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1.0Onpenenenue

I'emoxpomaro3 (MKb 10: E83.1- Hapymenust oOmMeHa »xkejne3a) — COCTOSHUE,
XapaKTepu3yromieecss N30BITOYHBIM HAKOTUICHHEM JKelle3a B OpraHax M TKaHSX, YTO
COIIPOBOXIACTCA:

- TIOSIBJICHUEM CBOOOJIHBIX HOHOB eJe3a B TIa3Me KPOBU, BHEKIIETOYHOM
MPOCTPAHCTBE U BHYTPH KIIETOK;

- OKHUCIUTCIbHBIMU ITOBPCKICHUAMUA OEJIKOB U KJIETOYHBIX CTPYKTYp, BEAYIIUMU
K THOeIun KJICTOK,

- IETEHEPATUBHO-TUCTPOPUUECKUMU U3MEHEHUSIMU U (PUOPO3HOU
TpaHc(opmalrei BOBJIEUEHHBIX B IPOLIECC OPTaHOB U TKaHEH;

- HEOOPAaTUMBIMU HAPYIICHUSIMH CTPYKTYPbI U QYyHKIUN MTEYEHH, CepIia,
MOIKEITYJOYHOM JKEJE3bl U IPYTUX OPTraHOB 3HIOKPHUHHOUN CUCTEMBI.

2. 2MUIeMHUOJIOTHS TEMOXPOMATO3a

3a0071€Ba€MOCTh CPEJIN KUTEJICH eBPOIEHCKOr0 COO0IIEeCTBa FEMOXPOMATO30M
cocrasiisieT oT 1:250 yenosek.

[Toxazarenu 3a0051€Ba€MOCTH T€MOXPOMATO30M CPEIU MpeICTaBUTENEH
HErpOUIHON packl HUXKE, YeM y JroAel apyrux stHudeckux rpymn (0,14:1000
HACeJIEHUs); B TO K€ BpeMsi, HallpuMep, CPeId UCIAHIIEB 3TH 3HAYECHHUSI BBILIIE:
0,27:1000 naceneHwus.

HacnenctBeHHbli reMoXpomMaTo3 BecTpeuaercs ¢ yactorou 1,5-3:1000 naceneHusl.
Camas pacripocTpaneHHas (popma HacieICTBEHHOro reMoxpomarosa (0onee 95%
BCEX CIIy4aeB) orocpenoBana 1syMsa MmytauusMu B rene HFE, nokain3oBaHHOM B
6-11 xpomocome (remoxpomatos | tuma): C282Y u H63D.

B mupe romosuroramu no mytanusm C282Y u H63D ssinsitorest 1,9 u 8,1%
HACEeJICHUS COOTBETCTBEHHO. [ eMoxpomMaro3 I Tma 9acTo BcTpedaeTcs y )KUTeleh
CesepHoii EBpomnbl. Tak, npumepno 93% nacenenus Mpnanauu sSBISIOTCS
TOMO3HMIOTHBIMH 110 MyTanuu C282Y.



3.DTHOJI0THS U TTATOTeHE3

[Teperpy3ka xene30M, BBI3bIBAIOIIAS TEMOXPOMATO3, MOXKET MPOUCXOIUTH TPEeMs
crioco0amu: MacCHBHOE TIEpOpaIbHOE IOTPEOJICHUE JKee3a, TTOBIIICHHAs
abcopOIus Kene3a Mpu HOPMaJIbHOM IMOTPEOJICHHUH Kelle3a, a TAKKE Ype3MEepHOe
IIPOM3BOJICTBO MJIM MAaCCUBHOE M YACTOE TIEPEITUBAHUE SPUTPOIUTOB.

Knaccuduxanus

B Tabnuie npeacTaBieHa KIacCH(PUKAIUS CHHIPOMOB NIEPETPY3KH KEIE30M B
3aBUCUMOCTH OT IPUYMHBI €T0 BOBHUKHOBEHHUSI.

Knaccuduxanys npudrH, BbI3BIBAIOIINX MIEPETPY3KY KEIE30M:

[TpuunHbI

HacnencrBenHbI reMOXpOMATO3,
cBs3aHHbId ¢ MmyTanuenn HFE:

C282Y/C282Y
C282Y/H63D
npyrue HFE myrtamuu

HacnenctBeHHbIli reMOXpOMATO3, HE
cBsizaHHbId ¢ myTanuend HFE,
00yCITOBJICHHBIN

I'emoyBeaunom (HIV)

Peneniropom tpancheppuna -2 (TfR2)
®epponoprom (SLC40A1)
I'encununom (HAMP)

AdpukaHCcKol nieperpy3Kon xesesa

BropnuHnas neperpyska xene3om

KenezonedbuuurHas anemus
Tamaccemus

CunepobiacTuyeckas aHeMHUst
XpoHHUYECKasi TEMOJTMTHICCKAST aHEMHUSI
Annactryeckas aHeMUS
HenocrarouHocTh TUpyBaTKMHA3HI
[TupuI0KCHH-IyBCTBUTEIbHAS AaHEMUS

CuHapoM napeHTepaibHOU
NEPErPY3KHU KEIE30M

ITepenuBanue 3pUTPOUTAPHON MACCHI
Beenenue npenapatos xkeies3a
JInuTenbHbIA reMOaUAIN3

