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B meduigune mrozo npobenos, a namonou1eckiue npoyeccsl HPOmeKarom Cmoib CKpbimo,
4O UX HE BCE20Q MONCHO OBHAPYHCUMD OAIHCE COBPEMEHHOIMU MEMOOAMU UCCTE0B8AHUA...
Hexomopute maycensie 3a601e8aHUA BHAYATNE HE 0AHON CUMIMOMOB.

Hedunuums. ObmenpuHATOrO OnpejejeHus mnep-
BUYHOTO (HACIEJCTBEHHOrO) reMOXpOMATO3a He CyIe-
crByer. IIpusesem jBa Hanbosee TOYHBIX, N0 HalleMy
MHEHHI0, ONpe/IeIeH s 3TOM BOJIe3HHU.

HacJteACTBEHHBIN I'eMOXPOMATO3 — 3TO MOHOA/JIJb-
HOE ayTOCOMHO-PeLeCCUBHOE, TeHeTHYeCKH 00y C/I0BIeH-
Hoe 3a001eBaHue, Beflylee K H3ORITOUHOMY BCACHIBAHUO
B JKeJIyZI04UHO-KMILIEYHOM TPAKTe KeJie3a U Ieperpyske
UM KJIeTOK BHYTPEHHMX OPraHOB ¢ U3MEHEHHeM UX
CTPYKTYDBI M Hapymenuem GyHKimii [2].

HacnencTBeHHbI (IEPBUYHBIN) TEMOXPOMATO3 — 3TO
HLA-accormupoBaHHOe 3afoieBaHye reHeTHIeCKo Mpu-
POABI C AYTOCOMHO-PELIECCHBHBIM THUIIOM HAC/IeJ0BAHMA,
obycnosnennoe aedextom HFE-reHa, KOTOPOe NPUBOAUT
K TIOBBIINIEHHOMY BCACBIBAHUIO XKeJie3a B MUIeBapUTe b+
HOM TpaKTe ¢ IEPBUYHBIM ero OTIOKeHHEM B TeYeHH, 4 3a-
TeM ¥ B [PYTUX BHYTPEHHHX OpraHax ¢ U3MeHEeHHeM UX
CTPYKTYPBI U HAPyIIeHHeM QyHKIuiA |7 .

TepMuHONOTHA. BriepBbie onucaHue 3ToH Oone3Hu
ObL10 nIpezicTaBneHo Gpanuysckumu epadamu C. E. Tro-
isier (1848-1919) — B 1871 rogy (Bull. Soc. Anat. Pa-
ris, 1871), a rTakxe V. C. Hanot (1844-1893) u
A. M. E. Chauffard (1855-1932) — B 1882 roay (Rev.
Med., 1882; 2: 385-403), u neprOoHAaYaNBEHO OHA UMe-
HOBasach 00/1e3HbI0 (cunapomom) Tpyasse — AHO —
MTogpdapa [19].

Tepvun <«zemoxpomamos> (hemochromatosis) 6w
npenioxer F. D. Recklinghausen B 1889 rony (Berlin.
Klin. Wschr., 1889; 21: 857-872) [4]. B 1935 rogy
J. H. Sheldon ycranoBun Hanmuyue reHeTUYeCKUX OTKIO-
HeHUi B MeTabo/M3Me Kejie3a npu 5Tom 3abosieBaHmy,
a B 1964 ropy R. G. MacDonald noaTeepaun resetiyec-
KVIO TIPHPOJY TIEPBUYHOTO (HACTeCTBEHHOT0) FeMOXpo-
maros3a [4, 10].

B npotecce usy4eHus reMOXpoMaTo3a Ou110 Beigee-
HO 3 OpMBI 3TOTO 3a00TeBaHuA:

1) nepBuuHasA (K1acCHyYecKas), reHeTH4ecku obyc-
TIOBJIEHHAs1, — HACJIeICTBEHHEIN reMOXPOMAaTo3, TIpH KO-
TOPOM JKeJie30 MPOHUKAET B KJeTKM NapeHXMMATO3HBIX
opraHoB (meveHb, MOMXeNyJOYHAS JXenesa W Jp.),
BBI3BIBASA UX TOPAKEHNE;
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2) BTOpUYHBIA (IPMOOPETEHHBIN) CHHAPOM mepe-
TPY3KH jKene3oM (CUIepo3): TaadcceMHuu; cuaepob-
TIACTHBIE aHEMUH, XapaKTepU3YIonIecs He3(hheK THRHbIM
reMOno0330M, a TAKKe XPOHUYECKUE TeMOJUTUYeCKue
dHEeMIH; MHOTOKPATHbIE reMOTPaHCy3HU; XpPOHUIeC-
KW remMojidanns (reMoCHzepo3), IIPU KOTOPOM Ke-
7e30 HAKAIIMBAETCA MPerMYIeCTBeHHO B KIeTKaX
PeTHKYJIO3HAOTeNMAILHOW CcHUCTeMbl — (arouuTu-
pylomux Makpodarax;

3) penkue GpOPMBI CHHAPOMA ITEPETPY3KH JKeIe30M:
HeOHATaJIbHBIN reMOXPOMATO3; aLepy IoIa3MUHEeMUS;
HacJle/iCTBeHHaA aTpaHcdepputemus [10].

B crathe 0bcykaaeTcs TOMBKO NepBuyHas (Hacsies-
CTBEHHAs, Kaccuyueckasn) Gopma reMoxpoMarosa.

