
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MEIULIMHCKUIA

YUH B PEIPOJIYKTUBHOM BO3PACTE MOBBIMEHNUE YPOBHS
JKeJe3d BOHUKAET B 3 pas3a 4Yalle, YeM y KCHIUH. B
nepsoit (haze y nanuenTos ¢ C282Y 3a6oneBanue npo-
TPECCUPYET, MPOSBIAACh B OMOXMMUYECKUX TTOKA3aTe-
JIIX, TAKUX KK TOBBIMEHUE COMIEPKAHUSA CBIBOPOTOY-
HOTO ene3a. Bo Bropor (pase NPOUCXOAUT HAKOILIE-
HYE Xee3a B APEHXVMATO3HBIX OPrdHax, B YACTHOC-
TH B IIEYEHH, YTO CONPOBOKAAETCS TIOBBIIIEHUEM YPOB-
Hs (PEPPUTHHA B CHIBOPOTKE KPOBH. [10BBIIEHHUE YPOB-
HS1 JKEJIE32 CBA3AHO CO MHOTMMU (DaKTOPAMU: LIUPKY/IA-
IMel YPOBHA TENICUANHA — FOPMOHA, PETYIUPYIOETO
COIEPAKAHNE JKENE3; AKTUBHOCTU OENIKOB, BKIIOYEHHBIX
B METa00/U3M reMa (TENICUINH Y TANTOITIOONH); JKeJle-
33, HE COJIEpKAErocs B reMe. Tperbs (haza 3aBUCUT OT
pa3nuynil TeueHns 3200/1€BAHUA Y MyKUKH Y KEHIUH,
TIOBBIIEHUA CBIBOPOTOYHOTO (PEPPUTHHA U TIPOSABIIE-
HUEM KIMHUYECKON CUMIITOMATUKYU IIOPAXKEHUI Opra-
HOB-MUIIEHEH, B Y4CTHOCTH
nedenyu. Tokcuueckuil 3g-
(PEKT PEYKTYaIbHO-AKTUBHO-
I'0 JKEJIE32 IPOSBIIAETCA B PA3-

W HacnedcmseHHblti 2emo-
cudepo3 — Haubonee pac-

npocmpaHeHHoe Hacneo- BUTHH OKCHJIAHTHOT'O CTPECcca

cmseHHoe 3a60/1e8aHue y u pubporenesa.
npedcmasumeneli 6en1020 Ha pucynie 3 npescrasiex
Hacenerus, xusyuux 8 Ce- MEXAHU3M BCACBIBAHIA KENE3A
BepHOﬁ EBpone. U3 TIWIIY B TIOJI0CTH 12-TIepCT-

HOM KHIIKA PA HOPMAJIBHOM
rene HFE — manens A u npu
MyrupoBaHHoM rere HFE — manens B. IIpu HopMab-
HoM reHe HFE tpancopManys xenesa B IIa3my Kposu
JUIs1 TIOTIONTHEHKSA €TI0 €KEIHEBHBIX [TOTEPh OCYIECTB/IA-

PucyHok 1. HopmanbHblii 06MeH xenesa
B OpraHu3me yenoBeKa. AjanTupoBaHo us [14]
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€TCs € IOMOIIBIO JMBAIEHTHOTO TPAHCIIOPTEPA JKENE3d
(DMT1) u (pepponopTiHa. Perymsmus NoCTyIeH s xe-
Jie3a OCYIIECTBIIIETCS IPU B3AUMOJICHCTBUY TpaHChep-
punosoro penenropa TfR1c HopmansueM renom HEE,
TIOJAB/AIOMEM TIEPEHOC KOMIUIEKCA TPAHC(EPPUH-Ke-
JIe30 4epe3 MeMOPaHYy, M KEJIE30 B BUAE (DEPPUTHHA Ha-
KatuBaercd B auTepouure. Hamune rena HEE ¢ myra-
nueit C282Y npuBOAUT K HECHOCOOHOCTU €r'0 B3aMMO-
aerictsud ¢ TfR1 u perynauuu sxeneza B 3pUTPOLIUTE.
OTO IPUBOAMT K TOMY, YTO BCE JKENE30, IOCTYIAIOMIEE C
HUIIEH, a6COPOUPYETCA SHTEPOLUTOM, B (PAKTHYECKU
BCE TIEPEAETCA B KPOBOTOK, HE3ABICHMO OT PCAILHBIX
NOTPEOHOCTEN B 3PUTPONOITHHE.

PucyHok 2. MHorodakTopHasa cTpyKTypa natoreHesa HFE

roMO3MroTHOro remoxpomarosa. AganTupoBaHo us [14]
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PucyHok 3. KpunTt-mMoaenb o6MeHa xene3a B opraHusme. ARanTMpoBaHo us [14]

FTACTPO3HTEPONIOINA

Mogenp oOMeHA Kelne3d Ha OCHOBE TENCHAMHA | IUIA3MY KDOBHM M3 SHTEPOLMTOB M MaKpo(aros. Mexa-
IPEACTABIeHa HA pucynke 4. B 310l Mojeam HOpMA | HU3MBL JIEKAIUE B OCHOBE MOAY/IALMY CHHTE3A TETICH-
IOCTYIUIEHUA JKeJIe3a B IVIA3MY 3aBUCHT, IIPEXK/E BCEro, | AWHA, B HACTOSIIEE BPEMS Ma-

OT CHHTE3a TENCHAMHA: KOI/Jld YDOBEHD XKeNe3d B IU1A3- | JIO M3yYeHbl, HO C OOJIBIIOI B Bosbuiag Yacme 20Mo3U-
M€ BBICOKMM, TO YBEIMYMBACTCA CHUHTE3 TENCUIMHA, | JoNedl BePOATHOCTH Hn;(éxmo 20mHbIX Hocumeneli C282Y
YMEHBIIAA IIPYA 3TOM HOCTYIUIEHHE JKEJIE3a OT 3HTEPO- | 3AKIOYUTH, YTO I'eH ur-

LUTOB X MAKPO(AroB (CM. MaHesb C). DTO POUCXOAUT | PAET B ITOM MEXAHU3ME BAXK- He umeem dJeHomunuqec-

34 CUET B3AUMOJEHCTBYA C XKENE30-IKCIOPTHBIMY O€l- | HyI0 poib. [lpu Hannuuu koo npoAs/ieHuA HI.
Kamu Tuna epponoptut. Korma yposeHb keinesa B | HOpManbHOTO reHa HAMP my-
IIA3ME TIOHMKAETCA, TO CUHTE3 IeNICUANHA YMEHbIIA- | TUPOBAHHBIA red HFE MOXeT M3MEHATh CUHTE3 TeTCH-
€TCd, IO3BOJAA YBEIMYUTb IOCTYIUICHHE XKene3a B | JWHA, NMPUBOAA K HEKOHTPOIUPYEMOMY BBLICICHHIO

PucyHOK 4. Moaenb 06MeHa Xenesa Ha OCHOBE rencuAanHa. AanTMpoBaHo us [14]
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Pucynok 5. Hakonnenue sxenesa B nedenu (A)
¥ FUCTONOrMYECKan KapTUHa Npyu remoxpomarose
(B). ApantupoBato u3 [16]

Kene3a U3 Makpo(haros U AyOAEHAILHBIX SHTEPOLUTOB
(cm. manens D).

Hanbonee 4acTo BCTPEYAeTCA ayTOCOMHO-PELEC-
cuBHO Hacienyemas opma HI i nmpumepa: B cesep-
Hou Epponie — 1 Ha 250 4enoBeK NONy/ALMY. Bbiie-
ykazanHas ¢opma HI 6pua onmcana eme B 1935 1
Ibxosedom Illenonom. Hanudue rena, OTBEYAIONIETO
33 JIAHHYIO NATOJIOTHIO, ObUIO BBISB/IEHO JIUIIb B 1996,
KOI'ZIa OBIIO TIPOU3BEAEHO Ayomposanue rena HEE.

