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Helcomopbze mazxcensvie 3a607€8aHUA BHAUAE HE 0ArOM CUMNINOMOB.

Nedununus. OOLIENPUHATOTO OIpesieieHNs Tep-
BUYHOrO (HacJIeZICTBeHHOr0) reMOXpOMaTo3a He Cylle-
ctByeT. IIpuBesieM /1Ba HanboJiee TOYHBIX, MO HALIEMY
MHEHHUIO, OIIpe/iesIeHNs] 3TOi OOJIe3HM.

HacrencTBeHHbIN reMOXpOMaTo3 — 3TO MOHOAJUIENb-
HOE ayTOCOMHO-PelleCCHBHOe, TeHeTUYeCcKH 00y CJIOBIIeH-
Hoe 3a60J1eBaHNe, BeZlyliiee K U30bITOYHOMY BCACBIBAHHIO
B JKeJIy/JOUHO-KUIIeYHOM TPaKTe jkejle3a U Ieperpyske
UM KJIETOK BHYTPEHHHX OpPraHOB C H3MEHEHHWeM WX
CTPYKTYPBI ¥ HapylieHreM QyHKIUH [2].

HacnezicTBeHHbII (TIepBUYHBIN) reMOXPOMATO3 — 3TO
HLA-acconumpoBaHHOe 3a601eBaHYe TeHEeTUYeCKOH MPH-
POZIbI C ayTOCOMHO-PELIeCCHBHBIM TUIIOM HaCJ/eZIoBaHV,
obycioBeHHOe ledpextoM HFE-TeHa, KOTOPOe IPHUBOAT
K TIOBBILIEHHOMY BCAChIBAHUIO KeJie3a B MUIeBAPUTeEIb-
HOM TPaKTe C [IePBUYHBIM ero OTJIOKeHNeM B [IeYeHH, a 3a-
TeM U B JIPyTUX BHYTPEHHUX OpraHax ¢ M3MeHeHWeM MX
CTPYKTYPBI U HapyIreHreM GpyHKIui [7].

TepmuHoJ0OrUs. BriepBbie onvicanye 3Toi 60J1e3HU
ObL10 pezcTaBieHo GppaHiy3ckumu Bpadyamu C. E. Tro-
isier (1848-1919) — B 1871 roay (Bull. Soc. Anat. Pa-
ris, 1871), a takxe V. C. Hanot (1844-1893) u
A. M. E. Chauffard (1855-1932) — B 1882 rozy (Rev.
Med., 1882; 2: 385-403), 1 nepBoHaYaJIbHO OHA MMe-
HoBaslach 6ose3Hpi0 (cuHApoMoM) Tpyasbe — AHO —
[Toddapa [19].

Tepmun <«zemoxpomamos» (hemochromatosis) 6bin
npeioxeH F. D. Recklinghausen B 1889 roxy (Berlin.
Klin. Wschr., 1889; 21: 857-872) [4]. B 1935 roxmy
J. H. Sheldon ycranoBun Hanuune reHeTH4eCKUX OTKIIO-
HeHUii B MeTaboJIM3Me KeJie3a IpU 3TOM 3a00JIeBaHuH,
a B 1964 roxy R. G. MacDonald noarsepaun reHeTrdec-
KYIO IIPUPOZY TIePBUYHOTO (HAC/IeZICTBEHHOT0) FeMOXPO-
Mmaro3sa [4, 10].

B nporiecce n3y4eHns reMOXpoMaTo3a ObLIo Bbljierie-
HO 3 GOpMBI 3TOT0 3a060JIeBaHUS:

1) mepBuyHasi (Kaccuyeckasi), TeHETUYECKH 0OycC-
JIOBJIEHHAs], — HACJIeZICTBEHHBIN reMOXPOMATo3, PH KO-
TOPOM JKeJie30 MPOHUKAET B KJIeTKM MapeHXUMAaTO3HbIX
OpraHoB (IedyeHb, MOKeJyZlOYHAsA Xejie3a U [p.),
BBI3bIBAs UX MIOPAXKEHNE;
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2) BTOpUYHBIN (IPUOOPETEHHBIN) CMHAPOM Iepe-
TPY3KH JKesie30M (CHZep03): TajacCeMUu; CUepob-
JIACTHBIE aHEMUW, XapaKTepu3ytomyecs: HeaQPeKTHBHBIM
reMOII0330M, a TaKXe XPOHMYecKre reMOJIUTHYeCKUe
aHeMHU; MHOTOKPaTHbIe reMOTpaHCPy3uM; XpOHUYec-
KWW reMoznanu3 (reMocuziepos), Mpu KOTOPOM Ke-
J1e30 HaKaIIUBAeTCAd NPeuMYIeCTBeHHO B KJIeTKaX
PeTHKYJIO9H/IOTeIMANbHONW CUCTeMbl — (aronuru-
pylomux Makpogarax;

3) penxue GOpMbI CHHAPOMA Teperpy3KH JKee30M:
HeOHATaJIbHBII reMOXpPOMATo3; alepyJIolia3MUHeMuS;
HacJezicTBeHHas arpaHcheppunemus [10].

B cratbe 00OCyXZIaeTcsi TOJIBKO TepBUYHasA (HAcyen-
CTBeHHas, Kaccideckast) popma reMoxpomaTosa.

CHHOHHMBI. B pazHoe BpeMsi 3Ty 60JI€3Hb IMEHOBA-
71 GPOH30BBIM ANAOETOM, IMTMEHTHBIM [IUPPO30OM IIe-
vyenu (cirrhosis pigmentosa), UAMOMATMYECKUM T'eMO-
XpOMaTo30M, 1abeTUYeCKUM MUTMEHTHBIM LIIPPO30M
nedeHy ¥ ip. OZHAKO YTBepAUJICA U UCTIONIb3YeTCs B OC-
HOBHOM TEDMUH <«nepeuuHblil (HACIe0CMBEHHbIIL) 2eMO-
xpomamo3s» (primary hereditary hemochromatosis).

