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BBenenne. HacnencTBeHHBIM TeMoXpoMaro3 — 3a00J€BaHHE, KOTOPOE
MPENCTaBIIeT COOOW yBEIMUYECHHE YpPOBHS JKeJe3a B KPOBU, CBS3aHHOE C
HACJICNCTBEHHBIM  JepexkToM  meTabonm3ma, W3-3a  KOTOPOTO  HapyIIaeTcs
BO3MOYKHOCTH KJIETOK OpraHM3Ma TOTJIOMAaTh Keje30. B xo1e MHOTHX MCClenoBaHnN
OBLJIO BBISBICHO, 4TO 85% manueHToB ¢ TUMHYHOU (opmoit HI' roMOo3UroTHHI 1o
C282Y. Kpome Toro, 3-5% manMeHTOB HMEIOT TIeTEPO3UTOTHYIO hopMy
(C282Y/H63D). Ha cerognsimiHuii JeHb MHOTOUYUCIICHHBIC WCCICAOBAHUS 10
JTaHHOMY 3a00JICBAaHUIO YKa3bIBAIOT Ha psj MyTalui, He cBsi3aHHbIX, ¢ HFE, a
TOSIBJISIONINXCSL B CBSI3M C TMOBPSKICHHEM JAPYTMX T'€HOB, OTBCYAIONIUX 3a OOMEH
JKejie3a B OpraHu3Me, TaKuxX, Kak: (pepponopTuH-1, KOTOpPHUA HUEPAET BaXKHEHUIIIYIO
pOJIb B TpPAHCIOPTE JKeje3a dYepe3 MeMOpaHy SHTEPOIHTa, TpaHCHEPPUHOBBIM

peuenTtop-2 TENaTOIUTOB W TENCUAWH — O€JIOK, CUHTE3UPYEMbId B TI€UYECHHU,
perynupyomuii abcopoiuto xenesa [1].
Heanb HCCJIeI0BaAHM . YcTra"HoBUTH MIPUYHAHBI BO3HUKHOBEHUS

HACJIEJICTBEHHOI0 IeMOXpOMaTo3a, HCCIEN0BaTH\4aCTOTY BCTPEYAEMOCTH JAHHOTO
3a00JIeBaHUSI.

Marepuanbl 1 MeTOAbl. MarepuajiaMi HCCIEHOBAHUS SIBUJIMCh APXUBHBIE
JAHHBIE M0 YacTOTE BCTPEUYAEMOCTH AAHHOTO 3a00JIEBaHMS, a TaKXkKe MyOJIUKaIlIUH,
cojepkauie  MHPOPMALUIO O~ wIPHUYMHAX  TOSBJICHUS  HACJIEICTBEHHOTO
reMoXpomarosa.

PesyabTaThl uccaenoBanuii. Yactora reHa HaCIEACTBEHHOIO TEMOXpPOMATO3a
CpelMd HAaceJIeHHUsl COCTaBJSET HpumepHo 9%, cpear KOTOPBIX BCTPEYAEMOCTh
MOHO3HUT'OTHOTO HOCHUTENBCTBA wcocTaBisieT 0,45%. BrlienepeuncieHHbIe JTaHHbBIE
MO3BOJISIIOT MOHATH, MTO. paHEe CYIIECTBOBABIIEE MHEHHE OBLJIO HEBEPHBIM, MO0
HACJICICTBEHHBIN _FEMOXPOMATO3 HA CETONHSIIHUN JI€Hb MOYKHO OTHECTH K YHUCIY
HanOoJiee YacTO BCTPEUAIONIMXCS HACIEICTBEHHO OOYCIOBJICHHBIX 3a00JICBAHUM,
CBSA3aHHBIX ¢’ HapymieHueMm oOMeHa BemlecTB. MaHudecTHbie (HOpMBI MOpaKEHUS
Ne4YeHH, OOYCIOBICHHbIE HACJIEICTBEHHBIM I'€MOXPOMATO30M, BCTPEUAIOTCS CpPEIu
Bcero Hacesenns 2 ciydas Ha 1000 sxureneit. [Ipeobmanatomuii Bo3pact — 50-60 mer.
LUpeobranaronuii mosn — myxckoit (8:1). [2].