CuHOHMMBIL. B paszHoe BpemA 3Ty 60/e3Hb HMEHOBA-
Jv OPOH3OBBIM AMA0ETOM, IMTMEHTHBIM LIMPPO30OM M1e-
ueny (cirrhosis pigmentosa), WAMONATHYECKAM TeMO-
XPOMATO30M, AUA0eTUYeCKUM MUIMEHTHBIM LMPPO3OM
nieveHy 1 ap. OHAKO YTBEPAUICA U HCTIONb3YeTCA B OC-
HOBHOM TEPMUH <ACPBUUHOLI (HACTEOCMBEHABIL) 2eMO-
xpomamo3s» (primary hereditary hemochromatosis).

PacnpocTpaHeHHOCTb. [1epBUMHELT (HacleCTBeH-
HBI) réeMOXPOMATO3 — 3TO BeChMa PaCIpOCTPaHeHHOe
3aboneBanue. Ero yactora BapeupyeT B npepenax 1,5—
5,9 Ha 1000 HacesieHus, YTO COOTBETCTBYET 1 Cityyar0 Ha
200-500 venosek (0,3-0,5% B monyasum). A 4acToTa
naronorudeckore resa (HFE) eme Bpime — 1:8-10
[2, 5, 6, 8, 29|. Bonee 3HaUNTENBHOE PACIPOCTPAHEHNE
TIePBUYHOTrO (HAC/IeACTBeHHOI0) TeMOXPOMATO3a OTMe-
4eHo B cTpaHax CesepHon EBpomml, pexe — B AHIIMK
u crpanax Henrtpansron u KOxuHou Esponst. B CIIA
3Toit Hoste3Hkr0 cTpazgaet ,01-0,1% Hace/leHUs CTPAHBIL.
Mysxunes! 607eroT B 10 pa3 vante, 4eM KeHIMHBIL, TIPH-
4eM KJIMHUYeCKas MaHupectaus 60e3Hu HabmoAaer-
CA y MyX4uuH B Bo3pacte 40-50 set, a y JKeHIIUH He-
CKOJIBKO ITO3Ke — OOBIYHO YiKe B ITepuoie MEHOTIAy3kl,
B CBA3H C TEM, YTO JKEHIIMHEI eKeMeCTIHO TePAIOT KeJe-
30 ¢ MeHcTpyatMaMy. [1o3amee Hagano 601e3Hu 06bsc-
HAETCA TeM, YTO JKeje30 HaKAIUIMBAeTCsA B OPraHu3Me
OOMBHBIX MOCTENEHHO — B TeYeHKe HeCKOMBKUX JIeCTH -
JIeTHiA, [I0KA He JOCTUIHET KPUTHYECKOrO YPOBHA.
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O0MeH Kesie3a B OPraHu3Me 340POBbIX JIIOAEH.
B opranu3mMe 3J0pOBOTO B3POCIOrO 4eloBeKd Cofep-
KUTCA 4—5 T )Kesesa, npudem Gonbiias ero yacts (Gosee
50%) maxoauTcs B remoraobune aputpormTos (1700
2000 mr), 15% — B MBIIIEYHON TKAHK — B MUOTJIO0MHE
{(’Kere30, He BKJIIOUEHHOE B reM). B rias3me KpoBu coaep-
xuTcs Honee 20 Mr xese3a, B TOM UHCJIe B BiAzie cBOOO-
HO LMPKyJIMpytomero — Gosee 7 mMr. 3axsar xese3a Mo-
ayaupyer berox HFE. /Kene3o HaXOOuTCA B COCTaBe
mparnceppua, KOTOPHIN CUHTe3UPYeTCA B eYeHH U SB-
JIAeTCA Ia3MeHHbIM OEMKOM, HACHITAACh JKele30M Ha
30-35%. BHyTpb KiIeTKW yKesle30 IOCTyIaeT 3a C4eT
SH/IOIMTO3a C MOMOMEI0 MEPEHOCYMKA ABYXBAJECHTHBIX
MeTaanoB — DMT-1, co3naBas obmmuii mynn Here MUHOBO-
r0 ¥ I'eMUHOBOIO jKeJle3a; 4acThb Ke/le3a IpPH y4acTHU
APYroro mepeHocuwka — gepponopmura (ferroportin)
BBIBOAUTCSA M3 KJETOK, OKUCIAETCS M B CBA3AHHOM
¢ TpascdeppHHOM BH/Ie MOCTYIIAET Yepe3 KPOBSIHOe pyc-
JI0 B OpraHs! ¥ TKaHu. TpaHcheppyH — TIaBHBI TpaH-
CriopTep xese3a B oprasuame yesosexa. OH HaCkIaeTes
JKeJle30M U TIoCUIe Tiepefiadyy eJie3a B KJIeTKH TOr0 WU
MHOTr0 Oprasa BO3BpaIaeTcs B 06muit KpOBOTOK. B kieT-
Kax JKene3o JeNmOHUPYeTCs B KOMILTEKCe C eppumuHom,
KOTOpBIH CHHTe3UpyeTcA Makpodaramu. B HOpMe B co-
cTaBe QeppuTHHA Keae30 AeTOHMPYETCS B KOJMYeCTBe
12-200 mxr/n (20-25% xenesa, 3T0 3aacHOe XeJe30).
B $u3nonoruyeckux yCIOBUAX YeM BBIMIE COAepIKaHue
xene3a B TpaHcheppuHe (B CBIBOPOTKE KPOBH), TeM
MeHbIIIe erg BCackIBAaeTCA B TOHKOW Kuuuke [3, 6, 18].
B cocrage TpancheppuHa HAXOAUTCA 4 Mr sKenmesa.
35% sxeme3a (mpumepHO 500 MTr) IeNOHUPYeTCA B Iede-
HU, CeNle3eHKe 1 KOCTHOM MO3re. MUHHMAIBHOE KOTiye-
CTBO JKeJe3a BXOAUT B COCTdB HEKOTOPHIX (epMeHTOB
{UMTOXPOMBI, KaTa1a3a).