PacnpocTpaneHHOCTb. [1epBrYHbIN (HACTIe/[CTBEH-
HbI1) TeMOXpOMATO3 — 3TO BecbMa pacrpoCTpaHeHHOe
3aboneBanue. Ero yacrora Bapbupyer B mpezenax 1,5—
5,9 Ha 1000 HaceneHus, 4TO COOTBETCTBYeT 1 CiIy4aro Ha
200-500 uenosek (0,3-0,5% B nonyAuum). A 4yacrora
natosorndeckoro resa (HFE) eme Bbmme — 1:8-10
[2, 5, 6, 8, 29]. Bonee 3HauMTeIbHOE PACIPOCTPaHEHKe
MIePBUYHOrO (HACJ/eZICTBEHHOTr0) reMOXpoMaTo3a OTMe-
4eHO B cTpaHax CeBepHou EBpormbl, pexe — B AHITIMA
u crpaHax LlenTtpanbHoii u KOxHou EBponbl. B CIIIA
aTou Oose3HbI0 ctpagaet 0,01-0,1% HacesieHVst CTPaHbIL.
My>uuHbl 601etoT B 10 pa3 vaiie, YeM >KeHIIUHbI, TPH-
JyeM KJIMHUYecKasi MaHudecraius 601e3Hu Habrogaer-
C y My>X4uH B Bo3pacre 40-50 e, a y JKeHIVH He-
CKOJIBKO I03Ke — OOBIYHO YKe B IIleprozie MeHOIay3bl,
B CBSI3U C TEM, YTO JKEHII[IHbI eXKeMeCSYHO TepsIoT XxeJte-
30 ¢ MeHCTpyarusamu. [1o3aHee Havaao 60Jie3HU 00bsIC-
HAeTCA TeM, YTO jKeJle30 HaKaIUIMBAeTCs B OpraHu3Me
OOJIBHBIX TIOCTENIEHHO — B Te4eHKe HeCKOJIbKUX JIeCSTH-
JIeTUH, TIOKA He ZIOCTUTHEeT KPUTUIeCKOTO YPOBHS.
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OOMeH 3KeJie3a B OpraHu3Me 3[0POBBIX JIFOJEH.
B opranu3Me 370pOBOrO B3POCJIOrO YesiOBeKa COfiep-
KUTCST 45 T )KeJte3a, mpuyeM OOJIbIasi ero 4acThb (6osee
50%) HaxomuTcsi B reMoryiobrHe spurponutoB (1700—
2000 mr), 15% — B MbIIIEYHOM TKAHU — B MUOTJIOOMHE
(’xeTe30, He BKJIFOUEHHOE B reM). B mia3me KpoBu coziep-
XUt 607ee 20 Mr jKesie3a, B TOM YKCIIe B BUie CBOOO-
HO LIMPKy/Upyomero — 6osee 7 Mr. 3axBar jese3a Mo-
nymipyet 6enox HFE. YKene30 HaXOmwWTCsi B COCTaBe
mpancgeppura, KOTOPbINA CUHTe3UPYeTCs B [IeUeH! U SIB-
JifieTcs TJIa3MeHHBbIM OeJIKOM, HAChIAsACh XKeJie30M Ha
30-35%. BHyTpb KJIeTKM Xesle30 NOCTyIaeT 3a CYeT
HH/IOLUTO3a C OMOLIBIO [IEPeHOCYMKA JIBYXBaJeHTHBIX
MeTtasuioB — DMT-1, co3naBas o0yl Iy HereMUHOBO-
r0 M reMUHOBOTO JKeje3a; 4acTb jKeje3a IpPU y4acTUU
Apyroro mepeHocunka — gepponopmuna (ferroportin)
BBIBOZIUTCSI U3 KJIETOK, OKUC/SAeTC U B CBSI3aHHOM
¢ TpaHceppIHOM BU/Ie IOCTYTIAeT Yepe3 KPOBSIHOe Pyc-
JI0 B OpraHbl ¥ TKaHU. TpaHcdeppyH — IJIaBHbINA TPaH-
CIIOpTep XeJie3a B opraHu3Me yesoBeka. OH HaChIIAeTCS
KeJie30M U TI0cJie Iiepe/jadyy Jkesie3a B KJIeTKU TOTO MU
MHOTO OpraHa BO3BPAI[aeTcsi B OOIMI KPOBOTOK. B Kiiet-
KaX )KeJIe30 ZIETIOHUPYETCs B KOMILIEKCE C eppumuHomM,
KOTOPBIIA CUHTe3MpyeTcsl Makpodaramu. B Hopme B co-
craBe QpeppuUTHHA KeJie30 JIeOHUPYeTCs B KOJMYecTBe
12-200 mxr/n (20-25% xene3a, 3TO 3amacHoe eJjie30).
B ¢usnonornyeckux ycnoBusax 4eM BBILIE COfiepyKaHue
Xeneza B TpaHcdeppuHe (B CbIBOPOTKE KPOBH), TeEM
MeHblIIe ero BCaCblBaeTCsl B TOHKOW Kulike [3, 6, 18].
B cocraBe TpaHcpeppuHa HaxXomuTcA 4 Mr Kene3a.
35% xene3a (mpumepHo 500 Mr) fernoHUpyeTcs B niede-
HY, cesie3eHKe M KOCTHOM Mo3re. MUHMMaJsIbHOe KoJide-
CTBO KeJie3a BXOJUT B COCTaB HEKOTOPBIX (epMEHTOB
(IMTOXPOMBI, KaTanasa).

B TedeHue CyTOK d4esioBeK TepsieT ¢ KajoMm 0,7-
1,0 Mrxese3a. JKeHIIMHBI IPY MEHCTPYaLUU TEPSIOT 0~
[oJHUTeNbHO eme 1,5-2,0 Mr keje3a eXeMecCsdyHO.
He3HauuTesnbHasA 4acTh jKejle3a BBIBOAUTCA C MOYOM
¥ Yepe3 KO>KHble TOKPOBbI. [1py pa3pyieHny spuTpouu-
TOB, OT’KMBILIMX CBOU CPOK, peyTUIM3UPYeTcsl (MCIOJb-
3yeTcs IOBTOPHO) 710 97% sxene3a.