B HFE 3axkoaupoBaHa uHMOpPMAILUS OCHOBHOI'O
KOMIUIEKCA T'UCTOCOBMECTUMOCTH, U €I'0 MyTALMs TIPU-
BOZIUT K HAPYIEHUIO A6COPOLINH Kene3a U JalbHere-
My HAKOIUIEHUIO B TAKUX OPraHaX, KaK IIEYCHb (DUc. 5),
HOZKENY0YHASL ¥ SHIOKPHHHBIE JKEJIE3BL, CEPALE, CYC-
TaBbI ¥ KOXKa [8, 12]. U3BECTHO, 4TO TPAHC(EPPHHOBBII

penenTop 1, OTBEYAOmMUI 34
TPAHCIIOPT XKeNe3d B KIETKY,

B Hecmompa Ha pa3nuy-
HYI0 KyMynayuio xenesa
npu HFE-accoyuuposarHom
Hr, nossneHue cumnmomos

3TO KOMIUIEKC U3 6enKa, KO-
mupyemoro HFE, u 3,-MuKkpo-
rnobymna (3,M) [7]. Myra-
uus reHa HFE BoI3bIBacT us-

3a60n1e8aHuA B03HUKAaEemM MEHEHHE GerKd, 4TO BE/IET K
npu 06u‘eM KoJiuyecmae HAPYMICHUIO CBA3BIBAHUA CT'O
weneza > 20 2. C B,-MUKPOITIO6YIMHOM U Ha-

pymenuio abcopbuuu Kene-

32. B Hacrodmee Bpemsa HC-
CTIElyeTCA KIETOUHBIA MEXAHM3M, OTBETCTBEHHBIA 32
BBIIIEYKA3aHHBIH rporiecc [15].

Bouin BBIABIEHB! [B€ OCHOBHBIE Myrauuu HFE
(puc. 6—7). TlepBast BOHUKACT BCIICACTBUE 3AMEHBI
IMCTENHA HA THPO3WH Ha 282 mare (C282Y). Bro-
pasg — B PE3Y/IbTATE 3AMEHBI TUCTHAMHA HA ACHAPTAT
Ha 63 mare (H63D). B x0/1e MCCIIE0BAHMI OBLIO BbI-
ABJICHO, 4TO 85% MALUEHTOB C TUIIMYHON (popmoit HI
romo3urotHsl 1o C282Y [16]. Kpome Toro, 3—5% naru-
CHTOB FIMEIOT IeTePO3UTOTHYIO (hopmy (C282Y /H63D).
OpHAKO B HACTOAIIEE BPEMA JOKA3AHO CYIIECCTBOBAHUE
JeeKTOB OEIKOB, HE CBA3aHHBIX ¢ Myrauuer HFE, a
BO3HMKAIOIMX M3-32 MOBPEKACHUA APYIUX I'€HOB, OT-
BETCTBEHHBIX 32 OOMCH XKene3d, TAKMX KAK (hepporop-

MEIULIMHCKUIA
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PucyHok 6. Xpomocoma 6, HLA-A ren u myta-
uua B nokyce C282Y. ApantupoBaHo u3 [16]

THH-1, KOTOPBII YYACTBYET B TPAHCIIOPTE JKEJNE3d YEPE3
MEMOPAHY SHTEPOLIUTA, TPAHC(HEPPUHOBBII PELIENITOP-
2 TEMaTOLMTOB Y TENCHANH — OEJOK, CUHTE3UPYEMbIH
B [IEUEHH, PETYIUPYIOIHIT a6COPOLIHIO XKENE32.

Ha pucynie 8 npepcrasneHa HHTEPIPETALUA KO-
YEBBIX NPOTEMHOB OOMEHA KENe3d. B AyoieHAIbHOM
SHTEPOLITE JKEJIE30, MOCTYIAIONIEE C TUIIEBLIMU IPO-
AYKTAMH, COCAUHACTCA C IYOCHAIBHON KIETOYHOH pe-
aykrasoit (Dcytb) 1 TpaHCOPTUPYETC B KIETKY W1
JVBAJICHTHOTO CBA3BIBAHUA C UCTIONB30BAHUEM (PEPPO-
TIOPTUHA U1 IUPKYIALMY. [edhaeCThH O6Nerdaer Bbje-
JICHHE JKEJIE3d U3 IHTEPOLUTA. [ENaTOUUT MOIVIOmAET
CBOOOJHOE U CBA3AHHOE JKEIE30 U3 KPOBOTOKA 4€PE3
TpaHC(EpPUHOBLIE peLienTophl 1 1 2. Penentop Tpaxc-
(bepprHa — 2 YPE3BLIYANHO YYBCTBUTENEH K YPOBHIO
CBA3AHHOIO JKEJIE3A U PETYIUPYET SKCIPECCHIO JKEIE3A
U TOPMOHA I'€IICUAMHA, KOTOPBIA OTBEYAET 32 (POPMU-
posanuie HFE. Tencupun Ccekperupyercs B KPOBOTOK,
PETYIUPYET CHUAKEHHE (PEPPONOPTHHA U 3aBUCUT OT
HAJINYKSA COLCPKAHNMA JKEIE3A B IHTEPOLUTAX, MAKPO-
(parax v remaToryTax.

Panble AUMArHo3 HACIEACTBEHHOIO T'EMOCHAEPO3A
(HT) craBwimy Ipu HAIMYMU COYETAHMA YBETMYCHHA
CBIBOPOTOYHOTO JKeNe3d C OTIOKEHUEM JKEIE3A B KICT-
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PucyHok 8. KnioueBble 6enku npu obMeHe xenesa. AgantupoBaHo u3 [11]
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KAX II€YEHH, B3ATHIX NIPY OUOINCHH, W/WIA HATMYUH
CUMITOMATHYECKUX  NPOABIECHNY, BO3HHUKAIOUIMX
BCJIEZICTBUE POTPECCUPYIOMEH THOENN KIETOK (LIUPPO-
32), HAPYIMEHNA PaOOTH CEPALA, AUAOETA, APTPUTOB, U3-
MEHEHNA NUIMEHTALMKA KOAKH. BHEIpEHHe TECTOB Ha
Ha/muye Bapuanyii myranmu rena HFE tunos C282Y u
HO63D B HACTOSIITIEE BPEMST UTPAET BAKHYIO POIb IS -
ATHOCTHKU PACCMATPUBAEMON maTonoruu [17]. OpHako
B HACTOSIIEE BPEMS JJOCTATOUHO OOJBIIOE KOTMYECTBO
IPOBEAEHHBIX MCCIEAOBAHMIA NOATBEPKIAIOT, UTO reTe-
PO3UTOTHOE HOCHUTENBCTBO T'eHa C282Y/C282Y He BHI-
3bIBACT KIMHUYECKH 3HAYMMOIO IIOBPEXKICHUA KIE-
TOK IleyeHH xene3oM [13]. TakuM 06pasom, MyTanus
tuna C282Y He ABNAETCA OCHOBHBIM (DAKTOPOM U MO-
KET OBITh BBI3BAHA OOBIYHBIMU I'€HETHUYECKUMHU BAPU-
AHTAMHL.