B TeveHne CyToK 4YenoBek TepaeT ¢ kKaaom 0,7-
1,0 mr xene3a. JKeHIMHBI IPY MEHCTPYalliM TepsAT 10-
nomuurentHo eme 1,5-2,0 Mr kenesa eXeMeCIuaHo.
Hes3HauuTelbHasA 4acTh Keje3a BBIBOJAWTCA C MOYOM
1 yepes KOXKHbIe NOKPOBEL [1pu paspyrmeniu 3puTpor-
TOB, OTXKMBIINX CBOM CPOK, PeyTHIU3UpYeTcA (HCIONb-
3yeTcs IOBTOPHO) 0 97% xKeJesa.

ITpy HOPMATEHOM [IUTAHKUK €XKECYTOUHO B OPTaHU3M
nocrynaer 10-20 mr xenesa, HO yCBaMBaeTCs B TOHKOH
Kuike ToasKo 1-2 mr (10%).

Ipy nepBUYHOM (HAC/IeJCTBEHHOM ) FeMOXPOMATO-
3 aCOPOMPYeTCs MOBBILIEHHOE KOJIMYECTBO eJesa,
KOTOPOe OTKJAALIBAETCA B MEYEHU U APYTUX OpraHax
(mopxenynoOYHOM xKene3e, Cepaie U ap.). a TAKKe B pe-
TUKYTOIHAOTENHATLHON CUCTeMe (B 3Be3JYaThIX
KJIeTKax — KiaeTkax MITo) B BUie TUTMEHTA — 2eMOCH-
depuna, 061a1a10I1ET0 KOPUYHEBO-)KeJITOBATON OKpa-
CKOM M MMEIOIIero 3epHUCTOoe CTpoeHue. B HopMe ero
HeT. B neyenu reMOCHEPHH PACHONAraeTcs B nepu-
TIOPTAaJIbHOM 30HE MeYeHOUHBIX I0eK — B TM30COMax
refaToLMTOR W onpejenserca peakuuent Ilepica
(Perls) |4, 8,10, 18|.

Y Myx)4uH, GONEIOMIX NMepPBUYHBIM (HACNTECTBEH-
HBIM) TeMOXPOMATO30M, B Pe3y/ibTaTe H30BITOYHOTO
BCACBIBaHHUA eJle3a K 50-JieTHeMy BO3pacTy HaKaIIiBa-
ercs A0 20 Mr Kese3a B eYeHu U JPYruX OPraHax v TKa-
HAIX, BBI3BIBAS HOBPEXKIEHMUE UX CTPYKTYPBI M HApaCTalo-
mye PYHKIMOHANBHEIE paccTpoicTea [3].
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DTHONOrUA U NATOreHe3. HTUOJIOTHA [IePBHYHOIC
(Hace/1CTBeHHOT0) reMOXpPOMaT03a Hen3pecTHa. B ocHoBe
ero narToreHesa JISKUT namonozueckuil 2en HFE, BbIsAB-
JIEHHBIN [IPY MOJEKYIAPHO-TeHETHYECKUX UCC/IeJ0BaHK -
X, KOTOPBIH KOAUPYeT CTPYKTYPY IPOTeHHA, MIEHTHIHOTO
WM GJIM3KOrQ 110 CTPOSHUE MOJIeKyJte (M KOMILIEKCY)
MHC (major histocompatibility complex) xmacca 1
[16, 18|. B rene HFE oGnapyxensl myTaimu C282Y
1 H63D B pa3niHbIx KoMOHHAIMAX |2, 22, 30|. B HOpMe
Gemox HFE MoZAymupyeT 3aXBaT jxeje3a, CBA3aHHOTO
¢ TpascdeppunOMm, a npu MyTtaumu C282Y Hapyraercs 3a-
XBAT JKe/e3a KIeTKAMU KUIIIEeYHBIX KPUIIT.

BoabimmneTBo 601bHBIX (85-90%) SBAAKOTCA FOMO-
3ArOTaMK 0 MyTaHTHOMY reHy C282Y, B KOTOpOM
LCTeWH 3aMelleH TUPO3UHOM B I0/I0KeHnH 282, a 10—
15% — cmemanabivum reteposuroramu: C282Y /H63D.

B TO Bpems KaK BCe TOMO3UTOTHBIE [IeTH 32001eBai0T
IIepPBUYHbIM (HAC/IeICTBEHHEIM) IeMOXPOMATO30M, Y re-
TEPO3UTOTHBIX JleTel, TIOYTH KaK MpaBUIo, MaHHU(ecT-
Hble GOpMbI 3a00IeBaHIA HEe PA3BUBANOTCA. Y CTAaHOB/Ie-
Ha Heno/JHas MEeHeTPAHTHOCTh TeHa IeMOXPOMAaTo-
3a — 10 60%,

Ecnu oreu v Marth ABJIAKOTCA rereposuroramMu — HO-
curenamu jedextHoro resa HEE, TO BEPOATHOCTE ITOAB-
JeHUsT TOMO3WTOTHBIX feTeil, MMEImX AedeKTHBIA
reH HFE, coctaiseT 1:4, B TO BpeMsA Kak reTepo3uroT-
HBIX jeted — 1:2 [3].