XpoHuyeckue 00JIe3HU TIeYEHU

[Topdupun

I'ematur C

I'enatut B

AJnkorosibHas 60J1€3Hb IEUEHU
besankoronpHas 00s1€3Hb EUEHU
ITopTOKOBaILHOE LIYHTUPOBAHUE
KpOBH




JlucMeTaboIUTUYECKUI CUHIPOM
IIEPErPy3KH JKEJIE30M

JIpyrve npu4uHsL: HeonaranbHas neperpyska xenesa
AnepynomiazMuHeMUs
Bpoxxnennas arpancdeppunHemMust

HacnencrBennsiit remoxpomartos (HI') — monucucremuoe 3a0osieBaHue, B OCHOBE
KOTOPOTO JIS)KAT TCHETUYECKU 00y CIIOBJICHHBIC HAPYIIICHHSI METa0OM3Ma Kele3a,
MPUBOJISIIIINAE K €70 H30BITOYHOMY HAKOIIJICHUIO B OPTaHU3ME M TOKCHIECKOMY
MOBPEXKJICHUIO OPTAHOB U TKaHEH

B cooTBeTCTBUU C YCTAaHOBIICHHBIM T'€HETUUECKUM JIe(PEKTOM U XapaKTepHOU
KIIMHUKOJ1a00paTOPHOM KapTUHOM 3a00J1€BaHUS BBIJCIAIOT 4 TUTIA
HACJIEICTBEHHOTO reMoxpomaro3sa [3,4,]:

[ Tunm — HacnemyeTcs o ayTOCOMHO-PEIIECCUBHOMY MEXaHU3MY, 00YCIIOBIICH
myTausamu rena HFE, pacnionoxennoro Ha 6 xpomocome. Hanbonee yacto (y 87-
90% GousbHBIX) peructpupyercs mytanus C282Y — 3aMeHa 1UCTenHa Ha TUPO3UH
B 282-0i1 aMmuHOKUCHOTE. Pexxe BcTpewaercs myTtanust H63D — 3amMeHa nutuauHa
Ha ryaHuH B 63-eii amuHokuciuore [4,10];

IT Tvn — FOBEHWJIBHBIN T€MOXPOMATO3 BCTPEUAETCS PEIKO, O0YCIOBJICH MYy TaI[UIMHU
reia HAMP, oTBETCTBEHHOTO 3a CHUHTE3 I'elICHAMHA. [ encuanH OTBETCTBCHEH 3a
YMEHBILIEHUE BCACBIBAHUSA JKEJle3a B KUIIEUYHUKE, OTPAHUYECHUE €TO
BBICBOOOKIEHUS U3 JIENO B IEYEHHU U KOHTPOJIb 3a MOTJIOHIEHUEM Kelle3a
PETUKYJIO3HIOTEINAIBHBIMY KJIeTKaMU. 3a00JieBaHe MaHU(PECTUPYET B BO3PACTE
10-30 net. OH nposBiIsieTCs BBIPAXKEHHOU MEPETPY3KOM KEIE30M U OBICTPO
MIPOTPECCUPYIOLIEN CUMIITOMATUKON MOPAKEHUSI IEYEHU U CEPALIA.

III T — reHeTHYECKy0 OCHOBY COCTABIISIIOT MyTanuu reHa HJV, kogupyromero
CUHTE3 perenTopa s TpancheppuHa, KOTOPhI B CBOIO OYEPEIb YIACTBYET B
PETYJISAIUY BhIPaOOTKY TENCUANHA MPU TIEPETPY3Ke OPTaHU3Ma KEJIe30M.

IV Tun — reHeTH4ecKyr0 OCHOBY COCTaBIISIFOT MyTaru rena SLC40A1,
KOJMPYIOILIET0 CHHTE3 TPAHCIIOPTHOTO OeJKa pepponopTHHA, OCYIIECTBIISAIOLIETO
TpaHCMEMOpPaHHBIN TIEPEHOC Keye3a B SHTepoluTax. Knmuandeckuii 1e6roT
IPUXOJIUTCS Yalle BCETO Ha MOXKUIION BO3pacT. Y OOJIbHBIX HAOII01aeTCs
HaKOIIJICHHE )KeJie3a B PETUKYJIOAHIOTEINAIbHON CUCTEME, 3HAUUTEIBHO
NOBBILIAETCS YPOBEHb (heppUTHHA B CHIBOPOTKE KpoBU. Ha mo3nHux cragusx
noBbIIIaeTCs KO3 (GULIMEHT HACHIIICHUS TpaHC(EeppHHA KeJIe30M U MOSBISAETCS
OpraHHas CUMITOMATHUKA — LUPPO3 NEUYEHHU, CaXapHbIi AUA0ET, IOpaKEHUE
cepaua, CyCTaBoOB H Jp.



VY 601bHBIX TeMOXpOMATO30M a0COPOLIUS Kejle3a B KUIIIEUHUKE MOBBIIIACTCS TaKe
IPY HOPMAJIBLHOM COJEP’KaHUH dTOTO MUKPO3JIEMEHTa B ruiie. M30bTounoe
HAaKOIUICHUE )KeJie3a B KJIIETKAX MEYEHU U JPYTUX BHYTPEHHUX OPTraHOB BEAET K
JIETeHEPAaTUBHBIM U3MEHEHUSIM B HUX U K (PUOPO3y B COYETAHUH C HE3HAYUTEIIHLHO
BBIPAQKCHHON BOCITAJINTEIILHON PEAKIIUEN.