. anNuaeEMuonoruna

HI' — naubonee pacnpocTpaHEHHOE HACIEICTBEH-
HOE 3400JI€BAHUE Y NPECTABUTENCH GENOro Hacerne-
Huyd, KuBymux B CesepHoy Espome. YacTora romosu-
TOTHOTO HOCUTENBbCTBA reHa npuMepHo 1:300. Yacrora
TETEPO3UTOTHOTO HOCUTENBCTBA CPEAH OEIOIO HACETE-
nua 1:10—12 [1,17). MauudecTaeie (pOpMbI MOPaKE-
HUA [IEYEHH, CBA3AHHOIO € TEMOXPOMATO30M, BCTPEYa-
I0TCA CPEA BCETO HACEJNEHUA C YACTOTOH 2 Cayyas Ha
1000 sxureneit. Ecu 1 OTeL, 1 MaTh ABJSIOTCS TETEPO-
SUT'OTHBIMY (HOCUTE/IMU JE(PEKTHOIO I'€HA), TO BEPO-
ATHOCTb NOABJIEHUA I'OMOZUTOTHBIX JieTeN (MMEIOIUX
Je(EKTHBINA T€H U KIMHUYECKH OOJBHBIX) COCTABIAET
1:4, reTepo3uroTHsx — 1:2.
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[IpUMEpHO y TPETH TETEPO3UTOTHBIX HOCUTENEN
OOHAPYXUBAETCA YMEPEHHOE MOBBIIEHHE 1APAMETPOB
00MEHA JKeJe32. B 0Tnrume 0T TOMO3UIOTHBIX HALUEH-
TOB, KOTOPBIE B UTOT'E BCE 3a00JIEBAIOT, Y IETEPO3UIOT-
HbIX HE PA3BUBAIOTCS MaHU(DECTHBIE (POPMBL 3abore-
BAHME HACJEAYETC IO ayTOCOMHO-PELIECCUBHOMY TH-
1y. Y TOMO3UT'OTHBIX JIUL, HAUNHAA C POXKIEHUS, B Opra-
HU3ME HAYUHAET NOCTENEHHO HAKAILIUBATBCA Kele-
30, IOK4, HAKOHEII, CIYCTS MHOTHE TO/IBL, He MaHU(e-
CTUPYIOT CHUMIITOMBl 3a0071€BaHUSA, OOYCIOBICHHBIE
HOPAKEHUEM OPIAaHOB BCIEJACTBUE 3a/ICPIKKH JKEIE3A.
K 50-neTHEMY BO3pACTY Y MYKUUH B OPrAHU3ME MOXKET
HAKONUTBCA 20 I' JKENE3a — KOJIUYECTBO, JOCTATOYHOE
JUIA TOTO, YTOOBI TIOBPEKCHUA TKAHEH CTAIH 3AMETHBI-
MU IIPU 0OCIIEIOBAHNH. B 3TOT EpUOJ] Y MyKUUH BO3-
HUKACT [OJI03PEHHUE HA FeMOXPOMATO3 [6].

BbUIO BBIIBUHYTO NIPEATIONOKEHUE O TOM, 4TO CKPH-
HUHIOBOE MCC/IEAOBAHUE TIOMYIALMU C IPUMEHEHUEM
TEHETUYECKOTO TECTUPOBAHUA MOKET OBITH JJOCTATOU-
HO 3¢ dexruBHbM A1 onpenenennd HI, Tk npoxoaut
JOCTATOYHO JUIMTEIBHOE BPEMA MEXKIY PEAIbHBIM Ha-
YaJIOM 3260/1EBAHNA U BBIABICHUEM KIMHUYECKUX HIPO-
ABJICHUH. JledeHre JOCTaTOYHO IPOCTOE, A UCCIIEI0BA-
Hus 0CTYNHBL OJJHAKO BCKOPE BBIICHUIOCH, 4TO (pe-
HOTUITMYECKUE POSBICHNS BBIABIIIOTCS HE ¥ BCEX TO-
MO3UTOTHBIX HOCUTENEN C282Y, 1 BCIEACTBUE MOMyYe-
HUA TaKUX JaHHBIX BCTAJI BOIPOC O HEOOXOAUMOCTH
OOMIBIIOTO UCCIEAOBAHUA TIONY/ALMY. McCmeoBanus,
npoBopuMele bertrnepoM u komteramu (2002 ), oka-
3amy, uto u3 41038 xurenen okpyra Can-Jluero 25%
MYKYUH U 50% SKECHIIUH TOMO3UTOTHBIX HOCUTENEH Ie-
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Ha C282Y He UMEIOT 3HAYUTENBLHOIO IIOBBIEHUS YPOB-
na (peppuruna [10]. Taxum 06pa3oM, 60JIbIIAL YaCTh
TOMO3UTOTHBIX HOcuteneit C282Y ne umeer (heHoTH-
nmyeckoro npossnenua HIL Ha ocHoBanmu 3100 M
APYTHX UCCIEAOBAHMI ObIIO PEATIONOKEHO, YTO TPO-
BEJIEHUE TEHETUYECKOTO CKPUHUHIOBOTO MCCIENO0BA-
HUA HE ABIAETCA HEOOXOMMBIM.

. KNIWHUYECKAA KAPTUHA HT

Jlo MOABNEHNA T€HETUYECKUX TECTOB JUATHOCTUKA
HI' ocHOBbIBA/IACh HA BBIABIEHUYM CUMIITOMOB U JIA00-
PATOPHBIX JIAHHBIX, CBUJETENBCTBYIOIUX O HAKOILIE-
HUH JKEJE3a KIETKAMHU TIEYEHH. B HacTosmee BpeMs B
pEe3ynbTaTe AUCMAHCEPHOTO OCMOTPA, BK/IIOYAIOLIETO
OIPEJIEIEHNUE CHIBOPOTOUHOIO Kene3a, (peppuTuHa U
(PEPMEHTOB NIEYEHH, TEHETHIECKOE TECTUPOBAHUE POJ-
CTBEHHUKOB OOMbHbIX HI' (CeMENMHBIN CKPMHUHT), 2
TAKKE UCCIEAOBAHNSA, IPOBOAUMBIE JUIA ONPEAEICHNA
YACTOTBI BCTPEYAEMOCTY PA3NTMYHBIX BAPUALMIL MyTa-
nuu reHa HEE B nomyssnuy, 6071b11as yacTb 60JIbHBIX
BBIB/IACTCA Hd PAHHUX CTAUAX 3a00/€BAHUA 10 Pa3-
BUTHS 3HAYNUTETIBHBIX TOBPEK/EHUIT OpraHoB. [1pu nc-
TIOJIb30BAHNH BBIIIEYKA3AHHBIX METO/JOB AUATHOCTUKY
MOXHO BBIABUTb T€MOXPOMATO3 JI0 PA3BUTHS OCHOB-
HBIX CUMIITOMOB (puc. 9).

B HOpME abcopOupyeTCs OKONO 1—2 MI' B IEHb Ke-
JIe34, TIOCTYIIAEMOT'0 € MUIIEH, 1A TOAAEPKAHNS YPOB-
HI 2—3 T OOIIETo keje3a, Heob-
XOZIUMOTO OpraHusMy. Takoe mo-

PucyHok 9. Knunnyeckme cumnToMbl U NposiB-
NeHusa remoxpomaro3a. AaantTupoBaHo u3 [16]
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OpHaxo npu BeisgBAeHUN HI' ¢ TOMOIIBIO IMCTIaH-
CEPHOTO OCMOTPA ¥ CEMEHHOTO CKPUHMHIA CHUMITTO-
MOB Iopasfo MeHblie [9]. Hanbonee dacroie Kanobbl
IPY CEMEITHOM CKPUHUHIE — APTPAITUHU U CHIDKEHUE
u6uso. I[lpu 06Cnen0BAHNT HANOOIeE YaCTO BBIABIIA-
eTcs uaber.

. OUATHOCTUKA HT

BonbHbIX, crpapaiomux HI MOXHO pasfenuTs Ha
TPY T'PYIIBL B NEPBYIO IPYNIY BXOAT MALUEHTHL: CO
CTUI'MAMU XPOHUYECKUX 3200/1EBAHUI IEYEHH C TIOBBI-
MEHHBIM MEYEHOYHBIM HH/IEKCOM; C IMA0ETOM B COYe-
TAHUU C TENATOMETAINEN; C NPU3HAKAMU CEPAEUHON

W [TpedsapumensHblii

ouazHo3 2eMoXpomamo- IJIOIIEHNE JKENE3a MOANEPKUBAECT | HEIOCTATOYHOCTY; ¢ M3MEHEHHON MUIMEHTALEN; C
3a ycmarasausaemcs TOMEOCTA3 NIPU CYTOUHOM NMOTEPE |  CEKCYATbHON AUCHYHKIMEN; C CHMMETPUYHOM TIOJHAP-

NpU HACbILEHUU MPaHC- JKeJ1e34, COCTABMIAImEel 1—2 Mr' B TPOIATUEN. )
4) eppuHa > 45%. Jenb. IIpu HFE-acconuuposan- Ko Bropoii rpynne oTHOCATCA GONbHBIE 6€3 KINHY-

HoM HI moromenue xene3a Bo3-
pacraer ot 1,5 10 2,5 Mr B JIEHb 34
CYCT YYACTHA B IIPOLIECCE BCACBIBAHMA 12-TIEpCTHOMN
KMIIKU. HECMOTPS HA PA3INYHYIO KyMYJIALIUIO JKEJIe3a
npu HFE-acconmuposannoM HI, mogsneHue CUMIITO-
MOB 3200JIEBAHNA BO3HUKAET IPU OOLIEM KOJIUYECTBE
kene3a > 20 T

YECKUX MPOABNEHUN: ¢ U3MEHEHHBIM MHIEKCOM JKEJIE-
32; CO CJIYYAITHO BBIABIEHHOM IeIIATOMETAINE; C BbIAB-
JIEHHBIM HAKOILUIEHHUEM JKEJIE32 KIETKAMU NIEYEHU.