MyTanTtabii ren C282Y CBA3BIBALTCA € 2-MAKPOrIo-
OyaMHOM (2m) HeAOCTATOYHO ITPOYHO, YTO CHUIKAET BKC-
npeccuio HFE-2m 1a niasmatuyeckoi Membpare. B To
JKe BpeMsA MyTaHTHBIN reH H63D Ha 3TOT IPOLiecC BIUA-
HUs1 He OKa3hbIBaeT.

l'ert HFE BbIpabaThIBAeTCS BO BCEX TKAHAX OPraHM3-
Ma, KpoMe T'OIOBHOTO MO3Td, TIpeXk[e BCero B NyOOKHUX
KPUIITAX [BEHAAUATUIEPCTHOM Kumku |25, 30|. Ten
HFE — 3710 HeToK, KOTOPBIN B3aUMOZEHCTBYeT ¢ perier-
topom Tparcdeppuna — TIR, a accoumauus resa HFE
¢ TfR cHIXaeT CpoACTBO ATOTO perentopa K Tpancdep-
PHHY, KOTOPBIH 00eclieunBaeT TPAHCTIOPTUPOBKY Xene3a
B OpraHH3Me Je/I0BeKa.

Myrauus C282Y rena HFE MIIaeT ero cocoOHOCTH
CBA3BIBATHCA ¢ perientopomM TR, mpuyem B 3HAYUTENLHO
Gompmreii crenery, eM MyTamua H63D. S1o mpoucxo-
AT ToToMy, 4ro Mmyrtanusa C282Y BeI3bIBaeT PasphiB
micynepuaHON cBA3M (MOCTHMKA) B anbda-3 HomeHe,
Hapylas MpPoLecc CBA3LIBAHKMSA MYTAHTHOIO IreHa ¢ pe-
menrropoM TR [23]. B TO BpeMs KaK y 300POBBIX JII0iei
red HEE MOJYTUPYET 3aXBaT 5Keje3a, CBA3AHHOIO € TPaHC-
beppunom, npu myrauumn C282Y 3axear xesesa, Ono-
cpenoBaHHbI pertentopom TR, Hapymaercs. [1pu aTom
BO3HMKAET JIOXHBIA CUTHAM O AKOOBI HU3KOM COflepKa-
HUU JXelle3d B ChIBOPOTKe KPOBH, UTO IPUBOJUT K yBe-
nYeHnIo abcopOUyy KeJe3a B KMIIeYHHKe B 2—3 pasa
|2, 5, 8|. A u30BITOYHOE BCACHIBAHME XeJie3a, B CBOKO
o4yepesb, TNPUBOJUT K 3HAYMTENBHOMY IOBBIMIEHHUIO
Hacwlmenus Tpancheppuna xenesom (10 100%), na-
PacTaHUI0 KOIMYeCTBd CBIBOPOTOYHOTO ene3a U ero
OTIOXKEHUIO B OpraHax-MHIIeHAX (Ile4eHb, MOJKey-
NOYHAS XKesesa, cepaue u Ap.). Aeneso nefcTyer Kak
TOKCUH, VCUTHBAsA NPOLECCH MePeKUCHOr0 OKHUCIeHHA
JUTUAOB 34 CUET CTUMYJIALINU PEeaKIIHU CBOBOJHOPaIH-
KaJIbHOTO OKUCJICHHUA.



YCTAHOBAEHA TeCHAas CBA3L MEPBUYHOrO (Hacmen-
CTBEHHOTQ) reMOXpOMaro3a C aHTHreHaMd TJIaBHOTO
KomIiekca rucrocosmecrumoct — HLA (human leu-
cocyte antigen) — ¢ ramnotunamu A3, B14 u (B MeHb-
mei crenern) B17 (ummyHOreneTuyeckui ¢axrop).
B 1978 roay 6bu10 BesAcHero (N. Simon, M. Bourel),
4To red HFE, KOHTPOJIMPYIOIIMH COJepkaHue xeJesa
B OPraHM3Me 4e/10BeKa, Pacro/I0KeH Ha KOPOTKOM ILe-
ge 6-11 Xpomocomel |2-4, 6, 8, 24|. Haauue JByX ra-
maotunoB HLA y npofanpaa ykassiBaeT Ha BBICOKYIO
CTeleHb prcKa 3a001eBaHNA ¥ CHOCOB, HO He ¥ IOTOM-
cTBa [4, 24].

Knvnanka. HecmMOTpsi Ha HACIeACTBEHHBIN XapaKkTep
3a60oNeBaHNS, KIMHUYECKAA CHMITTOMATUKA IEPBHTHOTO
reMOXpoMaTo3a PasBHUBALTCA ViKe B 3DeJIOM BO3pacTe —
nocie 50 JieT, MOCKOIBKY TPeOYIOTCA MHOTHE TOIE] 110~
BBIIIEHHOIO BCACBIBAHMS JKesie3a M ero M3OBITOYHOro
OT/IOYKEHUS B OPraHaX U TKAHAX, YTOOHI BBI3BATE UX II0-
BpeKzieHue 1 HapylleHve GpyHKImit [6].

B pasBuTuM nepBUYHOrO (HAC/1eJCTBEHHOrQ) reMo-
XpOMAaTo3a MPUHATO pasnu4ams 4 cmaduu.