ITpy HOpMaJILHOM NTUTAHUM €XeCyTOYHO B OPraHu3M
nocrynaetr 10-20 mr xesne3a, HO yCBauBaeTCs B TOHKOU
Ku1ke Tobko 1-2 mr (10%).

ITpu nepBUYHOM (HacseJICTBEHHOM) reMOXpOMaro-
3e aicopbupyeTcs MOBBINIEHHOE KOJMYeCTBO XKeJe3a,
KOTOpPOe OTKJIa/ibIBAaeTCs B [IeYeHU U APYTMX OpraHax
(momxeny10uHOM Xee3e, cepAlie 1 Ip.), a TAK)Ke B pe-
TUKYJIO9H/OTeINaNbHOM cucTeMe (B 3Be3A4aTbIX
KJIeTKaxX — KJeTkax VTo) B BUJje IUIMeHTa — 2eMOCU-
depuna, 061a/1al0ero KOPUYHEBO-XKENITOBATOM OKpa-
CKOW M MMeIOlero 3epHUCTOe CTpoeHue. B Hopme ero
HeT. B medeHu remocuziepuH pacroJiaraercs B Iepu-
NIOPTaJbHOM 30He [IeYeHOYHbIX /I0JIeK — B JIN30COMax
rellaTOLUTOB U ompefensercsd peakuuend Ilepica
(Perls) [4, 8, 10, 18].

Y MyX4uH, OOJEIOIMX MepBUYHBIM (HAC/IeICTBEH-
HbIM) TeMOXpPOMATo30M, B pe3yJbTaTe HU30BITOYHOrO
BCacbIBaHMA XeJe3a K 50-71eTHeMy BO3pacTy HaKaIIMBa-
ercsa 10 20 Mr KeJie3a B [IeYeHU U IPYTUX OpraHax v TKa-
HAX, BbI3bIBas IOBPEK/IEHNE X CTPYKTYPbI X HApacTaro-
e pyHKIMOHAIbHbIe PacCTPOMCTBa [3].
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DTHOJIOTMS U MATOoreHe3. DTUOJIOIUA NepBUYHOIO
(HacenCcTBeHHOr0) reMOXpPOMAaTO3a Hen3BecTHa. B ocHoBe
ero rartoreHe3a JIeXuT namonozuteckui zen HFE, BblsB-
JIEHHBI IIPY MOJIEKYJIIPHO-TeHeTUYEeCKUX UCCIIeJOBaHN-
X, KOTOPBIV KOIMPYeT CTPYKTYpPy TPOTeNHA, UeHTUIHOTO
WM GJIM3KOTO TI0 CTPOEHUIO MOJIeKyJte (VI KOMILIEKCY)
MHC (major histocompatibility complex) kmacca 1
[16, 18]. B rene HFE oGHapyxeHbl MyTaiuu C282Y
1 H63D B pa3nmyHbIX KOMOMHAIMSAX |2, 22, 30]. B HOpMe
6enox HFE MopynmupyeT 3axBat jKejie3a, CBSI3aHHOTO
c TpaHcheppuHOM, a Ipy MyTauuu C282Y HapyiiaeTcs 3a-
XBaT KeJie3a KJIeTKaMU KULIeYHBIX KPUIIT.

BoJbIMHCTBO 60JbHBIX (85-90%) SIBJISAIOTCS FOMO-
3UroTaMM IO MyTaHTHOMYy reHy C282Y, B KOTOpoM
LIUCTeVH 3aMellleH TUPO3VHOM B I0JI0KeHuu 282, a 10—
15% — cmemanHbIMu rereposurotamu: C282Y /H63D.

B TO BpeMs Kak Bce TOMO3UTI'OTHBIE JIeTH 3a00J1eBat0T
IIePBUYHBIM (HAC/IeZICTBEHHBIM) TeMOXPOMATO30M, Y re-
TEePO3UTOTHBIX JleTell, MOYTH KaK IpaBujo, MaHU(ecT-
Hble pOpMBI 3a00JIeBaHUS HE Pa3BUBAIOTCSA. YCTAaHOBIIe-
Ha HeNOoJHAs IIeHeTPAaHTHOCTb TIeHa TIeMOXpOoMaro-
3a — 7110 60%,

Eciu oren 1 MaTh ABJIAIOTCA reTepO3UroTaMyu — HO-
curensimu fiedpexTHOrO reHa HFE, TO BePOATHOCTD MOSIB-
JIeHUsI TOMO3WTOTHBIX JleTed, MMeNuX JedeKTHbINA
red HFE, cocrasnser 1:4, B TO BpeMd KaK IeTepo3Uror-
HbIX fleteit — 1:2 [3].

MyrtanTHBII reH C282Y cBA3BIBaeTCA C 2-MaKpOIJIo-
OyHOM (2m) HeIOCTaTOYHO MMPOYHO, YTO CHIKAET IKC-
npeccuto HFE-2m Ha mia3Matideckoi Memopase. B To
e BpeMs MyTaHTHbIN reH H63D Ha 3TOT nporecc Baus-
HUA He OKa3bIBaeT.

T'en HFE BbIpabaThIBaeTcsi BO BCEX TKAHAX OpPraHM3-
Ma, KpOMe T'0JIOBHOTO MO3Ta, IPeX/ie BCEro B IIIyOOKUX
KpUITax JBeHajuaTunepcTHor kumku [25, 30]. Ten
HFE — 310 6eJioK, KOTOPbIN B3aMMO/IEMCTBYET C pelier-
TopoM TpaHcheppuHa — TfR, a accormanus rena HFE
¢ TfR cHUXaeT CpPOZICTBO 3TOTO perienTopa K TpaHcdep-
PUHY, KOTOPbI 0OecriedrBaeT TPAaHCIIOPTUPOBKY JKeJie3a
B OpraHu3Me 4eJI0BeKa.