TpeTpio IPymIy COCTABIAIOT OIU3KUE POACTBECHHU-
K manueHTos ¢ HI

Ha pucynie 11 IpEACTABIEH AMTOPUTM JUATHOCTUKA
HT. B mponecce ¢60pa aHAMHE3A y HALMEHTA BHLACHAIOT-
¢ KIMHUYECKUE NPU3HAKA IEMOXPOMATO3a (puc. 9).
[Tpu Hamuny npusHakos HI' nposepsioT Guoxummyec-
KHE MAPKEPBI TIOBBLIIEHNUA JKEE3, YDOBEHD HACHIIIE-
HHUA TpaHC(EppUHA U (PEPPUTHHA B CHIBOPOTKE.
[IpenasapuTenbHbIi AUATHO3 TEMOXPOMATO3 YCTAHAB-
JUBACTCA IIPY HACBILEHUM TpaHcdeppuHa > 45%
(wm > 35% B IPEAKINMAKTEPUIECKOM IIEPUOJIE Y KEH-

Haubornee yacto reMoxpo-
MATO3 C BbIPAJKCHHBIMU CHUMII-
TOMAMH JIMATHOCTUPYIOT Y
MyX4duH crapme 40 ner Xa-
PAKTEPHBL KAJIOOBl HA CJIa-
60CTb, BAJIOCTb, OOMb B KHUBO-
T€, OOJIN B CYCTABAX ¥ CHIKE-

W Jleye6Hoe KposonycKaHue
(500 mn kposu), nozsonsio-
ujee soigecmu 250 me xxene-
3a ¢ Kaxkdoli npoyedypoli,
nposooumcs exxeHedesbHo.

Hue Jmbuao (puc. 9). Aprpo-

naruu 1npu HFE-acconuupo-
BaHHOM HI' CUMMETPUUHBI U TIOPAKAIOT CIOXKHBIE CY-
craBpl. CHENU(PUUHO NOBPEKAEHUE TTPOKCUMAIBHBIX
CycTaBoB (pamanr (puc. 10), MACTHO-(DANAHTOBBIX CO-
WICHEHUH, 3aMACTUH, KOJNEHEW W MEXIIO3BOHOYHBIX
CycTaBoB. TAKKe K KTMHUYECKUM MTPOSBICHUSM 3a601¢e-
BAHUA OTHOCATCA TENATOMErAINA, IUPPO3, AUA0ET 1
HOpaKeHUe KO (puc. 9).
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IIMH). YPOBEHb TPAHC(HEPPHUHA OLCHUBACTCA B JIBYX
HOCICAYIOMUX UCCIEAOBAHMAX JAKE B TOM CIyIae, €C-
JIM YPOBEHD (PEPPUTHHA B CHIBOPOTKE KPOBU HOPMAJIEH.
[Ipy MCKIIOYEHNHN JPYTHX TIPUYMH MOBBIIEHUA HAChI-
IIEHUA TPAHC(HEPPUHA TIPOBOAATCA ICHETMICCKUE UC-
cnenoanmst Ha mytanuio C282Y u H63D rena HFE
[pu rerorurne C282Y/C282Y wm C282Y/H63D nop-
TBEPA/AIOT JUATHO3 HACAEACTBEHHOTO IEMOXPOMATO-
3. Jlpyrue Bujipl resotuna HFE (C282Y/wt, H63D/wt u




N MEIULIMHCKUIA

PMCVHOK 10. HOBPE)KAEH 1A CyCcTaBoB BBIIICHHBIM COACPKAHUEM )KC]ICBQ.)7 TIOJIYYCHHBIC JTAH-

npu remoxpomarose. AgantupoBaHo u3 [16] HblE OUONCUY MAPEHXUMATIBHOTO PACTIPEIETIEHUs XKe-
JIe3a C IEPUITOPTAJIBHBIM I'PAAUCHTOM U UHACKCOM KE-

: J1€32 B OMONTATE IIEYEHU BhILIE 1,9 (MHAEKC BBIYUCIIACT-
e €A KaK KOHIIEHTPAINA Kene3d B OUONTATe B MKMOJIB,/T
TMIEYEHH, PA3AETIEHHA Ha BO3PACT B TOJAX) ABIAIOTCA
OCHOBAHHMEM JIJIA IOJ03peHus uartnosa HI

- WCCNEROBAHMUA CbIBOPOTOYHOIO KENE3A

Jlng IMarHOCTUKM TeMOXPOMATO3a JI0JDKHA [PUCYT-
CTBOBATb HACTOPOAKEHHOCTD NPU UCCIEOBAHUY ChIBO-
POTOUHOTO KeJNE32, TK. HEPBBIMU NPU3HAKAMHY ABJIAIOT-
€4 HACBII[AEMOCTD TPAHC(PEPPUHA U YPOBEHD (DEPPUTHU-
Ha. [IpeanournTebHee pacCMaTPUBATL CBIBOPOTOYHOE
JKEJIE30 HATOMIAK, TK. ET0 YPOBEHDb BAPbUPYETCA B TE-
YEHUE JHA TIPY BBIIEJIEHUN €T0 C MOYOI Y IPHU YIIO-
WE/Wt) U IOCTOSHHO BBICOKUII YPOBEHDb (hepputuHa B | Tpebnenun Maca. Hacwl-
CBIBOPOTKE KPOBH MOXET CBH/ICTEIBCTBOBATH O HAMM- | I[AEMOCTb TpaHCHEppH-
uun bonee peaxux Myrauuii rena HFE wm pononan- | Ha (HT) paccumtbiBaer- W AnbmepHamugHbIM nodxo-
TEJIBHOI T€TEPO3UTOTHOM MYTALIUK B JPYIOM, CBSI3aH- | Cf IyTEM JICIEHUS YPOB- dom dna duazHo3a 2emoxpo-
HOM C 3Ke/e3oM TeHe. TAKME HCCHIEOBAHMS SABNAIOTCA | Hi CHBOPOTOWHOrO xe-  MOMO30, U3BECIMHOM euje do
MeHee JIOCTYIIHBIMU U 60Jice JIOPOTOCTOAIIMME, YeM | Jie3d Ha OOIIYIO CBA3bI- omkpsimus 2eHa HFE, agna-
OCHOBHBIE HccneoBanus reHa HFE., AJIBTEPHATHBHBIM | BAIOMYIO CIOCOGHOCTD emcsa buoncus neyexu.
TNIOAXOZIOM JUISL TOCTAHOBKU JUATHO32 TEMOXPOMATO3d, | TpaHcdeppuHa. Tpurre-
U3BECTHOM €lie 10 OTKpbITHA reHa HEE, apngercs 6uon- poM juis onpezieneHus Myranuu HFE 06bI9HO ABISeTCA
CUs TICYEHN. HT>45%. OnpeneneHue CbIBOPOTOYHOIO (DEPPUTHHA

[Ipy OTCYTCTBUM PYTUX IPUYUH NIEPETPY3KH XKEE- | TAKKE UMEET 3HAUEHHUE, HO OJJHOTO 3TOIO aHAIM3A He-
33 B OpPraHU3ME (HAIPUMED, IEPEIUBAHKS KPOBH C IO- | JIOCTATOYHO, TK. BO3MOKHO NOBBINEHUE YPOBHSA (Dep-
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PucyHok 11. luarHoctMka HacneaCcTBEHHOro reMoxpomaro3a. ApantupoBaHo u3 [14]
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FTACTPO3HTEPONOTUA

COBCT «-10-2008

PUTHHA IPU BOCIAIUTEIBHOM TIpoliecce. Jljist IMarHoc-
TUKH TeMOXPOMATO32 JTydie onpezensts HT 1 ypoBeHb
(beppuTHHA BMECTE.