JaTeHTHY10 (CKPBITYIO) CTAAMIO, K020a UMEEIICA 2eHe-
muueckuil deghexm, HO €uje He paseuics CUHIPOM Iepe-
TPY3KH HKeJIe30M.

beccumnmomryro cmaduro, TPy KOTOPOH OTCYTCTBYIOT
KJIMHUYeCKHe IposB/IeHus OOJIe3HH, HO J1abopaTopHLIe
NOKa3aTe]u CBUALTeAbCTBYIOT O HATMYMU CHHAPOMA Te-
Perpy3KH Kene3om.

Manocumnmonmryro cmaduro, Korjia NOABIAKTCA [1PU-
3HAKY acmenu1eckozo curdpoma (0bmas c1abocTs, Heslo-
MOraHue, amaTys 1 Jp.), HO OTCYTCTBYIOT KJIMHHYECKHe
CUMITOMBI, YK43BbIBAIONIME HA MOPAKEHUE Pa3IUYHbIX
OpraHoB.

Knunuuecku marughecmuyro cmaduro, TPOABIAIOIYIO-
¢ KaK OBITMMY IPU3HAKAMY aCTEHUYECKOTO CUHIPOMA,
TaK ¥ CUMIITOMATUKOH, OTPaKaroIlel opakeHue pas-
THUYHBIX OPTaHOB (TeueHb, MOKeTyA0UHAaSA JKene3d, cep-
ouewnap.) [1,2,4,8,18].

J1s nepBHYHOro (HACTeICTBEHHOTO) reMOXpOMaTOo-
3a XAPAKMEPHA CUCTEMHOCID NOPAXCEHUA C BOBIeUe-
HHeM B I1aTOJIOTUYeCKMI TIPOLeCC MHOIMX OpraHOB
1 TKaHeH.

Bo/IbMMHCTBO MCC/iej0BaTesieit sToro 3abosieBa-
HUS YKA3BIBAIOT HA <mpuadys npusnaxos, Hauboiee
XdpaKTepHBIX AJA €ro KJIMHUYeCKUX IPOABICHUM:
Hajaudume 1) nupposa nevenu, 2) caxapHoro auabera
2-r0 THNA U 3) TUNEPIUTMEHTALUU KOKHBIX MTOKPO-
BOB |1, 3, 6, 8, 18].

Eme B 1951 ropy L. Heilmeyer et al. Bnepesle npen-
CTABUIIY JIAHHBIE O 9aCTOTe NOPaskeHNUA Pa3IMYHbIX Op-
TaHOB MPY TIEPBUYHOM (HACIEACTBEHHOM) remMoxpoma-
To3e: 1) yBenmueHWe pasMepoB MeYeHW (TemaTomera-
nust) — B 100% caydaes; 2) runepnurMeHTalus KOKHBIX
NOKPOBOB — 96%; 3) KIMHWYECKN BRIPKeHHBIN caxap-
HbIH Auaber 2-ro Tna — 64%; 4) nopaxeHus cepaua —
86%; 5) mopaykeHus SHAOKPHHHBIX Xene3 — 37% |17].

B nocnenHee BpeMs YKa3bIBAIOT Ha HECKOIBKO HHYIO
JaCTOTy BOBJIEYEHHA B MATOJOTMYECKHI IPOIECC pas-
JIMYHBIX OPraHoB: 1) nedeHs (remaromeranys, LUPPO3
nevenn) — 95-100%; 2) runepnurMeHTanus KOXH
H (PefIKo) CIM3KCTHIX 000104eK — 55-90%; 3) caxapHbIit
nuaber 2-rorna — 80%; 4) crrmeHOMeramma — 25-50%;
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5) nopaxeHus cepana — 75%; 6) nopakeHUA 3HI0-
KpUHHBIX Kenes — 30-35% |2, 4].

B pazseprymoii (IV) cmaduy 6one3nu KIMHUYECKAA
KapTUHA IEPBUYHOTO (HAC/IeICTBEHHOTO) reMOXpoMa-
TO3a CKJIabIBAETCA U3 CAeAYIOMINX KIMHIYECKUX NTPO-
ABJIEHUIA,

Cundpom acmeruu: obmas c1abocth, ObICTpas YTOM-
JITeMOCTS, anaTus, noxyaerue (60%) [4].

Kooxcrivte noxpogor: TUNEPIUIMEHTAUSA KOKY, IPU-
ofpeTaiomel 300TUCTO-KOPUYHEBEIH  (OPOH30BBIIN)
WJIY CePOBATO-CMHIOMIHBIN (ABIMYATBIN ) LBET € MPEUMY-
IMECTBEHHBIM HAKOIJIEHWeM IUIMeHTa Ha KOXe JHIa,
KOHeYHOCTell {OCODeHHO KUCTel PYK), MOJOBBIX Opra-
HOB 3a CYeT OT/IOXeHUA reMOCHepyuHa U reMoyClMHa;
OTMEUaeTcs CYXOCTh KOXKH U ee arpoduueckre U3MeHe-
HUS, BBINAIeHKE BOJIOC.