M36b1TOUHOE BCAChIBAaHUE KENe3a IPU FTeMOXPOMATO3€ CIIOCOOCTBYET YBEITNUCHUIO
KOJIMYECTBa JICMOHUpYyeMoro skeie3a 10 20-60 r. DTOT 30bITOK OTKJIAIbIBACTCS B
OCHOBHOM B MTAPEHXMMATO3HBIX KJIETKAaX MEYEHU, MOIKEITYJOUHOU JKeIe3bl U
cepana.

E>xerogHo npu HacieICTBEHHOM FeMOXpOMAaTo3€ B OpraHu3Me 0OJIbHOTO
HakaruuBaercs 0,5-1,0 rxenesza. Knuaudeckasi cumnromaTika 3a001eBaHus
BO3HMKAET MOCIIE JOCTHKEHUS CojiepKaHus o01ero xene3a ypoBHs 20 r.

Konuenrtparus xenes3a B neueru (B Hopme 7-100 mMxr Ha 100 Mr cyxoii Macchl) y
BceX 00JbHBIX remMoxpomaro3oM mpesbimaer 1000 mxr Ha 100 mr (To ecTh
coctaBisieT 1% cyxoil macchl nedeHun). KonmdecTBo xene3a B IeYeHU U
MOKETyJOUHOM kene3e yBennuuBaercs B 50-100 pa3, B cepaue - B 5-25 pa3, B
CEJE3EHKE, ITOYKaxX M KOXkKe - IpuMepHO B 5 pa3. K copoka rogam
IIPOrPECCUPYIOLIEE TOBPEKICHUE TKAHEW TPUBOJUT K LUPPO3Y NIEUCHHU.

[lepBOHaUaNbHO KEI€30 OTKIIAIBIBACTCS B KJIETKAX BHYTPEHHUX OPraHOB B
BOJIOpACTBOPHUMOi hopme, coaeprkaiieit 23% xenesa u 6enok pepputus. B
JajdbHENIeM, o Mepe MPOTrpecCUpOBaHUS 3a00JIEBaHUS KEJI€30 HAaKAIIMBACTCS
BO BHYTPEHHMX OpTraHax B BUJIE I'paHyJl OejKa reMocuiepuHa, coaepxkamumx 35%
kKese3a, OKPYKEHHBIX OJTHOCTIOMHON MeMOpaHoii. ['emocuiepus ¢ Tpyaom
MOOUIU3UPYETCS, COCTOUT U3 MOJIEKYJ (PeppUTHHA U TIPU OKPAIIUBAHUU JIA€T
MOJIOKHUTENIBHYIO PEAKIINI0 ¢ OepIMHCKOM J1a3ypbio (peakius [lepica).

[ToBpexacHHEe TKaHEH PHU TEMOXPOMATO3€ MPOUCXOIUT B Pe3yiIbTaTe
M30BITOYHOTO HAKOTUICHUS JKeJie3a. DTOT MPOIIECC CBSA3aH C pa3phIBOM
NePErpy>KEHHBIX JKEJIC30M JTM30COM U IMEPEKUCHBIM OKHUCICHHEM JIUITHIOB
CyOKJICTOYHBIX OpPTaHEeII.

Bropuunas wiu npuoOpeTeHHast Ieperpy3Kka *eiae30M pa3BUBACTCs BCIEICTBHE
MHOTOKPATHBIX TpaHCHY3UN SPUTPOIUTAPHON MACCHI U/ WJTH HATMYUS
Hed(PEKTUBHOTO IPUTPONO3a, XaPAKTEPHOTO ISl OOJBHBIX C HEKOTOPHIMHU
dbopmamu HACIIEICTBEHHBIX T€MOJUTUYECKUX aHeMul ([B-TamaccemMus,
CEPIIOBHUIHO-KJIETOYHASI aHEMHSI) U MUEJIOIUCIUIACTUYECKUMH CHHIPOMAMH.
Kaxmas tpancdysus 250 M1 3pUTpOIMTHON Macchl, TotyueHHast u3 420 M
JIOHOPCKOM KPOBH, cofiepkuT 200 Mr jkene3a, KoTopoe 0CBOOOXKIaeTCs
MakpodaraMu Cele3eHKH U MEeYCHH U PELUPKYIUPYET B OpraHU3Me pPEeLUIUEHTa.
CootBeTrcTBeHHO, mocie 20 reMoTpaHcdy3uil coiepkaHue jkelie3a B OpraHu3mMe
pELMIMEHTa YBEIMYUBACTCSI, TO-MEHbIIIEH Mepe, BABoe. M30bITOK jkene3a, He