. FEHETUYECKOE TECTUPOBAHUE

Tenernyeckoe TecTuposanue Mmyrauuu reda HEFE
CJIE/lyeT HA3HAYATh BCEM IMALMEHTAM C IOBBIICHUEM
HT u ¢eppuryHa, a2 Tawke OIU3KUM POJCTBECHHUKAM
6onmpHbIX ¢ noprsepaeHupM HIL Heobxogumo pery-
JIIPHO IPOBOAMTH OOC/IEOBAHUE WIEHOB CEMEH, GOMb-
HBIX '€MOXPOMATO30M, Y KOTOPBIX OIPEACIEHO TOMO-
3UIOTHOE HOCHTENBCTBO TeHa C282Y (puc. 12), mia
CBOEBPEMEHHOIO OOHAPYKEHUA MPU3HAKOB YBEINYE-
HUA Kese3a B KPOBU. I1alMEHTOB € IETEPO3UTOTHBIM
rnom (C282Y/H63D) HEO6XOAMMO TIIATETBHO 06CIIe-
JI0BATh ¥ COOPATD KIMHWUYECKHE JIAHHbIE, CBH/IETEBCT-
BYIOWIME O MOBPEXIEHNN KIETOK I€YEHH, IOBBIIEHNH
CBIBOPOTOYHOIO skene3a. Takke UM HEOOXOZMMO Npo-
BECTU GUOTICHIO TIEYEHH [T ONPE/IETEHNS CTENIEHN Ha-
KOILIEHHS JKE/E3d B IEIATOLUTAX.

. BUOMNCKUA NEYEHU

Buoncus neyenn B HACTOALIEE BPEMA HE ABIAETCH
pemanomei i DoCTaHoBKy auarnosa HIL Opmaxo ee
PE3YILTATHL KPAMHE BAKHBI IIPU MOAO3PEHUU HA HAJU-
yue HI, TK OHa JaeT BO3MOXHOCTb KIMHUYECKOU
OLICHKU KOJIMYECTBA JKEJIE3A U CEPHE3HOCTH TTOBPEXKIE-
HUs TEMATOLUTOB U JIOJIEK, CTENEHN (PUOPO3a NeYeHH,
4 TAKOKE HAIMYKA COYTCTBYIOIMX 3a00I€BAHUI TIEUe-
HH, KOTOPBIE HEBO3MOXKHO OIPEAEIUTh HEMHBA3UBHBL-
MU METOAAMU UCCIEAOBAHUA.

Mupnexc Hakomenus xenesa (MHT) B neuenn usme-
PAETCA HA CBEXEM WM 06PAO0TAHHOM Iapa(hrHOM Ma-
Tepuase u cocrasnder B Hopme 1,500 Mxr/r. Ucciepo-

PucyHok 12. [oMO3MroTHbIi 1 reTepo3uroTHbIN

TN HacnepoBa

HuA. AjanTupoBaHo u3 [16]

ff}}

o i -, i
ATREEHECEN
T3 HE T HEE

LY
I iijsm v il
e

T 1 e 0 1003 THEHL
B e L Hld

CHY Tanmpeamorssan CZAFY e o o i
HLAL Hs Hocnrens

16 10 T W o o T Wi

ST WATE pE BT aTIE
1 [ HLA ras | eamiy sl £
+
- Ry eapadm.
HEMD  psaws B2 50

! (i T e i TR BT

N HETEE HILS L - me i S

e
) oy E

2 T T e e v T HRE
HEL 0 [ s a3 1HE B
Hegimnama wamain

TR T8 rp o 0 s e 0o 4018 T, Omlr 0
HEHT Fa Hacmans. [ e S e
SL T T T FEE«E Pl Hetl
s S Pl |

MEIULIMHCKUM

BATEJN YTBEP/KAAIOT, YTO Y OOJBIIMHCTBA MAIUEHTOB C
HFE-acconmnposansbeiM HI' (prubpo3 neuenu He passu-
BaeTca 1o gocripkenus MHT yposusa 14,000 Mkr/r cyxo-
T'O BEC4, 4 COMYTCTBYIONIAA AIKOTOIbHAS MHTOKCHKALHS
SABJIAETCA TONBKO NOTEHIUPYIOMNM (DAKTOPOM JUIA PA3-
BUTHA (p1OPO3a y GOMBHBIX C HAKOIUIEHUEM JKENE3d B
neyenu [13).

HecmoTps Ha TO 4TO GHONCHS EYEHU MOXKET IIpe-
JIOCTABUTH BECHbMA IICHHYIO HH(POPMAIIUIO, OHA SBJIACT-
€ MHBA3MBHBIM METOZIOM MCCIE/IOBAHUS U CBA3aHA C
OIPEZIENIEHHBIM PUCKOM OCIOKHEHHIL. [103TOMY B Ha-
CTOAIEE BPEMS UCTIONb3YIOTCA COBPEMEHHBIE METOJIBI
OIIPEIEIEHNS HEKOTOPBIX KIMHUYECKUX ¥ OUOXUMIYE-
CKUX (PaKTOPOB JIIf BBUIBICHNA LIUPPO3d Y IALUEHTOB
¢ HFE-accormposanibiM HI Bbiio 0TMeueHo, 9To Jyis
MAIIMEHTOB MONOXe 40 JIET, ¢ TOMO3UTOTHBIM THIIOM
C282Y, yposHeM ¢peppuruna < 1000 Hr/mi1, HOpMab-
HbIMU TICYEHOUHBIMHM (DEPMEHTAMH HE XAPAKTEPHO
PA3BUTHE UPPO3a NIEYEHH, [IOITOMY B JAHHOM CIIydae
GUOIICHIO TIEYEHU HE TIPOBOJAT [7].

. JIEYEHWE TEMOXPOMATO3A

Tepamua reMoxpomarosa mpocta U 3(pQEKTUBHA.
Benecekuya (KPOBOIYCKaHHUE, (IeOOTOMHUA) 3APEKO-
MEH/I0BAIA O KaK 3(D(EKTUBHAS TIPOLIEAYPA, IO3BO-
JEIOWAA YAQIUTh U30BITOK JKEE32 O€3 3HAYUTENDHBIX
1060UHBIX 3()(PeKTOB. EC/IM HAYATb JIEYEHUE KPOBOIY-
CKAHHUEM [I0 PA3BUTHUA LUPPO32, TO BEPOATHO CHILKE-
Hue 320071€BAEMOCTH ¥ CMEPTHOCTH. HekoTophle Kiu-
HUYECKUE CUMIITOMBI TEMOXPOMATO3 JIYIIE O/IA0T-
€4 JIEYEHNIO 3TUM METOZIoM. HefloMoranue, yeTasocTs,
60JI1 B JKMBOTE, MUTMEHTALIUA KOXKU U HEOOXOAUMOCTD
UHBEKIUI MHCYIMHA IPU PA3BUTUN JMA6ETA CHIKA-
I0TCS GBICTPEE, YEM APTPONATHH U TUIIOTOHAU3M. YIu-
TBIBAsA 3TO, MOKHO OTMETHUTD, UTO PAHHEE BBIABICHHE U
HAYAIO JIEYEHUS NYTEM BEHECEKIUU JIOJUKHO OBITh
KpariHe 3(PEKTUBHO.