Myrarus C282Y rena HFE nuiiaeT ero CriocO6HOCTH
CBAI3BIBATHCA C perienTopoM TER, mpryeM B 3HAYUTETBHO
OonbInelt crereny, yem mytauus H63D. Dto mpowncxo-
AT 1oToMy, 4T0 MyTtauys C282Y BbI3bIBaeT pasphiB
nucynbGUaHOM cBsi3u (MOcTHKa) B anmbda-3 momee,
HapyLas IpoLecc CBA3bIBAHMA MyTaHTHOIO I'eHa C pe-
neniropoMm TR [23]. B To BpemsI KaK y 30pOBBIX JIIO/IEH
red HFE Mozy/IpyeT 3aXBar XeJjie3a, CBA3aHHOIO C TPAHC-
deppuHoOM, ipu MyTanuu C282Y 3axBar xeJjesa, OIo-
cperoBaHHbI perienitopoM TR, Hapymaercs. ITpu aTom
BO3HUKAET JIOXKHBII CUTHAJ O IKOOBI HU3KOM COJlepsKa-
HUH XeJie3a B CIBOPOTKe KPOBH, YTO IIPUBOAUT K yBe-
JMYeHHI0 abcopOIMY JKeJle3a B KUIIIEYHHKe B 2—3 pasa
[2, 5, 8]. A u30bITOYHOE BCachIBaHKE JXKeje3a, B CBOIO
o4yepenib, NMPUBOJUT K 3HAYUTETILHOMY IOBBIIIEHUIO
HacbimeHus TpaHcheppuna xene3oMm (10 100%), Ha-
pacTaHUIO KOJMYeCTBa CbIBOPOTOYHOTO Xejie3a U ero
OTJIOKEHNIO B OpraHax-MUIIeHAX (Te4eHb, MOKeNly-
To4YHas Xese3a, cepawe u p.). YKeneso felicTByeT Kak
TOKCHUH, YCUJIMBAs MIPOLECChI IePEeKUCHOTO OKUCIIeHUSA
JIMTUJIOB 32 CYET CTUMYJISILUY PeaKIyy CBOOOHOpaU-
KaJIbHOT'O OKUCJICHUS.



YcTaHOBJIeHa TecHas CBA3b IepPBUYHOrO (Hacjesn-
CTBEHHOI'0) IeMOXpPOMaTO3a C aHTUTeHAaMU IJIaBHOTO
KomILTekca rucrocoBMectumoctd — HLA (human leu-
cocyte antigen) — c ramnotunamu A3, B14 u (B MeHb-
meid crernenu) B17 (uMMmyHOreHetmdyeckuil (axtop).
B 1978 roay 6bu10 BhisicHeHo (N. Simon, M. Bourel),
4T0 reH HFE, KOHTPOJIUPYIOLINY COZiepKaHue Xese3a
B OpraHu3Me 4eJIOBeKa, paclosioxeH Ha KOPOTKOM ILjle-
4e 6-11 XpOMOCOMBI [2-4, 6, 8, 24]. Hannuue IByX ra-
wiotunoB HLA y mpoGaHaa yka3biBaeT Ha BBICOKYIO
CTereHb pUCKa 3a00JieBaHuUS y CUOCOB, HO He Y TIOTOM-
cTBa [4, 24].

Knunuka. HecMoTps Ha Hacsle/[CTBeHHbIH XapakTep
3a0b0J1eBaHus], KIIMHIYeCKast CAMITOMATHKA TIEPBUYHOTO
reMOXpOMaTo3a pPa3BUBAeTCS y)Ke B 3peJIoOM BO3pacTe —
nocsie 50 JieT, MOCKOJIbKY TPeOYIOTCs] MHOTHE TOZIbI [O-
BBIIIEHHOTO BCACHIBAHWS JKejle3a U ero M30bITOYHOTrO
OTJIOXKeHHUs1 B OPraHax U TKaHsX, YTOObI BbI3BATH UX MO-
Bpex/ieHre 1 HapylieHue QyHKIMHA [6].

B pa3BuTuu mepBUYHOTO (HAC/IEACTBEHHOTO) reMo-
XpOMaro3a MpUHATO pasnu4ams 4 cmaduu.

JlaTeHTHYIO (CKPBITYIO) CTA/IUIO, K020a UMeemcs zeHe-
muueckui degpexm, HO euje He paseuncs CAHAPOM Iiepe-
TPY3KHU XeJle30M.

Beccumnmommyro cmaduro, TIpy KOTOPOY OTCYTCTBYIOT
KJIMHUYeCK¥e TIPOsiBJIeHus 60Jie3HH, HO JIabOpaTOpHBbIe
TI0Ka3aTesy CBU/ETeIbCTBYIOT O HAIMYUY CUHZPOMA T1e-
perpy3Ku >xeJie30M.

Manocumnmommyro cmaduro, KOT/ia TIOSIBIISIOTCS TIPH-
3HaKU acmeHu4eck020 curdpoma (00mmas crabocTb, Heso-
MOraHHue, anaTus 1 Jp.), HO OTCYTCTBYIOT KJIMHUYeCcKue
CHMIITOMBI, YKa3bIBalollye Ha IOpaXkeHue pa3IuyHbIX
OpraHoB.

Knunuuecku manugecmmyro cmaduro, IpOSBIISIONIYIO-
¢S KaK OOIMMY IPU3HAaKaM¥ aCTeHUYeCcKOro CHZPOMA,
TaK ¥ CUMIITOMAaTHKOM, OTpa)kalollleil nopaxeHue pas-
JIMYHBIX OPTaHOB (TleyeHb, IOZXKeTyJ04Hast XKeJie3a, cep-
nueu ap.) [1, 2, 4, 8, 18].

JI71s IepBUYHOTO (HACJIeZICTBEHHOT0) reMOXpPOMATo-
3a XapakmepHa CUCMEMHOCMb NOPAajxceHus C BOBIeYe-
HUeM B IMATOJIOTMYeCKUH IpollecC MHOTMX OpraHoB
Yl TKaHel.

BonbIIMHCTBO MCCiejoBaTeNeil 3Toro 3abosieBa-
HUS YKa3bIBAIOT HA <«mpuady» npu3Haxos, HanboJee
XapaKTepHbIX Ui ero KJIWHUYeCKUX IMPOSBJIEHUN:
Hasmuue 1) nuppo3a nedeHu, 2) caxapHoro auabera
2-ro THNA U 3) rUnepnurMeHTanuy KOXXHBIX OKPO-
BOB [1, 3,6, 8, 18].