Ieuenp: renatoMeranyi, IOTHAA KOHCUCTEHIHA, TI0-
BEpPXHOCTh vallle IJIajikas, pexke — OyrpucTas; ymepeH-
Has H0Me3HeHHOCTD IPY MAJIbIIalMK; B TePMUHATBHON
CTaauu — MeTaboIMU4ecKuii LUPPO3 MedeHn ¢ NPUsHa-
Kamy MOPTATbHOH THIEPTEH3UH, C aCLUTOM, PeAKO —
C KPOBOTEYEHHAMH U3 BapHUKO3HO PaclIMpEeHHBIX BeH
NUIIEBOAA M KEIYAKA; renaToLe/UnoNIspHas HeaocTa-
TOYHOCTD; TIOBBIIIEH PUCK PA3BUTHUA TeNaToLeLIHIIAD-
HOI KapuHOMBI (y 30% OOMBHBIX HA CTa MK IIMPPO3a
TIeYeHN); AUCIPOTEHHEMUS; YMepeHHBIe TIPU3HaKK 1U-
TOJIM3a M X0JIeCTa3a.

Budoxpunnvie acenesvr: AMCOYHKIMA runodusa,
IMTOBMAHON JKeJie3bl, HaANOYeYHUKOB; IMIIOreHUTa-
JU3M (MMIIOTEHIHS ), ATPODUS ANYEK ¥ MYKIUH, JUC-
U ameHOped U Gecriogue — Y KeHIH; TUIOKOPTH-
nu3M (CHIKeHHe (QYHKLMM KOPBI HAAIOYeYHUKOB,
IIPOTEKAOMee ¢ apTePUaIbHON IMIIOTeH3UeH, Pe3KOU
ofmeti cnabocThIo U T. I.); ¥ HeBonbInoi yacty 60mb-
HBIX — THIIOTUDEO3.

Caxaprvi duabem 2-20 muna, 1aCTO MHCYIMHO3aBH-
CUMBIN, M3PeKa — MHCYJIMHOPE3UCTeHTHBIN: BO3MOXHO
OC/IOKHEHHOe TeueHue (auao3, KoMa).

Cepdye: yBemaeHue ero pa3mepoB (KaparuoMeraims);
KapAMOMMOIAaTHA, IPOTeKAr0mas C opaskeHueM PoBO-
JALIeH CUCTeMBI CepALa, apUTMUel U ITPAaBOXKeNyJ04KO-
BO¥# (3aCTOMHO) HEAOCTATOYHOCTHIO.

Cycmasoi: apTpOIIaTHH, COTPOBOXIAIONTNECS apTpal-
ruer (y 20-25%); XOHAPOKATBLIMHO3 KPYIIHBIX CYCTABOB
(v 30-35%), ocTeonopos.

Hcuxonesponozuteckue paccmpoucmea: PasiNyHbIe
IICUXOHEBPOJIOTHYECKIe HapYIIeH L.

¥ "acTi GONBHBIX BO3MOXHO BO3HUKHOBEHHE HEJo-
KaJIM30BAaHHBIX A0 0MHHAJIBHBIX HOJIEH.

Teuenue MepBUYHOrO (HACAEACTBEHHOIO) TeMOXpPO-
MaTO03a — Me/JIeHHO, HO HeYKJIOHHO MPOrPecCHpyomee.

[NprYuHOI JeTaTbHOrO UCX0a Yalle BCero ABIAeTCA
Pas3BUTHE TeTaTONeUTIAPHON KapuuHOMEI (B 25-35%
cyqaes). [1pu meperpyske neyeHOUHOH TKAHH KeJIe30M
Ha ¢one cdhopMupOBaBIIErOCA UPPO3a MEYeHU PUCK
Pa3BUTHA renaToLeLTIOIAPHON KAPIUHOMBI BO3PACTAET
B 200 pa3 (!) no cpaBHEeHHIO ¢ MOMYJIALMEH 3A0POBBIX
mopen [3].

Kpome TOro, yCTaHOBJEHO, 4YTO NPU NEPBHYHOM
(HacnesCcTBEHHOM) TeMOXPOMATo3e 4acTo Ompefe-
JeTCA HANH4Me BUPYCHBIX renatutoB B u C (oTMmeye-
HO NPHUCYTCTBHE B ITedeHr HBSAgE), TeueHHe KOTOPBIX
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CONPOBOXAAETCA UMMYHOAeDUIUTOM, OCOGEHHO HA
¢oHe M3OBITOYHOrO HAKOIIEHUA Kele3a B Me9eHoq-
HOM TKaHW, YTO TOKE MOKeT CrocoOCTBOBATL PA3BU-
TUK} FeMaTONeLIIOIAPHON KAPIMHOMBI | 21 |.

1. Iepnok u JIx. Ayam paspaboranu xauHuxo-
NAMOZEHEMUHECKYIO0 KAACCUduxayuo mepBUYHOrO (Ha-
CIIefICTBEHHOr0) TeMOXPOMATO3a, KOTopas Ipefycma-
TPUBAET BBIACJICHUE YETHIPEX €r0 TUIIOB.

Tun HFE1 (xnaccudeckas Gpopma); A1 HEro xapak-
TePHO HAJWYMe TPUA/B! TUTIMYHBIX TIPU3HAKOB HONe3HN
(cM. BBIIE), KOTOPBIE YacTO COYETAIOTCA C MOPayKeHUeM
CepAla M 3HAOKDHHHBIX Kesle3 Ha (OHe NMOBBIIIEHHBIX
noKasarenei ooOMeHa xesesa.