Jleue6Ho€ Kposomyckanue (500 M KPOBH), IO3BO-
JIAIOLIEE BHIBECTH 250 MI'Kene3a ¢ KaKLO IPOLEAypOH,
JIOJDKHO TPOBOJJATBCS EXEHE/AEBHO. Y HEKOTOPBIX MMa-
IUEHTOB JIOIYCTUMA BEHECEKIUA 2 Pa3a B HEEMO, B OT-
JIMYME OT TIOKIIBIX MAIUEHTOK, KOTOPBIM MOXHO ITyC-
KATb TOJIBKO MOJIOBUHY TIOPIIMHU KPOBHU 1 pa3 B HEAETIO.
[l nonmydeHust MOOKUTENBHOTO 3(eKTa HeOOXOH-
MO TIPOBEJEHUE MPOLEAYPBL IO JOCTIDKECHUS YPOBHA
CBIBOPOTOUHOTO (pepputriHA <50 HI/MJ U HACHIIAEMO-
cru TpaHcdeppuna 50%. HeobxoauMo KOHTPOIUpO-
BATb YPOBEHb I'EMATOKPUTA JIO KAKAOH BEHECEKIMU. 110
JAHHBIM AMEPUKAHCKON ACCOLMALMN UCCIEI0BATENEN
326071€BAHNH TIEUCHH, TEMATOKPUT HE JIOJDKEH CHIDKATD-
¢4 6ompme yeM Ha 20% NpU KOKIOH (reGOTOMUM.
Y KaK[oro manyenTa 0e3 OCIOKHEHUH ¢ KUKIOH IOp-
nuedl KpOBU YPOBEHb CBIBOPOTOYHOTO (PEPPUTHHA
najaer Ha 30 Hr/MIL D12 UHPOPMALHSA MOXKET OBbITh HC-
TIOJb30BAHA KAK PYKOBOJCTBO JUIA YCTAHOBJIEHUA TOY-
HOT'O KOJIMYECTBA YAAJIEHHOTO JKENE3A U3 MECT €TI0 Ha-
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KOmIeHud. O4YeHb BAKHO IIOMHHUTD, YTO Y HEKOTOPHIX
MALUEHTOB C Janexo samenmum HI' cymecrsoBanue
OKOJIO 30 I' aKKyMY/IIMPOBAHHOTO JKETE3A BEPOATHO T10-
TPEGYET HECKOMBKUX JIET POBEAEHUS HE/EIbHBIX W
JBYXHE/IEIBHBIX KYPCOB BEHECEKLMU. DT METONMKA HE
JOJDKHA TIPMBOAUTD K QaHEMUU Y HALIUEHTOB, €€ 331a4a
3aK/II0YAETCA B TOM, YTOOBI «BBIMBITD» JKEJIE30 U3 MECT
€r'0 HAKOIUICHHS.

[lepen OKOHYAHHEM Kyp-
ca (pne6oTOMUN HEOOXONIU-
MO HM3MEHHTb YdACTOTy IIPO-
BEZICHUA JAHHOM [IPOLIEAYPLL
YV OOJBIIMHCTBA MALHUEHTOB
OfjH4 TIOPLIUA KPOBU JOJDKHA
OparbCs KBKble 2—4 MecALa
C COOTBETCTBYIOIUM KOH-
TPOJIEM KOJUYECTBA KENE3d
IO YPOBHIO CBIBOPOTOYHOIO (DEPPUTHUHA 1 HACBILCHUA
TpaHceppuna. YacToTa NMPOBEJAEHUA BEHECEKLIUN
JOJIKHA PEIIATHCA MHAUBHUAYAILHO B KOKIOM KOHKDET-
HOM CJIy4ac.

OOBIMHO JJINTENLHOMY NPOBEACHUIO KPOBOIYCKA-
HUH Y IALMEHTOB CO 3HAUMTE/IbHOM KyMyJIALIMEH JKele-
34 NPEIATCTBYET BO3HHKAOWAA AHEMHA. DTO PEOKO
BCTpedaercd y 60/bHbIX HI ropasgo vame Takas peak-
1Y BO3HUKACT Y IIALUEHTOB € HE(PMEKTUBHBIM 3pUT-
POMO330M € BTOPUYHOM KyMyIALMEH kene3d. B jpan-
HOM CJIy44€ B KAYCCTBE ANBTEPHATUBHOIO JIEYCHUS MO-
KeT OBITh JOMYCTHMA TEPAIUA KOMILIEKCOOOPA30BaTe-
MU JledeHue e)ePOKCAMUHOM BKJIOUYAET TIOAKOXK-
HOE BBCJICHUE IIPENAPATa, BHI3BIBAIOIICIO BBICIEHHE C
Mouot ot 50 7o 100 mr xenesa B geHb. OQHAKO HAZI0
34METUTb, YTO IIPOBCACHHUE BEHECEKUUM JOCTYIIHEE,
OBICTPEE 11 S3KOHOMUYECKU BBITOJHEE.

Heo6x0iMMO OTMETUTB, UTO NPH IIPUMEHEHHH JIe-
YEHYH, CHIDKAIOIIETO YPOBEHD JKEJIE3, UUPPO3 IEYCHH
coxpausercd. HecMOTpA Ha BEHECEKUMUIO, TENATOLEN-
mosapHad kapruHoMa (THK) npogoiskaer pa3BuBaThb-
€4, YTO IPEACTABIACT ONPEAEICHHYIO YTPO3Y I AL-
€HTOB ¢ 1uppo3om. Ha camom gene emepraocTs ot THK
coctasisieT 30% Beex cmeprert or HIL CTOUT 3aMETUTD,
YTO B CJIy4ac NEPECAJKY TIEYCHH TTALUEHTAM C HEuar-
HOCTUPOBAHHBIM U He JiedeHHbIM HI, mocieonepariy-
OHHA4 BBLKMBAEMOCTb Y HUX HIKE, 4€M IIPH JIPYTHX
XPOHMYECKUX 3a00JICBAHUAX IICYCHH. 3HAUMUTC/IbHAS
POJIb B 3TOM IPUHAVIEAKUT CEPACYHON HELOCTATOUHO-
CTU 1 UH(EKLMOHHBIM OCJIOKHEHUSM.

Hcnonp3oBanue xenaTopos (AehepOKCAMUHA ME3H-
JIAT) UIPAeT MEHee BAKHYIO poJib npy JiedeHuy HI, yem
KPOBOIIYCKAaHUE., VX IPUMEHEHUE IIO3BOJLET YAAIATh
3HAYMTENBHO MEHBIINE KOMMYECTBA Kele3a (He bonee
100 mr B Hezemo). JeepoKcaMuH Clie/lyeT Ha3HAYaTh
OOJILHBIM C TAKENOH KAPAUOMUONATUEN ¥ HAPYIIEHUEM
purMa cepAua. B 31oil rpyme 60/bHbIX COUETAHHOE JIe-
YEHHE KPOBOIMYCKAHMEM M XEJIATOPAMH IIO3BOJAET yC-
KOPUTD YIAJIEHUE U30BITKOB XKENE3d U3 OPTAHU3MA.

B [na nonydeHus nonoxumesnbHo-
20 3¢hghekma Heobxodumo nposede-
Hue npoyedypsl 00 0oCMuXKeHuA
YPOBHA CbIBOPOMOYHO20 (heppu-
muHa <50 He/mn u Hacelwaemoc-
mu mpaxcgpeppura 50%.
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JedeporcamMuH (ecdepan) 06bIYHO UCTIONb3YETCs
y OOJILHBIX C BTOPUYHBIM I€MOXPOMATO30M IIPU aHe-
MUAX, B TOM CIY4a€, KOIYA KPOBOIYCKAHHSA TIPOTHBO-
NOK43aHbL [le(DEPOKCAMUH CBA3BIBAET UOHBI JKENE3,
(hopMupys AeHEPPUOKCAMUH, KOTOPBIHA BBIJENACTCA
¢ Mouoit (Ha 60—70%) u skemubio (30—40%). ITpena-
parT JKeJIATENbHO BBOAUTD BHYTPUBEHHO WM MOJAKOXK-
Ho. Jlo3a coctasnger 50
Mr/Kr/seca. [Ipenmapar o6brd-
HO XOpOIIO IEPEHOCUTCH.
[Ipyn ymeHbIIEHHH OOMMUX
3a1aCOB JKEJIE3a HA (POHE Jie-
YeHUsA ObUIM ONHCAHBI Pa3-
BUTHE KaTAPAKTHL, OTOTOK-
CUYHOCTb Y TIOPKEHUE CET-
YATKW I71432. OTH TIPOSBIIE-
HHUA OOBIMHO YMEHBIIAIOTCA
IPY OTMEHE NIPENApaTa U CHIKEHUHU JO3HI [1].