WCIIOJIb30BAHHBIN JIJIs1 HYK]l 9PUTPOIOI3a, AOCTABISETCS TpaHCHEpPUHOM B
renaToUThl AJIs JJIMTENBHOTO XpaHeHus. PerynspHsie reMoTpaHcy3uu
MPUBOMST K MEPETIOTHEHUIO KEIE30M €MKOCTEN TpaHcheppuHa U KJIETOK MeUYeHU
Y, KaK PE3yJbTarT, MOSABICHUIO B Iu1asMe KpoBu N'TBI, Hakoruienuto xenesa B
OpraHax, He IPeAHA3HAYCHHBIX VISl XpAHEHUS 3al1acoB KeJe3a, B TOM YHCIIE B
CEpAILIE, UTO BEJIET K Pa3BUTHUIO TOKCUUECKOM Kapauomuonaruu. [locnennss
MPOSIBIISIETCS] APUTMUSIMU, HAPYIIIEHHUEM COKPATUTEIbHON CIIOCOOHOCTH cepAla 1
CIIY>)KUT OCHOBHOM NMPUYHNHON CMEPTH OOJIBHBIX 0OJIBIIION -TajmacceMueit, ¢
pPaHHEro JIETCTBA MOIYyYaIOINX PEryJspHbIC 3aMECTUTENbHbIE TPAaHCPY3UH
APUTPOLMTHON MacChl. J[pyrumMu KIMHUYECKUMH MOCIEACTBUAMU
NOCTTPaHC(PY3MOHHON MEPETPY3KH JKETIE30M SIBISIIOTCS] pa3BUTHE
bubpo3a/ppo3a NeueHu, caxapHoro auadera v IPyrux SHIOKPUHOATHMA



4 KnmuHU4YeCKre MPOsBICHUS

B cTraaniiHOM TeueHUU reMOXpPOMAaTO3a BBIIEISAIOT OECCUMIITOMHYIO MIEPETPY3KY
OpraHM3Ma KEJIE30M, CHHIPOM IIEPErpy3KH KEJIE30M C pAHHUMU
HECTIeIM(PUUESCKUMHU MTPOSBICHUSIMU, U CUHIPOM TEPErpy3KH KeJIe30M C
KJIMHWYECKH BBIPAXKECHHBIM ITIOPA)KEHUEM OPTaHOB-MUILIEHEW, COIPOBOXKAAOIUMCS
TSKEJIBIM HapyIIEHUEM UX QYHKIIUU U OCIIOKHEHUSMHU.

CumnToMbl 3a00JIeBaHMS 3aBUCST OT OpraHa, KOTOPBI 0oJiee BCEro mopaxeH,
OJTHAKO TMTOYTH BCE MAIMECHTHI KATYIOTCS Ha 3HAUUTEIbHYIO C1a00CTh U OBICTPYIO
yTomiiieMocTh. Hukakux cnenupuyeckux CMMITOMOB FreMOXpoMaTo3a He
cyliecTByeT. Halie BCero JuarHo3 CTaBUTCS Ha CTaiuu 3a00J1€BaHus, KOT/Ia yKe
MOCTPaJaIi HECKOJIBKO cucTeM. OT MEepPBhIX CUMIITOMOB 3a00JIEBaHHUS 10
Bepu(DUKAIIUU JUArHO3a MPOXOAUT OOBIYHO HE MEHEE JIECSATH JICT.

VY JKEHILUH C FeMOXPOMaTO30M CUMIITOMBI 3a00JI€BaHUS IIPOSIBIISIIOTCS B O0JIee
MO3JTHEM BO3paCTE, YEM Y MYKUMH, U3-3a MEHCTPYaJIbHOW KPOBONIOTEPHU, IOTEPU
«MaTEpUHCKOTO JKeJie3a» BO BpeMsi OEPEMEHHOCTH U aHTHOKCUIAHTHBIM

3¢ dekToM 3cTporeHa, u 3a00JIeBaHUE 10 HACTYIUIEHUS KIIMMAKTEPUIECKOTO
nepuoJia KIIMHUYECKH HUYeM ce0sl He MPOSIBIISET.

[Tpubnuzutenbuo y 50% y manueHToB ¢ CHMIITOMaMHU HACJIEACTBEHHOTO
reMOXpOoMaTo3a HaOI0JaeTCsl caxapHbli AMa0eT, PUCK €ro BO3HUKHOBEHUS
3HAYUTEIBHO BO3PACTAET Y TE€TEPO3UTOT.

[{nppo3 neuenun npucyrcrByeT y 70% nmanueHToB ¢ reMoxpomaTo3oM. B aton
rpynie NaqMeHToOB 3aMETHO MOBBIIIAETCS YaCTOTA FeNaTOLEIUTFOISPHON
KapLUHUHOMBI, KOTOpasi SIBJSIETCS OCHOBHOW MPUYMHON CMEPTH.

B cnydasx mpeBbillieHUs 3a11aCOB JKeJie3a B ISITh pa3 v 00Jiee BOSHUKAET
TUTIEPIIUTMEHTAIUS KOXKH, KOTOPast IBIISIETCS PE3yJIbTATOM OCAXKICHUS JKEJe3a U
MesnanuHa. [{BeT koxu rpudensHO-cephlil 1 Hanboee BIpaKeHHAsT TUTMEHTAITUS
B MMOJMBIIIIEYHBIX 00JIACTSIX, B TIaXy, HAPY>KHO MOJIOBBIX OpraHax, Ha CTapbIx
pyOI1aX ¥ OTKPBITHIX YACTSIX, BO PTy. BO3MOXXHO HaIn4yue MUrMEHTBIIUN
CJIIM3UCTOUN 00OJIOUKHU M CETUATKH TJIa3.