Eme B 1951 roxy L. Heilmeyer et al. BiepBbie mpesn-
CTaBWJIM IaHHbIE O YaCTOTe TIOpaXKeH!s1 Pa3lIuyHbIX Op-
TaHOB IIpY NePBUYHOM (HAacJIe/[CTBEHHOM) TeMOXpoMa-
To3e: 1) yBenuueHHe pa3MepoOB IleyeHU (reraTtomera-
) — B 100% ciy4aeB; 2) TUepIUrMeHTaly KOKHbIX
HOKPOBOB — 96%j; 3) KJIMHWYeCKH BbIpaXKeHHbIH caxap-
HbIi1 iMabet 2-1o Tuna — 64%; 4) mopaxkeHus cepama —
86%; 5) nopaxeHus SHAOKPUHHBIX XeJne3 — 37% [17].

B nocsesiHee BpeMsl yKa3bIBAalOT HA HECKOJIBKO MHYIO
4acTOTy BOBJIeYeHMsI B NATOJIOTMYeCKU IpoLiecc pas-
JIMYHBIX OpraHoB: 1) medveHb (TemaToMmeranusi, LMPPO3
nedeHn) — 95-100%; 2) runepnurMeHTalysl KOXU
¥ (PeZIKO) CIIU3KCTBIX 0007104eK — 55-90%; 3) caxapHBbIit
nuaber 2-ro tuna — 80%; 4) cruteHoMeranus — 25-50%;
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5) nopaxenus cepaua — 75%; 6) mopaxeHus 3HIO-
KpUHHBIX Xkese3 — 30-35% [2, 4].

B passeprymoii (IV) cmaduu 60ne31u KITMHAYECKAs
KapTWHA NepBUYHOTO (HACIeACTBEHHOr0) reMOXpoMa-
TO3a CKJIa[bIBAETCS U3 CIIe/IyI0IINX KIUHUYeCKUX IIPo-
ABJIEHUN.

Cundpom acmenuu: ob1as cnabocTb, ObICTPast yTOM-
JISIeMOCTb, anatus, noxyzenue (60%) [4].

Kooxcrvie noxpoeel: TUNepIUIMeHTalus KOXH, MpuU-
obperaroieil  30JI0THCTO-KOPUYHEBbId  (OPOH30BBIN)
VIV CepPOBATO-CUHIOIIHBIN (BIMUYATBIN) L[BET C IPEUMY-
I[eCTBEHHbIM HAKOIUIEHMEM MHWTMeHTa Ha KOoXe JIMIIA,
KOHe4HOCTel (0COOeHHO KUCTell PYK), TOJIOBBIX Opra-
HOB 3a CYeT OTJIOKeHNsI TeMOCHieprHa 1 reMoQyCLHa;
OTMeYaeTcsl CyXOCTb KOXU U ee aTpodudeckre N3MeHe-
HU$, BbINa/ieHNe BOJIOC.

ITeueny: renatoMeranis, I0THas KOHCUCTEHLYs, 110~
BEPXHOCTD 4allle I71a/iKasi, pexxe — Oyrpuctasi; yMmepeH-
Hasi 60JIe3HEHHOCTh IPY NaJIbIALNY; B TePMUHAIbHOK
cTaauy — MeTabOJIMYecKuid UPPO3 MeveHH C TPU3Ha-
KaMy TOPTaJIbHOW T'MIepTeH3Uu, C aCLUTOM, PefKo —
C KpPOBOTEYEHMSIMU M3 BapUMKO3HO paCUIMpeHHbIX BeH
NHUIIeBOJla M JKeJly/Ka; reraTolLies/UToNspHas HesocTa-
TOYHOCTB; TIOBBIIIEH PUCK PAa3BUTHUSA eNaToLesIoNAp-
HOI1 KapiuHOMBI (Y 30% 6OJBHBIX Ha CTaZWK LKPPO3a
TleYeHN); JUCIIPOTeNHeMNs]; YMepeHHble NPU3HAKU L-
TOJIM3A U X0JIeCTa3a.

DHOoKkpunHble dHcene3sl: NUCPYHKIMA runopusa,
IUTOBUJHON eJie3bl, HaANOYeYHUKOB; TUIIOTeHNTa-
u3M (MMIIOTeHLHUs), aTpOPUs AUYEK Y MY)KIHH, JUC-
U aMeHopesi U Gecryiofie — y JKeHIIVH; THIIOKOPTH-
3M (CHW)KeHUe (QYHKIMM KOPbl HaJNOYeYHUKOB,
IpoTeKarolliee C apTepuajIbHON TUIOTeH3Kel, pe3Koit
001eit c71aboCThIO U T. 11.); Y HEOOJIBIION YacTh 60JIb-
HBIX — TUIOTHPEO3.

CaxapHoiii duabem 2-20 muna, 4acTO UHCYJIMHO3aBU-
CUMBIH, U3pe/iKa — UHCYIMHOPe3UCTeHTHBIN; BO3MOXHO
OCJIOXKHEeHHOe TedyeHue (aluzio3, KoMa).

Cepdye: yBenideHre ero pa3mMepoB (KaparoMeranus);
Kap/AMOMHUOIIATHs, TPOTEKaoIas C IopaXkeHneM IIpoBo-
IALIer CUCTeMbI Cep/ilia, apUTMKeN U ITPABOKeNTyI049KO-
BOY (3aCTOMHOM) HEIOCTaTOYHOCTHIO.

Cycmaebt: apTpOIIaTAX, CONPOBOXAAIOIINECS apTpa-
rueit (y 20-25%); XOHAPOKAJIbLIMHO3 KPYIHBIX CyCTaBOB
(y 30-35%), octeoropos.

Icuxonesponozuqeckue paccmpoucmea: pasiuYHbIe
IICUXOHEeBPOJIOTHYeCcKre HapylleHusl.

Y 4acTy 60JIbHBIX BO3MOKHO BO3HUKHOBEHHUE HEJIO-
KaJIM30BaHHBIX a0ZIOMUHAJILHBIX OOJIE.