Hanbornee palliOHaIbHBIM U COBPEMEHHBIM ABJIAET-
€A UCTIONB30BAHNE Jle(PePasUpoKca (IKCumKana). [pe-
MAPAT BBIIYCKAETCA B (POPME TAOETOK UL OPAILHOTO
npuMeHeHus 1 copepxut 125, 250 wmm 500 Mr gede-
PA3UPOKCA. DKCHIPKAJL ABIAETCA NEPOPAIBHBIM TIPEMa-
PaToOM, KOTOPBIH CEIEKTUBHO CBA3BIBACT JKEIE30 (HA-
npumep, pagukanbl Fe3+). K BbIEYKa3aHHOMY CHCT-
BUIO MOXHO JIO0aBUTB, 4TO AE(PEPA3UPOKC HE AKTUBCH
IO OTHOMIEHUIO K IIMHKY ¥ M€/, YPOBEHb KOTOPBIX B
CBIBOPOTKE MOKET U3MEHATHCS B 3aBUCHMOCTH OT 3(-
(heKTUBHOCTU JiepepasupoKca. KIMHUYECKAs 3HAUM-
MOCTb BBIIIEYKA3aHHBIX JAHHBIX [0 KOHIIA HE fCHA. Pe-
3YJIBTATHI UCCIEN0BAHNA (hapPMAKOMHAMUKHU TIPENapa-
T IEMOHCTPUPYIOT BO3MOKHOCTb YBETMYEHNUS IKCKPE-
nuu skene3a (o 0,119; 0,329 u 0,445 mr Fe/kr Be-
Ca/7IeHb) TPU NPUMEHEHUN fiehepaszupokca (B 103U-

PucyHok 13. TpaHcnaaHTayua neyeHu. AgantupoBaHo u3 [17]
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poskax 10, 20 1 40 MI/Kr/feHb, COOTBETCTBEHHO). [1pn
3TOM BBUIEJICHUE JKEE32 IIPOUCXOUT IIPEUMYIIECT-
BEHHO C KAJIOM.

[Ipy HaIMYMK TUIIOMOTOPHON IUCKUHE3UY KALIEY-
HUK4, IIPY OTCYICTBUM CTYy/IA y IALKUEHTA B TCYCHUE
3 IHEN pallMOHAJIBHO IIPUMEHATD C1abuTenbHble. C Le-
JIbIO YMEHbIIEHN MHTOKCUKALIUY TIPOJYKTAMU OOMEHA
U TPEJOTBPAIIEHNA YCYTYOJIEHU CUMIITOMOB TI'€MO-
XpOMATO032 PEKOMEH[YETCH
TAKOM mpemnapat, Kaxk [ly/b-
KoJakc (6ucakonui), 6e30-
IACHOCTb U I(PPEKTUBHOCTD
KOTOPOI'O IIPY JICYEHUH 3d-
TI0Pa, JAKE IPU JIUTEILHOM
NPUMEHEHNH, KIMHUYECKH
nokazaHa. Tem 6Gonee, 9TO
JAHHBIE HOBOIO, HE3dBUCH-
MOI0 0030pa MCCIEAOBAHUM, KACAIOUMECA YaCTOTHI,
PACIPOCTPAHEHHOCTH Y JIEYEHHUS 3AI0PA, OIMYOIHKO-
BAHHBIE B HAcTOAmee Bpemsa B American Journal of
Gastroenterology(18), pa3BeMBAIOT MHOTHE YCTOSBIIN-
€ca MU(MBL O BPEAHOM BO3/ICHCTBUN CIAOUTEIbHBIX HA
CITU3KUCTYIO OO0JIOYKY KUIIEYHUKA U HEBO3MOKHOCTH
TNIPUMEHATD UX MPH MHOIUX (POPMAX TMIOTOHUM KU-
IICYHYKA.

Jlynpkonakc (6UCAKOAWI) OOECHEUMBACT CBOE Ha-
TNIPABJEHHOE JEHCTBUE B TOJCTON KHIIKE 61arogaps
obonouke Comfort Coating 1 HA3HAUAETCS B3POCIIBIM U
JeTaM crapuie 12 ner no 1—2 tabneTky Ha pUeM, Jie-
M 6—12 sier — 1o 1 Tabnerke 1 pa3 B CYTKU HA HOYb
W yIpoM 3a 30 MUHYT /10 €/bL.

UCCNEAOBAHWE YJIEHOB CEMbU
HA HANTUYUE TEMOXPOMATO3A

Beem 6imskuM poCcTBEHHUKAM 60/1bHBIX ¢ HFE-ac-
COLIMMPOBAHHBIM T'€MOXPOMATO30M JOJDKHO OBITh
IPEMIOAKEHO CKPUHUHIOBOE UCCIENOBAHUE UL BbLAB-
JIEHUA IeMOXpoMaro3a. OHO JOJLKHO BKIIOYATDH IEHE-
TUYECKOE TECTUPOBAHME HA Hamm4ue myrauuid HFE re-
H4, OIPE/EICHAUE CBIBOPOTOYHOTO JKEE3a LA MOyde-
HUS TAHHBIX O HACBIAEMOCTH TpaHCheppUHa U (ep-
puryHa. [Ipy HOPMAIBHBIX TIOKA3ATENAX KPOBU U OT-
CYTCTBMH FTOMO3UTIOTHOTO HOCUTENBCTBA C282Y mim re-
TEPO3UIOTHOrO HocHTebCTBa (C282Y/HO3D) Hamu-
yue HI'y 6/M3KUX POACTBEHHUKOB OOBIYHO HE XapaK-
TepHO. HO NOBbIIEHNE YPOBHA HACBIIEHUS TPaHCPED-
PHHA U CBIBOPOTOYHOTO (DEPPUTHHA B COYETAHHM C T€-
TEPOSUI'OTHBIM WM T'OMO3UI'OTHBIM HOCHTEIbCTBOM
myrauuit reHa HFE cBUETENbCTBYET B TI0JIb3Y IOCTA-
HOBKU JrarHo3a HI' m HEOOXOOMMOCTH IPOBEACHUA
Kypca (piebotomuu. [lepoe NOSBIEHNUE B CEMbE OOJb-
HOT'O IeMOXPOMATO30M TPEOyeT 0OA3aTENBHOTO TECTH-
posanua popurenert. Ecim ke myranud rena HFE ne
HAl/ICHA Y POAMTENEN, CIEAyeT IIPOBEPUTD €I0 HAIU-
9ye y APYIUX JeTeH B ceMbe. IIpu CKPMHUHIOBOM HC-
C/IEJOBAHNY BBIAB/LAIOT NOBBIIECHUE MHEKCA HAKOILIE-

B HecMomps Ha 8eHeceKyU1,
2enamouennoNapHas KapyuHo-
ma (TYK) npodonxaem pazsu-
8ambcA, Yymo npedcmasnaem
onpedesieHHyI0 y2po3y 014 na-
YueHmos ¢ YUppo3om.

50

HUf JKCJIE32 B IIEYECHU Y Oonee 4eM 25%; Ha4aIbHbIE
npossiaenusa Gpuobposa — y 10—15%; uuppos — y 3%
POZICTBEHHUKOB.