['emoxpomaro3 mpeacTaBisieT coOOi 0O0JE€3Hb «HAKOIUJICHHS, CBSI3AHHYIO C
KyMyJISAIME kene3a B opranuzme. [1o 3THonorun reMoxpomaTos nojapasiessiercs Ha
NEepPBUYHBIA M BTOpUYHBINA. [lepBUYHBIN TreMOXpomMaTo3 BO3HHUKAE€T B CBS3U C
NOSIBJIEHUEM PA3JIMYHOTO POJia TEHETMYECKHUMH MyTauusiMd. MTOrm reHeTmyeckux
UCCJIEIOBAHUM  YKa3bIBAIOT HA TO, YTO JAE(PEKTHbIA TI€H HaCIeICTBEHHOTO
reMoXpomaro3a JIOKaJIM30BaH B KOPOTKOM Iuiede 6-0i1 xpomocoMbl. OH KOJIUpYET
TPaHCMEMOpPAHHBIA TJIUKOMPOTEUH, KOTOPBIM CXOJEH IO CBOEMY CTPOEHHUIO C
MOJIEKYJISIPHBIM KOMILJIEKCOM rucrocoBmectumocty II kiacca.
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B Hacrosmee Bpems  M3BECTHO 5  MyTauud, JE€TEPMHUHHUPYIOLIMX
BO3HMKHOBEHHUE MOSBIEHUE ATOT0 3a00jeBaHus, HO HauOoJiee 4acTO BCTPEYAIOTCS
nBa BapuaHta — Myrauuun C282Y wu H63D (macnenctBennniii  HFE-
aCCOIIMMPOBAHHBIM remoxpomaro3). Camblii pacnpoCTpaHEHHbIH BapUAHT —
remoxpomaro3 | Tuma. Ilpu atom B rene HFE wumeercs nedekrt: 3amereHue
HYKJICOTUJA TyaHUH B TOJIOKEHHH 845 Ha aJcHWH, KOTOPBIM NPUBOIUT K 3aMEHE
AMHUHOKHUCJIOTHI IIUCTEHMHA B 1Mo3uIMu 282 Ha Tupo3uH B Mosiekysne HFE (u3menenue,
umenyemoe C282Y). Jlpyroi Bapuant myraunun — H63D, B KOTOpOH HYKICOTH]
ryannH B 187 mo3numm rena HFE 3amemaer nMTO3MH, NPUBOIAIIMN K. 3aMEHE
AMHHOKHUCJIOTHI TUcTHIMHA B 63 mo3uiuu B 0enke HFE Ha acmaprat, u S65C (3ameHa
aJicHMHa Ha TUMUAUH B 193 monokennu, 65 aMUHOKHCIIOTA — IMCTESHH 'BMECTO
cepuHa). [2].

HecmoTps Ha BBICOKYIO paclpOCTPAaHEHHOCTh TaHHOW MYTAllMU OHA HE BO BCEX
ClIy4asiX XapaKTepuszyercs KaKUMHU-TO (PEHOTUINHYECKUMHU TPOABICHUIMH, HOO
OOJBIIMHCTBO JAE€(PEKTHl T€HOMa SIBIISIIOTCS TETEPO3UTOTHBIMHA HW. HE MPOSBIISIOTCS
U3MEHEHUSIMU B MeTaboIM3Me Keje3a B opranusme. Bicmydasx rerepo3uroTHOCTH
BEPOSITHOCTh KYMYJISIIMU JKejie3a B CBSI3M C IIE€PETPy3KOM UMM OpraHu3ma
Ype3BbIYaiHO Maya U cocTaBiseT 4%. OQHaKko eciy 4YeJOBEK SIBIIETCS HOCUTEIIEM
nepEeKTHOro reHa, TO APyrue MOpakeHUs MeueHU, Takhe Kak renaTuTbl (0OCOOCHHO
renatuT C), MOTYT IPOTEKATh TSKEJIEE U NEPErPY3Ka KeJIEe30M IIEUEHH, HECMOTPS Ha
TO, YTO OHa OyJeT HAMHOTO MEHbIIE, YeM TPHU TOMO3UTOTHOM HACIEACTBEHHOM
reMOXpOMAaTO3€, YTO B CBOKO OYEPEAb MOKET OQTPHUIATEIBHO CKa3bIBATHCS HA TEUEHUN
OCHOBHOTO 3a00JIeBaHUA, BIUIOTh [0,/ TOrQ, UTO OyJIeT BbBI3bIBATH 3aTpPyIHEHHUE
JICYECHMUS.

B cBow ouepenp NpUUMHOM KIMHUYECKOTO MPOSIBICHUS HACJEICTBEHHOIO
reMoxpomaro3a SBJISIOTCS L[OMO3WFOTHbIE MyTaluu. Y JIHMI[ C TOMO3MTOTHOU
MyTalyeil TeHa MpoucCXout, u3MeHeHne ahpPuHuTeTa perenTopoB TpaHcheppruHa K
CBOEMY JIMTaHAy (TpaHC(EPpPHUHY), YTO KaK CIEJACTBUE MPUBOAUT K H30BITOUHOMN
KYMYJISILAM JK€JIe3a BHYTPU KIETKu. [3].