TedeHvie mepBUYHOrO (HAC/IE[ICTBEHHOTO) IreMOXpo-
Maro3a — MeJJIEHHO, HO HeyKJIOHHO IIPOrpeccupyloliee.

ITprYrHOI JIeTaIbHOTO UCXO0/ia Yallle BCero ABJIAeTCA
pa3BUTHE TenaToLeJUTIIAPHON KapIUHOMEI (B 25-35%
ciyyaeB). ITpu neperpyske nedyeHOYHOM TKaHU JKeJle30M
Ha QoHe chopMupOBaBIIerocs LUPpO3a IeyeHu PUCK
Pa3BUTHA TrelaToLeIIAPHON KapLMHOMBI BO3pacTaeT
B 200 pa3 (!) mo cpaBHeHHIO C MOMYJALMEN 310pPOBbIX
mozet [3].

Kpome Toro, ycTaHoBJIeHO, YTO HpPU NepBUYHOM
(HacyefiCTBEHHOM) TreMOXpOMaTo3e 4YacTo oOIpefie-
JisieTcsl HaJm4ure BUPYCHBIX renatutoB B u C (oTMeue-
HO IpUcyTCcTBUe B ieyeHn HBSAg), TedeHre KOTOPBIX
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COIPOBOXAAETCs UMMYHOJeUIIMTOM, OCOOEHHO Ha
¢doHe M3OBITOYHOTO HAKOIUIEHHS )Kesie3a B MedeHOd-
HOI1 TKaHH, YTO TOXKe MOXeT CIIOCOOCTBOBAThH Pa3BH-
THIO FenaTolesUII0IPHON KaplMHOMBI [21].

II. [lepnok u k. ynu pa3paboTanyl KAUHUKO-
namozeHemu4eckyr K1accuuxayuro nepBUIHoOro (Ha-
CJIeICTBeHHOT0) reMOXpoMaTo3a, KOTopas npefycMma-
TPUBaeT BblJleJIeHNe YeTbIPeX ero TUIIOB.

Tun HFEI (xnaccudeckas ¢popma); sl Hero xapak-
TEPHO HaJIN4YKe TPHUa/Ibl TUIIIYHBIX TIPU3HAKOB OOJIE3HU
(cM. BbIlIIE), KOTOPbIE YACTO COUETAIOTCA € Opa)keHneM
cepZlia ¥ SHIOKPUHHBIX Kesle3 Ha (oHe MOBBIIIEHHbIX
TOKa3aresieil 0OMeHa JeJe3a.

Tun HFEZ2 (1oBeHU/bHas popMma), KOTopas HacJezy-
eTcs [0 ayTOCOMHO-PeLieCCUBHOMY THITY, AUArHOCTHU-
pyercs B MOJIOZIOM BO3pacTe, MPOABJIAETCS YIOPHBIM
abJOMUHANIBHBIM 0OJIEBBIM CUHIPOMOM, OTCTaBaHUEM
B Gu3MUeCKOM ¥ MIOJIOBOM Pa3BUTHH; IPU3HAKAMU T10-
pakeHusl MUOKapZa C HapylleHUsIMA PUTMa U NPOBO-
IUMOCTH (BCTpeyaeTcs KpaliHe pesiko).

Tun HFE3: KTMHUYeCKU TPYAHO OTJIMYUM OT KJIACCH-
4eckoit GopMmbl O0JIe3HU; HACIIeyeTCs [0 ayTOCOMHO-
peLiecCUBHOMY THITY.

Tun HFE4 (ayTOCOMHO-ZIOMMHAHTHBI IeMOXpOMa-
T03); IIPX 3TO PopMe 3a00JIeBaHIA KeJIe30 OTKJIA/IbIBa-
eTCsl TPEeUMYIIeCTBeHHO B DPEeTUKYJIOHOTeINaIbHON
cucreme (B kietkax Kymdepa), mopaxkaercs riaBHbIM
00pa3oMm meveHs [8].

JuarHocTuka. B puarHocTuke nepBUYHOro (Ha-
CJIe/ICTBEHHOr0) TeMOXpOMaTo3a UCIOJIb3YIOT KINHAYe-
CKVe [aHHble, U3JI0)KEHHbIe BbIIE, C Y4eTOM MHOXe-
CTBEHHOCT! BOBJICYEHHBIX B IIATOJIOTMYECKUAN IPOLIeCC
OpraHoOB U TKaHeW, IIPeX/ie BCero «Tpuazbl» XapaKTep-
HBIX TIOpaKeHui (LMPpO3 MeyYeHH; CaxapHblil Auaber
2-r0 TWNQ; TUNEPIUTMEeHTAlMs KOXHBIX IIOKPOBOB)
[1, 4, 8, 18]. Kpome TOro, HY’)XKHO M3y4UTb CEMeWHbIN
aHaMHe3 ¥ BBIICHUTb, HET JIM aHaJIOTUYHOTO 3a00J1eBa-
HUS Y KDOBHBIX POZICTBEHHUKOB 1-11 CTeTIeHN POACTBA.

JlabopamopHas dudzHocmuka IMeeT BeCbMa BayKHOe,
TI0/19aC pelaolee 3Ha4YeHre B yCTaHOBJIEHNY KJIMHAYe-
CKOT'0 /JUarHo3a.