. MALMUEHTbI C 3ABOJIEBAHUAMW MEYEHU

BbUIM IPOBEAEHB! UCCIEN0BAHNA YACTOTHL MyTALIUU
rena HFE u Hapymenue MeTabonusMa ;Kenesa B rpyl-
IAX MANUeHToB ¢ nopdupuet (I1P), HearKOroNIbHbIM
crearorenaturom  (HCI),
XPOHMYECKUM TermaTutoM C
(XI'C) 1 aIKOTOJIbHBIM 110PA-
KeHneM nedeHn  (AIID).
B rpynne manuentos ¢ [10
OKOJIO IOJIOBUHBI IALUEH-
TOB MMEIOT MYTALMIO TI'€HA
HFE, u 10CTOBEpHO M3BECT-
HO, YTO 3T I1ATOJIOTUA XOPO-
O MOAJAETCA JIEYEHUIO BEHECEKUUEH. Berencrsue
9TOr0 BCEM nanpenTam ¢ I1P cieayer nponTH uccie-
JoBaHue, BesiBAomee Myranyu HFE. B cny4aix Bbiss-
nenus Al moxoxe, yro myranusa HFE ne Hecer OT-
BETCTBEHHOCTH 34 HEOOJIBIIOE BTOPUYHOE HOBBILIEHUE
JKEJIE3a, 9TO JOCTATOYHO XAPAKTEPHO 1A 3TON MATO-
Joruu. TaKKe HET CTOMKOIO MONOKUTENLHOTO 3(Pdek-
T4 OT NIPOBEICHHUA KPOBOIYCKaHKA marenTaM ¢ Allll
C HOPMaJILHBIM W/IM HAPYIIEHHBIM META00IU3MOM 3KE-
ne3a. Bpuo TpOBEAEHO OKOMO 12 UCCNEOBAHUN B
rpynme nanueHtos ¢ XI'C wua BoBaeHuA ceasu ¢ HFE
MYTALUEH U HAPYLEHUEM METa00MM3MAa xene3a. [Ipak-
TUYECKM BCE MCCICAOBAHUA IOKA3a1u OOJIEE 4acTyIo
BCTpeyaeMocTb MyTanuy HFE y 60JIbHBIX C TenaTuTom
C, 4eM B KOHTPOJIBHBIX I'pynmax. Hexkotopsle uccneno-
BAHUA JEMOHCTPUPYIOT CBA3b MEXK/Y MOBBIICHUEM JKE-
7e3a 1 myranueit HFE, Takyro ke, Kak MEx/y pasBUTH-
eM (pubpo3a NpU TAKENBIX 3a00NEBAHUAX IEUEHMU:
LUPPO3aX U TPAHC(POPMALUEN B IeNATOLEIUIIOIAPHYIO
KAPLUHOMY, TPEOYIOIMX NIEPECAAKY NIeUYeHU (puc. 13).
B Hacrosee BpeMsa PEKOMEHIOBAHO IIPOBEACHUE TEC-
Ta Ha MyTaumio HEE, ecim y manyentTa ¢ XI'C BBIABIECHO
HapylIeHHnEe OOMEHA KENeE3a. B 3aKII0UEHIE MOXKHO JI0-
6aBuTb, 4T0 AanHble B rpymmne ¢ HCI ykasplBaoT Ha
YBEJIMUEHHE YaCTOTHl BCTpeyaeMocTu MyTanuy HFE u
3(pHeKTUBHOCTD (HIIEGOTOMUM U XENATOPHOU Tepa-
iy, Ho BCe BBIIENPUBEAECHHBIE (DAKTBI TPEOYIOT JA/Ib-
HEUIMUX UCCACJOBAHUI.

Yacrora obHapyxenusa HbsAg y 6ombabix HI' 6oree
9eM B 2 Pa3a IPEBBIIACT TAKOBYIO Y 3OPOBBIX JIUI]
KOHTPOJIBHOM I'PyHIbl. CymeCTByeT YTBEPXKICHHE, YTO
IEPEHACBILEHUE JKEJIE30M CIOCOOCTBYET DPA3BUTUIO
XPOHMYECKOY BUPYCHOH MH(PEKLIMH, BO3MOXKHO, BCICH-
crBUE GIOKA/Ibl UMMYHHON PEAKTHBHOCTH OPraHM3Ma
Ha (DOHE NEPETPY3KU JKEIE3OM.

. HI U ATKOTOJ1b

Knmunnueckre HabMOAEHNS TOKA3bIBAIOT, YTO OOIb-
Hele HI ynoTpe6ioT 60IbIIIE ATKOTOIA, 9EM 30POBBIE




AYAbKOAAKC®
HazexcHoe ob/1erdaenne

Mpeackasyembii achhexT k AyAbionac
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JIOAY. MI3BECTHO, YTO AIKOTO/Ib CTUMY/IUPYET BCACHIBA- | 34, 3a00NEBAHUI IICYEHH, ABJIAIOMUXCA OCHOBHBIMU
HUE JKENe32 U3 KUIEYHUKA. [1paBia, KOHUEHTpauus | (Pakropamy, NIPEApacHoNaraiolUMU K HAKOIUIEHUIO
KEJIE3a B TIEYEHHU Y JIULL, 3T0YHOTPEOIAIOMMX AIKOTO- | IKEJIE3a B KIETKAX NIEYEHH, 4 TAKKE HAKOIUIEHUSA KeJle-
JIEM, HUKOT/IA He OBIBAET CTOJMb BBICOKOH, KAK y MalU- | 32 IIPU MAPEHTEPAIBHOM BBEAEHUH. CHHAPOM IEpe-
entos ¢ HI IPY3KH Y4ACTO BBIABIAETCA B COBPEMEHHON KIMHUYEC-

BompHoMy ¢ HI' jy4imie OTKa3aTbCA OT JOIOJIHU- KO TpaKTUKe. KauecTBO AMATHOCTUKU B HACTOAIIEE
TEJIbHOTO MOCTYIUIEHUA Xene3a ¢ mumeid. Cirefyer | BpeMA YIy4IUIOCh 61arofaps UCIOIb30BAHUIO IEHe-
BO3/ICPKATBCS OT YIOTPEONEHNS HEKOTOPBIX TIPOAYK- | THYECKOTO TECTUPOBAHUA. 32 HOCIEHUE HECKONBKUX
TOB U HAIUTKOB, COACPKAIIMX 3KEJIE30, HANPUMED: | JIET OBbUIO OOHAPYXKEHO, YTO MEHETPAHTHOCTD Y TOMO-
I'PEYHEBOI KAIIH, IIPUTOTOBJIEHHBIX IIOTPOXOB JKUBOT- | 3UIOTHBIX HOcUTeNel reHa C282Y COCTABIAET OKOIO
HBIX M NTHUL, A6JIOK, IPAHATOB, KPACHBIX BUH copTa | 50%. Tak Kak HapymeHUs OOMEHA JKee3a JOCTATOUHO

6opzo. XOPOIIO MOAJIAIOTCA TEPATUN, UMEET CMBICI UCHOJb-
30BaTh (pEOOTOMMIO KAK OCHOBHOH THII JIEYEHUS, A
M sakniouenme TAKKE HA3HAYATH XETATOPHI Kene3a (1ehepasuporc)
CHHZIPOM TIEPETPY3KH Kene3a (IEPBUYHOE U BTO- 1 pa3 B ieHb HATOMAK 32 30 MUHYT O IIPUEMA MUY
PUYHOE YBENMYEHHE KEN€3d KPOBU) — 3TO NATONO- | B OfHO U TO JKE BPEMSL.
T, BO3HUKAIOMASA HA (POHE HAPYIIECHUS SPUTPOIIO3- NC
JINTEPATYPA 4. Mariep KII Tenarur u nocaeactsus renaruta: [Ipakrudyeckoe

pyxosozctso. Ilep. ¢ nem. /Tog pepaxuuert A.A. emrymm-
Ha. — M. Jeotap Mexua» 2000. — 432 c.

5. Bacon BR, Britton RS. Hereditary hemochromatosis. In:
Feldman M, Friedman LS, Sleisenger M.H,, and Scharschmidt
BE, editors. Sleisenger and Fordtran’s gastrointestinal and
liver disease. Vol. 2. 7th ed. Philadelphia: Harcourt Health
Sciences; — 2002: 1261—8.

1. Apyrionos A.T, MBanukos 1.0, Ciotkun B.E. [lnarnocruxa u
JIEYEHHUE XPOHUUECKUX 3200JI€BAHMI IIEYEHH: PYyKOBOJCT-
BO. — M. dIpunt-Atenne», 2005. — 304 ¢. + BKIL

2. BOmNe3HY NEYEHN 1 KETIEBBIBOAAIINX MyTel: PyKOBOACTBO
s Bpaueit. /Tlop pepaxipmert BT Uamkuna. — M. OO0
Wspar. gom «M-Bectuy, 2002. — 416 ., ¢ wL

3. Ilepnox 111, iy [x. 3a60meBaHue NEYEHH U JKETIEBBIBOAIIX

myrert: TIpakTieCKoe pykoBoAiCTBO. Ilep.c ar /Tlo pefaktyett TIOMHbLiL CHUCOK UMEPAmypoL 661 MoNceme
3T Anpocutoit, HA. Myxuna, — M. «[30tap Meua», 1999. — 864 c. 3anpocumo 6 pedariyu.
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