Tun HFEZ2 (roBeHubHAA HopMa), KOTopas HacIemy-
eTcs TI0 ayTOCOMHO-PelecCMBHOMY THITY, JHArHOCTH-
pyeTca B MOJIOZIOM BO3pacTe, MPOABIAETCA YIIOPHBIM
aDAOMUHAIBHBIM DO/EBLIM CHHAPOMOM, OTCTABAHUEM
B QU3UYECKOM U MONOBOM Pa3sBUTUM; MPU3HAKAMU 1O~
PakeHUA MUOKapAa C HAPYIIEHWAMH PUTMA U IPOBO-
JAUMOCTH (BCTPeYaeTCs KpaiHe Pejko).

Tun HFE3: KNUHWYECKA TPYAHO OTJIHYMM OT KIacCh-
vyeckoi GOpmMBI DOME3HM; HACAeAYETCA MO ayTOCOMHO-
PeLecCHBHOMY THILY.

Tun HFE4 (ayTOCOMHO-JIOMMHAHTHBIH TeMOXPOMa-
TO3); P 3TOM HOopMe 3200 1eBaHMA Kes1e30 OTKIa/AbIBA-
eTCA IPEeMMYILECTBEHHO B PeTUKYJIO3HI0Te/MaIbHOM
cucteme (B Knetkax Kyndepa), mopaaeTcs riaBHBIM
oGpa3oM neveHs [8].

JAunarHocTuxka. B auarHocruke nepeuyHoro (Ha-
C/IEICTBEHHOTO) TeMOXPOMATO3a UCTOAB3YIOT KAUHUYe-
CKHe JaHHBIe, U3MOKEHHbIE BBINIE, C VIETOM MHOXe-
CTBEHHOCTH BOBJIEYEHHBIX B ITATONOTHYECKUI MpOILece
OPraHOB Y TKaHEH, TIPeKIe BCEro «Tprajbl>» XapakTep-
HBIX NMOpaKeHnid (LMPPO3 MeueHw; CaXxapHeli jguaber
2-T0 TWNA; TUNEPIUIMEHTALMA KOXHBIX IIOKPOBOB)
[1, 4, 8, 18]. Kpome TOro, HYKHO U3YYUTH CEMEHHBIN
dHaMHe3 ¥ BBIACHUTb, HeT JIM aHATOTUYHOro 3ab0meBa-
HUSA Y KPOBHBIX POJICTBEHHUKOB 1-11 cTerieHy pOAICTBa.

JlaGopamopnas duaznocmuka viMieeT BeCbMa BaXXHOe,
NoJYac peliaroiee 3HaUeHKe B yCTaHOBIEHUHU KIHIYe-
CKOrO AMar€osa.

/114 IOATBePKIeHUA JUArHo3a epBUYHOTO (Hacnes-
CTBEHHOI'0) I'eMOXPOMATO3a UCTIONb3YIOT:

1) onpenenenue xoHyeHmpayuu JHene3a 6 ColBOPOMKE
Kposy — OHAa JOMKHA TipeBblmaTd 200 MKr/mn (npu
Hopme 50-150 MKr/u1), HO 3TOT AMarHOCTUYeCKUIA Me-
TOJ, HeJIb35 IPU3HATD HAJeXKHBIM;

2) onpefiesieHNe JHENEI0CEA3BIBAIUEL CHOCOBHOCHIU
mpancpeppura (Tf) — ero HaCHITIEHNS XeTe30M (Orpe-
AeJIAI0T Nocie 12-4acoBOro rofiofjdHisa): OHa, Kak 1pa-
BUJIO, BBIIE 62% U ABIALTCA BAKHBIM A0KA3ATEbCTBOM
NPABIIBHOCTU IHATHO34;

3) onpegenenue xonyermpayuy geppumuna (0CTpO-
¢azoBoro Hemka) B CEIBOPOTKE KPOBH: OHA TIPEBBIIIAET
300 MKr/.1; 4yBCTBUTEIBHOCTE METO/A COCTaBsAeT 94%,
a cnenuGuyHOCTS — 89%:

4) THCTONOTHYECKOE U3YUeHUe GUONMAmMO8 neueHu C
HCTIOIB30BAHKEM CTICLUATBHON OKPACKU Ha IIPUCYTCTBHE
KeJe3a B remaTOLUTAX U 3IUTEIMH KeTIHbIX TIPOTOKOB
{(nmpu BTOpUYHEIX GOpMaxX MeperpysKu OpraHu3ma xese-
30M OHO HAKAI/IMBAeTCA NPEUMYINECTBEHHO B KJIETKaX
PEeTHKYJIO3H/OTeIUAIEHOM CUCTEMBL, a He B [IeYCHH);
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5) KOMM4eCTBeHHOe OTIpefiesieHue sKeje3a B OuonTa-
Tax MeyeHu (C MOMOIIBIO CIeKTPOgOTOMETpa): MOATBEP-
KJaeT JMarHo3 YBeJMYeHHe ero  KOJu4ecTBa [0
1000 mxr,/100 r cyxoi Maccs! (v 3A0POBBIX moaei 50—
100 mxr/100 r cyxoii Maccel);

6) onpejenenue (pacuer) MHJEKCa Kesie3a B Iieye-
HU TIyTeM JIeJTeHH TOKA3aTe s KOHIEHTpauu (Komye-
CTBA) Jene3a, BBIABJIEHHOIO B OHONTAaTaX MEYeHH
(B Mkr/100 r CyX0ii MACChI), Ha BO3PACT 6OIBLHOTO (B ro-
nax) — y GONbHBIX TIePBUYHBEIM (HACTeZICTBEHHBIM) re-
MOXPOMATO30M 3TOT MH/EKC 60bme 2,0, a mpu APyrUX
3aboneBaHuax — MeHsIne 1,6;