[l noATBep K ieHNs1 AnarHo3a epBUYHOro (Hacses-
CTBEHHOT'0) reMOXpOMaTOo3a UCII0JIb3YIOT:

1) onpenenenue KoHyeHmMpayuy Hene3a 6 Col80pomxKe
Kpoéu — OHa JNOJbKHA IpeBblmiaTh 200 MKr/mn (nmpu
HopMe 50-150 MKr/zu1), HO 3TOT IMarHOCTUYeCKU Me-
TOJI HeJIb351 [IPU3HATh HaZIe)KHBIM;

2) omperesieHUe JHcene30C853618arouell CnocobHoCmu
mparcgeppuna (Tf) — ero HacbIIeHNS xee30M (orpe-
DeJAr0T mnocsie 12-4acoBOro rojolaHus): OHa, Kak mpa-
BUJIO, BblIllle 62% U ABJIAETCS BXXHBIM JI0Ka3aTeIbCTBOM
NPaBUJIbHOCTH IUArHO3a;

3) onpenienenue konyenmpayuu geppumura (0CTpo-
¢azoBoro Geska) B CHIBOPOTKE KPOBU: OHA IIPEBBIIIAeT
300 MKr/71; 9yBCTBUTEJIBHOCTb METOZA COCTaBszeT 94%,
a crenupuaHOCTh — 89%);

4) THUCTOJIOTIYECKOE U3yueHue OUONmamos neueHu C
VICTIOJIb30BaHUEM CIIeLaIbHOY OKPACKY Ha IPUCYTCTBHE
Kesle3a B reraToLMTaxX U SMUTEJINH JKeTYHbIX IIPOTOKOB
(pu BTOpUYHBIX GpopMax meperpy3Ki OpraHu3Ma xese-
30M OHO HAKaIUIMBAeTCs MPEMMYIIECTBEHHO B KJIETKaX
PeTHKYJI03H0TeINaIbHOM CUCTeMBI, a He B IIeYeHH);
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5) KoJM4YecTBeHHOE OTpe/iesieHye JKejie3a B GuornTa-
Tax MeveHu (C IOMOIIBIO CrIeKTPOOTOMETpA): OATBEp-
KIaeT [MarHo3 YyBeJWYeHHe ero KOJW4ecTa 710
1000 Mkr/100 r cyxoii Macchl (y 340pOBbIX Jrofielt 50—
100 mkr,/100 r cyxoii Maccel);

6) ompezieneHue (pacueT) MH/eKca jkeie3a B Iede-
HU yTeM JieJIeHUs TI0Ka3aTesisl KOHIIeHTpaluy (KoJ4de-
CTBA) JKese3a, BBIABJIEHHOTO B OWONTAaTax IevYeHu
(B MKr/100 T cyxo¥i Macchl), Ha BO3pacT 60IbHOTO (B TO-
nax) — y OGOJIbHBIX MePBUYHBIM (HACTIEICTBEHHBIM) Te-
MOXPOMATO30M 3TOT MH/EKC 6osbiie 2,0, a Py IPYTUX
3a0b01eBaHUSIX — MeHbIIe 1,6;

7) Mopdororideckoe u3ydeHre OGHONTATOB MeYeHH,
BBISBJISAIOLIEE HAJIM4YKe KPYITHOY3JI0BOTO LIMppo3a nede-
HU U Hepe3KO BBIPAKEHHOTO GrOPO3a MOPTabHBIX 30H
C OTJIOXKeHKeM eJle3a B IepUIIOPTaJIbHbIX reraToUTax
U (B MeHblIIeli cTereHn) B KieTkax Kyndepa;

8) ompenenenue ramnotunoB HLA — A3 u Bl4,
XapaKTepHbIX [JISl MePBUYHOTO (HACJeJCTBEHHOTO)
reMOXpOMAaTo3a: XOTA 3TU MCC/Ie/JOBAHNSA He MMeIOT
IMarHOCTUYeCKOro 3HaYeHNs, OHU MO3BOJIAIOT YCTaHO-
BUTb CTeTeHb PUCKA Pa3BUTHs 3a00/1eBaHUS Y KPOBHBIX
POACTBeHHUKOB 1-i1 cremeHu pojactBa [1-4, 8, 12,
13, 15, 20, 26, 28];

9) B nocseiHee BpeMs Il AUarHOCTUKY IIEPBUYHOTO
(HacIeiCTBEHHOT0) TeMOXpOMAaT0o3a UCIIOIb3YI0T METOZ
reHeTYecKOro TeCTMpPOBAaHMA HAa Haauyue MyTa-
it C282Y u H63D rena HFE. B ciydae eciu obcneny-
eMbIH fBJIAeTCs TOMO3UTOTHBIM HOCUTeJIeM MyTaHTHOTO
reHa C282Y vy cMelllaHHbIM IeTepO3UTrOTHLIM HOCUTe-
nem C282Y/H63D, TO auarHo3 3abosieBaHMsS MOXKHO
CYNATATh YCTAHOBJIEHHBIM [6].

Kpome Toro, oTMeudaeTcsi yMepeHHOe MOBbIIIeHNe aK-
TUBHOCTA (epMeHTOB IUTOJM3a (aJJaHMHAMUHOTPAHC-
depasbl 1 acmapraTaMUHOTpPaHChepasbl), THIEPIIIMKe-
MU U TJIFOKO3ypuisl, TopuprHeMusl.

Hncmpymenmanstoie memodst OuazHOCMuKy MeHee
uHbopMaTiBHBI. C MOMOIIbI0 KOMIbIOTEPHOM UK Mar-
HUTHO-Pe30HAHCHOUW TOMOrpaduu MOKHO ONpe/ieNIUTh
TIOBBILIEHHYIO IUIOTHOCTh TKaHU IedeHW. Kpome Toro,
MO>XHO YCTaHOBUTb (WJIU 3aII0[J03PUTh) pa3BUTHe remna-
TOLIEJUTIOIAPHON KapLIMHOMBI.

B odugpepenyuansvroii duazHocmuke HeOOXOAUMO
OTIPaHWYUTb NEepBUYHBINM (HacCle[CTBEHHbIN) reMo-
XpoMaTo3 OT LMPpO3a Ie4eHW HHOU 3THUOJIOTUH
(BUpPYCHOM, anKOTONbHOW U [p.), cuHApoMa baHTu
(remaTonuenanbHOTO (QuOpO3a MedyeHH), OOJIE3HU
AnnyicoHa (HeZOCTaTOYHOCTh KOPbI HaZIOYe4YHUKOB,
4acTo MMeHyeMas «OpOH30BOI 00JIe3HBIO), TO3/HE
KOKHOU oppUpHH U JIp.