['enetndeckue qeEeKThI SBISIOTCS MPUIMHAMU O€CKOHTPOJIBHOTO BCACHIBAHUS
’Keje3a B JBEHAAUATHIEPCTHON KUIIKE M HACBIIIEHUS TpaHCPEepprHa, YBEITUUCHHUIO
CBIBOPOTOYHOTI'O, (heppuUTHHA U Keie3a, JACNOHUPOBAHUIO JKejle3a B  BUIE
reMocujiepiia U eppuTuHa B OpraHax M TKaHAX, B IMEPBYIO OYEpelb B TaKHUX
opraHax Kak IeueHb, CeJIe3eHKa, OKETyI0UHasl Xkene3a u cepaie. CUHTe3upyemblie
HA MOYBE MEpEerpy3kd MEYEHH KeJIe30M CBOOOJHBIE pagUKallbl 3aIMyCKalOT KacKa
peakiiiii TMEepeKUCHOrO0 OKUCIEHUS JIMMHJOB, NPUBOJALIME K TOBPEKICHUIO
KJIETOYHBIX MEMOpaH, yIbTPACTPYKTYp TeMaTOIMTOB U KaK CJICJICTBUE HAPYIICHUE UX
CTPYKTYphI HaOII0JaeTCsl yTHETEHNE CUHTE3a KoJIlarexa. [2].

ITpu HFE-accounnpoBaHHOM reMOXpOMAaTO3€ MOTJIOMIEHUE XKEIE3a BO3PACTAET
ot 1,5 mo 2,5 Mr/cyT 3a c4eT yyacTus B MPOIIECCe BCACHIBAHUS JABEHAAIATUIIEPCTHON
kuku. HecMoTpss Ha pasHuny B HakoruieHuH kenesa npu HFE-accomuuposannom
HI', nepBble kiIMHUYECKHE MPU3HAKK 3a00J€BaHus AAlOT O ceOe 3HaTh IpH 00IIeM
KOJIMYECTBE skene3a cbime 20 1. [1].
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BoiBoabl. Takum 00pa3om, pa3BUTHE TEMOXpPOMATO3a B OOJIBIIMHCTBE CIIy4acB
CBSI3aHO C TrOMO3UTOTHBIM coctosgHueM myrtanuu C282Y B rene HFE. Ilpu sTom
0,45% mnpencraBuTeneil JNaHHOTO 3a00JeBaHUsl SBISIOTCS TOMO3UTOTHBIMHU T10
myTtauu C282Y, HO, KaK MPaBUIIO, TOJIBKO Y MOJIOBUHBI TOMO3UIOTHBIX HOCHUTEIEH
HAOJIIOAIOTCSL  KIMHUYECKUE TMpU3HAKW reMoxpomaro3a. [lpu rerepo3urorHom
HOCHUTEIIbCTBE KJIMHUYECKH BbIPAKEHHBbIE CHUMITOMBI BCTPEYAIOTCS JIUIIb B
MO/IABJISIFOIIIEM MEHBIIMHCTBE CITy4aeB, MPU 3TOM BAKHEUIITYIO POJIb UTPAECT HAIUYUE
mytaunid H63D u S65C.
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Summary

HEREDITARY HEMOCHROMATOSIS
Konyushenko A.A., Beridze:R.M., Kalinin A.L.
Gomel State Medical University
Hereditary hemochromatosis is a diSease that is an increase in the level of iron
in the blood, associated with a hereditary metabolic defect, due to which the ability of
the body cells to absorb iron is disturbed.
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BBenenue.  AnkoronbHbld  aOcTtuHeHTHBI — cuHapom  (AAC) -
CHMIITOMOKOMIUIEKC ~COMAaTHYECKHUX, HEBPOJOTMYECKUX IICHXONATOJIOIMYECKUX
pPacCTpOMCTB, BO3HUKAIOUIUMX MpPH MPEKPAICHUH YHOTPEOJCHUS alKOrojs WIn
cHKeHnun ero n03. [1] AAC He ToJNbKO sBJseTCS Hanbojee JAOCTOBEPHBIM
INPU3HAKOM aJIKOIrOJiM3Ma, HO M OJHOM W3 MNPUYMH BO3HUKHOBEHUS TSKEIBIX
ocnokHeHnil. BoemHss cumnromatuka nposiieHnid  AAC  compsbkeHa  C
BBIPKEHHBIMU META00JMYECKUMH HAPYIICHUSIMU B OPraHU3ME.

3nauenne aMuHOKHUCIOT (AK) ompenenseTcss uMX YHUKAJIbHOMW POJBIO B
IIOCTPOCHUM M IPOMEKYTOUHOM CHHTE3€ OCHOBHBIX CTPYKTYPHBIX KOMITOHEHTOB
KJIeTOK  (Oenku, HYKJIEHMHOBBIE  KHCIOTBI, HHU3KOMOJIEKYJISIDHBIE  a30T- U
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