[TopakeHue cycTaBOB MPU FreMOXPOMATO3€ MPOSIBIIAETCS B BUJIE APTPAIITUA
(0OBIYHO BTOPOTO U TPETHETO MeTaKaprodaHTeaHCKuX cycTaBoB). Jlepopmariun
CYyCTaBOB IPU FeMOXPOMATO3€ OOBIYHO HE HACTYMAET, XOTS BO3MOKHBI
JIETCHEPATUBHBIE U3MEHEHUS CYCTaBOB. Y 3TUX NALMEHTOB, KaK IIPaBUIIO, B
CHHOBHAJIBHOM JKUJIKOCTH MOKHO HaWTH KpUCTaILIbl mupodocdaTa kanbius. Jis
MOJIMAPTPUTA IIPU FEMOXPOMATO3E XAPAKTEPHO, YTO JAKE ITOCIE HOPMAIU3ALUU
3aI1aCoB JKeJIe3a OH MOXKET II0-IIPEKHEMY IIPOIPECCUPOBATD.

OTnoxxeHue xeJie3a B BOJIOKHAX CCpI[C‘IHOﬁ MBbBIIBI U KJICTKAaX HpOBOI[?IIHeﬁ
CHUCTEMBI CEPpALIA MOXKET IIPUBECTU K HAPYIICHUIO PUTMa Ccepaua u/unn



WIS TAIIMIOHHON KapAMOMHONATHH, C Pa3BUTHEM B JIAJIbHEUIIIEM CepICUHON
HEJIOCTATOYHOCTH. B HEKOTOPBIX CIydasX MPOUCXOAUT MOJIHASI KOMITCHCAITUS
JICBOXKEITY I0UYKOBOM HEJIOCTATOYHOCTH TTOCJIC HOpMAJIU3AIlMK YPOBHS JKejie3a B
OpraHu3Me.

IIpu remoxpomMaTo3e BO3MOKHO pa3BUTHE TMIIOTOHAIU3MA U COOTBETCTBEHHO
UMIIOTEHIIUHU, 00YCIOBIEHHOTO TUTIOTAJIAMUUECKON H/IIK TUIIO(GU3apHON
HEJI0CTAaTOYHOCTHIO, MPUBOISIEH K HAPYIIEHUIO BHICBOOOXKIEHHUS TOPMOHA
TOHAJOTPOIIMHA.

OTnoxeHue xeie3a B HIHTOBPI,Z[HOfI »kelie3e OOBIYHO BEI3BIBACT THIIOTHUPCO3.

[leperpy3ka xxene3oM Makpo(aroB MOKET IPUBECTU K HAPYLIEHUIO (Parouuros3a u
CHIDKEHUIO HIMMYHHTETA, YTO MPUBOAUT K YBEIMUEHUIO pUCKa UH(PUIIMPOBAHUS OT
Listeria, Yersinia enterocolitica u Vibrio vulnificus.



5.JlmarHocTuka

AHFOpI/ITM AUArHOCTUKH I'EéMOXpOMaTO3a:

I Orcyrcrame cHMNTOMOR l Hamyme cumnromos I Popcraermx 1 crenesm poacTea
l BONEH rEMOXPOMATOIOM

Tpancheppis n GEppPUTHH CHIBOPOTEN KPOBM

4 v
CriBopoTodHE TPaHcheppuH < 45% CusopotouHLii TpaHcheppuH * 45%
W HODMANHLIA DepPUTIH W/ yBenMeHe GepprTiusa
* Y
HFE renorun
HeTt AaHHLIX Ha FeMOXPOMETO30M *
Cca2a8y/C288Y
Covearanme rerepoanror A 4 .
C288Y / H63D ®eppemits < 1000 mr/n Dappuri > 1000 mr/n
C288Y rerepoaurora 1 HOPMANTLME WM OBLIEHnE
wnu ne C288Y NEYEHOUHEIE hepMenTE neYeHoMHLIX GepMmeHTog

L v v

WckmounTs apyrue TepanesTweckoo 4

+
3aBONCEANMS NTENCHM s 3 KPOBONYCKAHWE
WM Xpoan + 6MonNCcKuRA neYeHn

BHONCHA Neenm

KanoObl 1 aHaMHE3: IPU NEPBUYHOM 00CIIETIOBAHUU OOJIbHBIX C MOJA03PEHUEM Ha
reMOXpoMaTo3 peKOMEH IyeTcsl 0OpaliaTh BHUMaHUE Ha HAJTU4Ke
HEMOTHBHUPOBAHHOM CJIa0OCTH, YTOMIIIEMOCTH, 00JIEN B MpaBOM noapedepbe,
apTpairuid, CHUXeHue JTUOU10, UMIIOTEHIMIO, TUIIEPITUTMEHTALIMIO KOXKH,
HapyLIeHUs pUTMa Cep/lla, CaxapHbId AUadeT.

®duzrkanbHOE 00CIe0BaHNE: PEKOMEHAYETCS MPOBOIUTH OCMOTP, BKIIFOUAIOIIIHIA

M3MEPEHUE POCTA U MACCHI Teja, OLIEHKY COCTOSIHUSI KOKHBIX TTIOKPOBOB U KOCTHO-
CYCTaBHOMW CHUCTEMBbI; BBISIBICHUE T'€MaTOCIUICHOMETAJIUU, TPU3HAKOB TUCHYHKIIUU
cepala, JIETKUX, IEYeHH, OPraHOB IHAOKPUHHON CUCTEMBI.