Jleyenme. JleueOnoe numanue TPeayCMaTPUBAET
VICKJIFOUeHNe U3 MUINEeBOro paljlioHa MPOZAYKTOB, Coziep-
YKAIKX XKeJe30 (MsICo, TIeYeHb), a TaKKe aCKOPOMHOBOM
KHUCJIOThI, YCUJIMBAIOLIIeH BCachblBaHUe jKeje3a B TOHKOM
KUIIKe; oboraiieHye Uiy OeIKaMu.

Kpome Toro, He06X0JIMO OTKAa3aThCs OT yIoTpeo6-
JIeHUs aJIKOTOJIbHBIX HAlIUTKOB, OKa3bIBAIOIIUX TOK-
cUYecKoe BO3/lefiCTBYeE Ha NTe4eHb, IPeKPaTUThb Kype-
Hue Tabaka.

J17151 yMeHbIlleHUs BCacbIBaHUSA jKejle3a B KUIIeYHN-
Ke peKOMeHJyeTcsl TaKKe HCII0Jb30BaTh IPOAYKTHI
NUTaHUsA, COZiepKalye KalbLui (TBOPOT, MOJIOKO),



Ha3HayaThb (apMakompenaparsl, coZepXaliue Kajb-
nui [1, 3, 4, 8, 18].

C nomotnpio papMakoTepanuy 0Kkas3aTh CylLleCTBeHHOe
BJIVISIHYIE HAa U30BITOYHYIO aOCOPOIHIO JKejie3a B TOHKOH
KUIIKe HeBO3MOXXHO.

OCHOBO#1 Jie4eOHBIX MEpPONPUSTHI 71pU NepeutHoM
(HacnedcmeerHoM) 2emoxpomamo3e SBISIIOTCS PETyISPHO
IIPOBOZMMbIE KPOBOIyCKaHUA (J1eqe6OHas GpropoTomus).
KoHeuHO, KpOBOIYCKaHUA — 3TO He IaTOreHeTH4ecKoe,
a CIMIITOMaTHU4eCcKoe JiedeHue, Ho OHO siBisieTcs adpdex-
TUBHBIM, 1 aJIbTEPHATHUBBI €My II0Ka HeT.

KpoBormyckanua nposogaT 1-2 pasa B HeZieso 110
500 mi. 3a 4 MecsALia KPOBOIYCKaHUN yAaeTcsl yAaIUTh
13 OpranmamMa 60JbHOro 1o 1 1 xesesa.

Ilens neuenus: C TOMOIIBIO KPOBOIYCKAHUI CHU3UTh
coziepkaHyie peppUTHHA B CBIBOPOTKE KPOBU 710 50 MKT /11
(150 mr/mn wmm 30 Hr/min) u Huke. Takum o6pa3om 3a
1 rox MoxHO ymanuTh 13 opranusMa 10—12 r xenesa
u 710 15 r 3a nocnezyromye 2 roga. ITocne nocrkeHus
3TOM LlesI KPOBOIYCKAHUSA CJIeflyeT NPOAOJIKATh pery-
JIIPHO, HO yKe C 4aCTOTOU 2—4 mpoLenyphl B TeYyeHue
TOZia, npexpauamo KpPOBONYCKAHUS HU 6 KOeM Cly4ae
HeNb34, TIOCKOJIbKY NepBUYHBIM (HACIe/[CTBeHHBIN) re-
MOXPOMAaTO03 — 3TO Heu3JieunMoe 3a00JIeBaHue.
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KaloueBble croBa: 0OMeH xenesa, GpopMbl reMOXPoMa-
TO3a, STUOAOTUSA U NaTOreHes, KAMHWKA, AeUeHue

B AeKuMK MBAOXEHBI COBPEMEHHbIE NMPEACTABAEHMSA O Ha-
CAEACTBEHHOM reMoxpomarose. B uactHocTH, onvcaHbl 06-
MEH Xene3a B HOpMe U MpU NaToAOTMK, ACPUHULINS U Tep-
MWHOAOTMA TEMOXPOMATo3a, ero 3TMOAOTUSI U MaToreHes.
Ocoboe BHWMaHWE YAEANEHO KAMHWKE, B T. Y. MOPaXEHMIO
MOAKEAYAOUHOM XEAE3bl, AMArHOCTUKE U AUdPEepeHLManb-
HOM AmMarHocTke. OTAEAbHbIN Pa3AEA MOCBALLEH AEYEHUIO,
Kak AMEeToTEepPanmu, Tak 1 KPOBOMYCKAHWAM, MEAMKAMEHTO3-
HOM Tepanuu.

en Primary (hereditary)
hemochromatosis

Y. S. Tsimmerman
Perm State Medical University n. a. E. A. Vagner, Perm,
Russia

Key words: iron metabolism, hemochromatosis forms,
etiology and pathogenesis, clinical picture, treatment

The lecture presents modern ideas on hereditary hemo-
chromatosis. In particular, the metabolism of iron in normal
and pathological conditions is described, as well as the defi-
nition and terminology of hemochromatosis, its etiology and
pathogenesis. Particular attention is paid to the clinical pic-
ture, including pancreatic lesion, diagnostics and differen-
tial diagnosis. A separate section is devoted to treatment,
both diet therapy, and bloodletting, drug therapy.
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yHiBEpPCUTET

KatouoBi caoBa: 06MiH 3ani3a, popMKU reMoXpomaTosy,
€TIOAOrif | NaToreHes, KAIHIKa, AikyBaHHS

Y AeKUiT BUKAGAEHO CyYaCHi YABAEHHS LLOAO CMAaAKOBOMO
remoxpomarosy. 30Kpema, onncaHo obMiH 3aniza B HOp-
Mi i 3a natoaorii, AediHiLis | TepMIHOAOTIS remoxpomaTto-
3y, 1oro etioaoris i natoreHes. OcobAUBY yBary NpuAIAEHO
KAIHIL, 30KpeEMa ypaXXeHHIO MIALIAYHKOBOI 3aA03U, Aia-
FHOCTMLI Ta AMdPepPEeHLjanbHin alarHocTuui. OKpeMuin pos-
AIA IPUCBAYEHO AIKYBaHHIO, AIK AieToTepanil, Tak i KpoBo-
MYCKaHHIO, MEAMKaMEHTO3HIN Tepanii.