JlmarHoctuka neperpy3Ku Keyne3oM 0a3upyeTcs Ha CIEIYIOUX [1arax:

Onpenenenue ypoBHs CbIBOpOTOUHOTO TPD 1 OKCC, ecnu y naiueHTOB
CBIBOPOTOUHBIN TpaHcheppuH <45% 1 HOpMaJIbHBIN YpOBEHb (heppUTHHA, TO
JMArHOCTUYECKHUM TTOUCK JTOJDKEH OBITh MPEKPAIeH, TaHHBIX 33 TEMOXPOMAaTO3
HeT. B Tex cimydasix, korjia CbIBOPOTOUHBIN TpaHcheppuH >45% u/unu yBenudeH
YPOBEHb (PEppUTHHA B CHIBOPOTKE KPOBHU, TO MPOJIOKACTCS TUArHOCTHUCCKUI
TIOHCK.

CrnenyromuMm 1maroM JUarHoCTUYECKUX MEPONPUSATUN SIBISETCA T€HETUUECKOE
uccnenoBanue — onpenenenne HFE renoruna. [1pu BeIsIBIEHMH TOMO3UTOTHI
(C288Y/C288Y) nuarno3 HaclieJCTBEHHOTO FeMOXpOMaTO3a MOATBEPIK/ICH.



3arem 11 BepuUKalUK AUArHO3a U OTPEICIICHNS TAKTUKH BEJICHUS MAaIlMeHTa
HEO0OXOMMO OIICHUTh YPOBEHb aKTHBHOCTH aMHHOTpaHCcdepa3 U KOHIIEHTpaITu!
dbepputnHa B cbiBopoTKe KpoBH (<1000 mr/n u/umu >1000 mr/i1), 1 B 3aBUCUMOCTH
OT ATUX MOKa3aTeseii MPUHUMAETCS PEIICHUE O TePANeBTUIECKON TAKTUKE U
HEOOXOJMMOCTH TIPOBEICHISI ITyHKIIMOHHON OMOTICUY TIEUEHU (CM. CXEeMY).

VY narmentoB npu couetanuu retrepo3urot C288Y/H63D, a take C288Y
rerepo3uroT uiau He C288Y — HE0OX0AMMO TIIATEIBHOE UCKIIIOUEHUE IPYTUX
3a00J1eBaHUI NIEYEHH WM KPOBU (IIPH HEOOXOAMMOCTH MPOBEACHUE MYHKIIUOHHON
OMOIICHUY MTEYEHH) U 3aTEM IPUHUMAETCS PELICHUE O JICYEOHBIX KPOBOITYCKaHUSX.

Hawn6onee na)opMaTHBHBEIM METOIOM JUATHOCTHUKH IEPETPY3KH HKEIIC30M CITY)KHUT
OUOoIICHS MEYEHHU C TTOCIETYIOIMMU MOP(OIOTUYECKUM U TUCTOXUMUYECKUM
(okpacka no [lepabcy) uccinenoBaHusiMu, a Takke OMOXUMHYECKUM aHAIU30M
KOHIIEHTpaluu xene3a B Tkanu neuenu (Liver [ron Content, LIC). B nopme LIC
cocrasisiet 0,17—1,8 mr/r cyxoro Beca reyeHu, Npu reMoXpoMaTo3e MOKET
MIPEBBIMIATH 15 MI/T, 9TO aCCOIUUPYETCS C BBICOKMM PHUCKOM MTOPAKCHUS CepIia U
CMEPTH OT mporpeccupyromiero Gudposa neyeHu.

CoBpeMeHHBIM HH(POPMATUBHBIM U HEUHBA3UBHBIM METOJIOM JHUArHOCTUKHU
neperpys3Ku xkene3oM sBisiercss MPT niedenu u cepjiia B T2-B3BEIIECHHOM PEKUME,
KOTOPBIH MTO3BOJISIET BHISIBUTh HAKOIUICHUE JKEJI€3a B 3TUX OpraHax Ha
JOKJINHUYECKOM CTaJINH.



6.Jleuenue

1. Jluera. Het 70CTOBEPHBIX JOKA3aTE€ILCTB TOTO, UTO T€ WM UHBIC TUETHI BIUSIOT
Ha IpOorpeccupoBaHre remoxpomarosa. OJTHaKO HEKOTOPbIE aBTOPbI CYUTAIOT, YTO
OOJIbHBIM HACJIEICTBEHHBIM F€MOXPOMATO30M MOKa3aHa JAUETa C UCKIIIOUCHUEM
Yasi ¥ IUTPYCOBBIX, KOTOPBIE, [0 UX MHEHUIO, CIIOCOOCTBYIOT HAKOIUIICHHUIO
xene3a. be3yciaoBHO, OOJIBHBIM FréMOXPOMATO30M JIOJIKEH ObITh CTPOTO 3alpeIieH
QJIKOT0JIb, KOTOPBIN SIBJISIETCS OCHOBHBIM I€lIaTOTOKCUYHBIM BellecTBOM. Kpome
TOTO, OBLJIO JOKA3aHO, YTO 3TAHOJ CHU)KAET CUHTE3 TeIICH]INHA.

2.XCH3TOpBI — JICKAPCTBCHHBIC ITPCIIAPATHI, 06J1azxa}oume CITOCOOHOCTBIO
CBA3BIBATH U BBIBOJAWTDH U3 OpraHU3Ma M30BITOYHOE JKEJIE30.

K xenaropam jxene3a, 3aperectpupoBaHHbIM B PD, oTHOCUTCS Aedepo3upokc
(Oxcumxan, xaneny). [Ipencrasiser co00l KOMILIEKCOOOpa3y MUl TPOHHON
JUraHj, 00Jagaronid BBICOKMM CpoJIcTBOM K Fe3+ u cBs3bIBaromnii ero B
cootHomeHuu 2:1. [IpenapaT ycuIuBaeT S3KCKPELHIO JKeye3a MPEUMYIIECTBEHHO C
KaJIoM.

Hedepazupokec, MOKET HCIOIB30BAThCA y AeTel cTapiie 2 jgeT. HavanpHas no3a
nedepasupokca y geteit cocrasiser 20 Mr/kr/cyT BHYTpb. [Ipun HE0OX0aAMMOCTH
71032 MOKET OBITh MOCTEMEHHO (C MIaroM 5 MI/KI/CyT) TOBBIIIIEHA 70
MaKCUMaJbHOU, cocTaBisitonieit 40 Mr/Kr/cyT.

[Ipenapat xopoio abcopoupyercs mpu npreme BHyTpb. TabeTka pacTBOpseTCs B
BOJI€ (UK SI0JIOYHOM COKE) U IPUHUMAETCS B BUJIE HANTUTKA 1 pa3 B A€Hb.
[TpenapaT no3BOIsET BHIBOAUTH N30BITOK XKeJle3a HE TOJIBKO U3 TUIa3Mbl, HO U U3
MapeHXHUMbl OPraHoOB, B T. 4. U3 cepana. DPPEeKTUBHOCTb XeIal[Mi COCTABIISET
28% mpu MUPOKOM JuarnazoHe 03 U YPOBHEH Harpy3ku kesue3a. Metabomusm
nedepasupokca IPOUCXOANUT B IEUEHHU, @ €T0 META0OIUTHI BEIBOJSATCS
MPEUMYIIECTBEHHO € KajoM (84% 1103b1).

[TaenTaM npu JoCcTHXEHUU 1iesieBoi koHreHTpanuu CO (o6sraro 500-1 000
MKT/J1) HEOOXOJIMMO MPElyCMOTPETh MOCTENIEHHOE CHUYKEHUE JI03bI Mpenapara,
yTOOBI 00ecTeunTh noaaepkanue KoHueHTpauu CO B 3TOM LieIeBOM JUana3oHe.
Ecnu xonnentpauuu CO ocraercs cymectBeHHO Huke S00 MKr/, peKoMeHayeTcs
IPEKPaTUTh JICUEHUE NTPEnapaToM.

Hedepazupokc 06s1aaeT xopoiiei mepeHoCUMOCThI0. HexxenarenbHbie SBICHUS,
BO3HHKAIOIIME BO BPeMs IPOBEICHUS JICUCHUS, KaK MPABUJIIO, JIETKON U cpeHel
TsokecTd. Jledepa3supokc mpoTUBOTIOKa3aH OOJIBHBIM C TIOUCYHOM
HEJI0OCTATOYHOCTHIO WIIA CEPhE3HBIMU MTOYEUHBIMU HAPYIICHUSMU.

[Ipu ucnonwszoBanuu Jedepasupokca y gereit HEOOX0JUMO HOMHHUTH O
J10303aBUCUMBIX OCIOKHEHUSIX. [IpoOIeMbl cO CITyXOoM y MITaIINX JETEH C
OTHOCHUTEJIBHO HU3KOM HArpy3Ko# Kejne3a MOTYT BO3HUKATh YyBCTBUTEJbHBIC



HEPBHBIE HAPYIICHHUS TTO0 OTHOIICHUIO BRICOKOYACTOTHBIX 3BYKOB, IITYM B yIIIaX U
rryxota. TokcHYecKkre BIMSHUS HA T71a3a. CHMIITOMAaTHKA MOXKET COCTOSTh U3
HOYHOW CIICTIOTHI, HAPYIIICHHUIA [IBETOBOTO BHJICHUS, BU3YAJIbHBIX TIOJICH U
CHW)KCHHST OCTPOTHI 3pEHUs. 3aMeINICHNE POCTa MOKET BO3HUKATh MPH BBEJICHUH
CIMIIKOM OoJibIIuX 103 (> 40 Mr/kr). CKOpOCTH pocTa OBICTPO BOCCTAHABIMBACTCS
IIPYU CHUYKCHHH JI03BI 0 CTAaHIAPTHON BO3pacTHOM — MeHee 40 Mr/Kr/cyT. MOXXHO
HaOJIOIaTh PaXUTOMOJO00HBIE KOCTHBIC TTOPAKECHUS, HAPSAY C N3MEHEHUSIMU
MeTapu30B, UTO MPUBOJUT K YKOPOUEHHUIO TYJIOBHIIIA.

MOHUTOPUHT MOKa3aTeseil, OTpaKarOIINX CTENEHb MEPErPY3KH JKEIE30M:

-KpEaTUHUH ChIBOPOTKH — JIBAXK/BI 10 Hayaja Tepanuu aedepasupokcoM U ajee
€KEMECSIYHO;

-coJiepaHue Oenka B Mode (OOIIUi aHATIU3 MOUYN) — €KEMECSIUHO;

-akTuBHOCTH AJIT, ACT — exxeMecsadHo;

-KOHTPOJIb 3PEHUS U CIyXa — JI0 HavaJla XeJIaTOPHOW TepaIluy U Jlajiee €KeroIHo;
-pOCT ¥ Macca Teja — €KEroJHo y NauueHToB 10 18 mer.

MOHUTOPHUHT COAEpKaHMsI JKeJie3a B IIEUYCHU U CEPJIIIE TPOBOIUTCS C TIOMOIIBIO
MPT B pexxume T2* ¢ wactoTol 1 pa3 B rog y O0JbHBIX C YMEPEHHOU U TSAKEION
IEPErPy3KOH KeJiesa.

[To mokazanusiM MPOBOASATCS MCCIIEIOBAHNE KOCTHOTO MO3ra M OUOTICHUS TIEYSHH C
MOCIEAYIOIUMUA MOP(HOJOTUUECKUMU U TUCTOXUMUYECKUMHU UCCIICIOBAHUSIMU, a
TaKXe KOJUYECTBCHHBIM aHAIN30M COJECPKAHUS KeJie3a B TKaHU MEeUYeHU (Tpu
TSKEJION Meperpy3Ke Kee30M — €KEroHo).

3.Tepamnueit BbIOOpa MpU MEPBUYHOM IeMOXPOMATO3€ y B3POCIIBIX MAIIUEHTOB
ABJISICTCS KPOBOIYCKAaHUE. Y MEHbILIAsA KOJIMYECTBO 3PUTPOLIUTOB, KOTOPBIE
SIBJISIIOTCSI OCHOBHBIM MOOMJIM3AaTOPOM JKeJie3a B OPraHu3Me, TEM CaMbIM
YMEHBIIAETCS U CBOAUTCA K MUHUMYMY TOKCHYECKOE JIECTBUE XKeETe3a.

PexomennoBano nposeaenue kpopomyckanuii mo 500 mut 1 wnm 2 pasa B HEEmto
JI0 TOCTYOKEeHHS 11esieBoro ypoBHs depputuna 50—100 MKr/i1, 1 3aTeM JaHHBIHA
YpOBEHb (PeppUTHHA HEOOXOAUMO MOAIEPKUBAThH OKU3HEHHO.

B HacTosiiee Bpemst pa3pabaThIBalOTCsl TAKUE METObI TEPAIlu, KaK MUHU-
rencuanH, aronuct BMP6 u antaronuct TMPRSS6, kotopbie, BO3MOXHO, Oy 1y T
JOCTYIHBI IO CTOUMOCTH TE€panuu, He OyAyT UMETh Cephe3HBIX MOOOYHBIX

3¢ ($eKToB U OyAyT UCTOIB30BATHCS JIJIsl TEPAIIUU HACIEACTBEHHOIO
reMOXpOoMaro3a.



7 .Ilporuo3s

[Iporno3 remoxpomaro3a OJaronpusTHBIA y T€X MaMeHTOB, KOTOPHIM
MEPOTIPHUSTHSI IO BRIBEJICHUIO N30BITKA JKeJIe3a U3 OpraHn3Ma ObUTM HadaThl JI0
Hauasia OpMUPOBAHUS LIUPPO3a NEUEHH U JPYTUX OCI0KHEHUH TeéMOXpOMaTo3a,
4TO BO3MOXKHO IPH PaHHEH TNAarHOCTHUKE 3a00JIeBaHMUS.

Cpennsist mpoI0JKUTENBHOCTD KU3HU 00JIbHBIX (0€3 nmpru3HakoB ¢pudpo3a u
[IUppO3a MEeUeHH ), KOTOPHIC JICUUITUCH KPOBOITYCKAaHHEM, 3HAYUTEIILHO BBIIIE, YEM
y TAIUEHTOB, KOTOPHIM KPOBOITYCKaHUE HE TTPOBOIUIIOCH.

[Tporuo3s 6e3 neuenus: HebmaronpusTHIN. CpeaHss TPOAOKUTEIBHOCTD KU3HH
NAlMEHTOB MOCJIE YCTAHOBIIEHUS TMAarHO3a MPHU OTCYTCTBUM JICUEHUS HE
npesbiiiaet 4-5 ner. [lpuunHoi rudenan MOryT ObITh IEYEHOYHAS WK
nuadeTrudecKas KoMa, OCTpPO€ KPOBOTEUEHUE U3 BAPUKO3HO-PACIIMPEHHBIX BEH
NUIIEBOA U KEITYJKA, CEpACYHAs HEJOCTATOYHOCTb.

OCHOBHBIMH TIPUYNHAMHA CMEPTHOCTH OOJIBHBIX TEMOXPOMATO30M SIBIISTFOTCS
nuppo3 neuenu (32%) u renarouesuioisipaas kapiuHoma (23,1%).
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