7) mopdosoriyeckoe usydeHne GHONTATOB MEYeHH,
BBIABJAION[EE HAMMUME KPYITHOY3I0BOIO [IUPPo3a neve-
HU U Hepe3KOo BRIPaKeHHOro Gudpo3a NopTaibHbIX 30H
C OTJIOKEHMEM JKese3a B IEPUIOPTAALHBIX TenaToUTaX
U (B MeHbIIIell cTeneHn) B Kietkax Kymdepa;

8) ompenenenue ramnorunor HLA — A3 u Bl4,
XapaKTepHBIX AJA NepBHYHOrO (Haclae[CTBEHHOTO)
reMOXpoMaro3a; XOTH 3TH MCCIeJ0BAHUS He UMEIOT
JAUArHOCTUYECKOTO 3HAYEHUSA, OHU MO3BOJIMIOT YCTAHO-
BUTb CTeIeHb PHCKA Pa3BUTHA 3a001eBaHUA Y KPOBHBIX
pojcTBeHHUMKOB 1-i crernenn pojcrea [1-4, 8, 12,
15,1520, 26, 28]

9) B noCIe/iHee BPeMst 1A AMATHOCTHKY TIEPBUYHOrO
(HacneICTBEHHOTO) reMOXPOMATO3a UCTIOAB3YIOT METO]|
FeHeTHYeCKOr0 TeCTMPOBAHMA HA HajIWdMe MyTa-
umit C282Y u H63D rena HFE. B ciyuae eciin obcieny-
eMBIi ABJIAETCSA FOMO3UIOTHBIM HOCHTE/IEM MyTaHTHOI'O
rera C282Y vy CMeIaHHBIM eTePO3UrOTHBIM HOCUTE -
nem C282Y/H63D, To juarHo3 3aboieBaHUA MOKHO
CYMTATh YCTAHOBJICHHbIM [6].

Kpome Toro, 0TMedaeTes yMepeHHOe NOBBINeHHe ak-
TUBHOCTH (pepMEHTOB IUTONN3A (ANaHUHAMITHOTPAHC-
depaser U acmapTaTaMHHOTPaHChEPA3bl), THIEePriIUKe-
MUA U DITIOKO3YPUA, TOPQUPHHEMISL.

Hncmpymenmanorsie memoodst CuazHoCmuxiy MeHee
uH(OpPMATHBHEL. C NOMOIIBI0 KOMIBIOTEDHOH MM Mar-
HUTHO-PEe30HAHCHOM TOMOrpaduy MOKHO OINpeZeNuTh
IIOBBIIIEHHYIO TIOTHOCTh TKaHW IedeHH. Kpome Toro,
MOKHO YCTaHOBUTE (WJIH 3aII0[03DUTh) pa3BUTHe rerna-
TONELTIOIAPHON KAPLIMHOMBI.

B dugpepernyuansrot duazHocmuxe HeoOXOIUMO
OTIPaHUYUTE NePBUYHLIA (HACKEJCTBEHHBIN) reMo-
XpoMaTo3 OT LUppo3a MeYeHH WHOW 3THOJOTHH
(BUPYCHO, a/JIKOrOJILHON U Ap.), cuHapoma Baxtu
(rematonuenansHoro ¢ubdposa nevenu), OoMe3HH
AznavcoHa (HeOCTaTOYHOCTh KOPHI HAAMOYeYHHUKOB,
4acToO MMeHyeMasi «OpOH30BOM DOJIe3HBI0), NO3AHeH
KOXXHOUH mopdupuu u fp.

Jleuenme. Jleucbroe numarue TPeAyCMATPUBAET
HCKJIKOYeHNe U3 MUINeBOrO PalioHa MPOAyKTOB, comep-
KAIIUX Kee30 (MACO, ITleYeHb), a TaKKe acKopOUHOBOH
KWCIOTHI, YCUIMBAIOIMIEH BCACHIBAHME JKe1e3a B TOHKON
KHIIKe; 0OoTalIeHue TUIH HeTKaM.

Kpome Toro, Heo6xoaumMo 0TKa3aThCs OT yroTpes-
NIeHUS ATKOTOJIBHBIX HAUTKOB, OKA3bIBAIINX TOK-
CHYeCKOe BO3/leHCTBIe Ha [1eYeHb, IPEKPATUTE Kype-
Hue Tabaka.

J;1a yMeHbIIeHNA BCACHIBAHUA JKele3d B KHIIe HH-
K€ pPeKOMEHAYeTCs TAKKe HCMOJAb30BATH HPOIYKTHI
IUTaHUA, COAepXKalye KaabUui (TBOPOT, MOJOKO),



H43HA4aTh (QapMaKOmpenaparsl, COEPIKAIIe Kaab-
unmi [1, 3,4, 8, 18].

C nomouibio papmMakoTepaniy 0Kasarh CyLeCTBeHHOe
BAMSIHKE Ha M30BITOYHYIO aBCOPOIIHIO Ke/1e3a B TOHKOM
KUIIKE HeBO3MOKHO.

OcHOBO# nev4eGHBIX MEPOIPUSTHI /P NEPEUtHOM
(HACTCOCTIBEHHOM) 26MOXPOMANI03€e ABTIAIOTCA PETYIAPHO
NPOBOAMMEBIE KPOBOMYCKaHUs (iedebHas GubPoTOMMS).
KoHeuno, KpOBOIyCKaHHA — 3TO He NATOTeHeTHIecKoe,
a CUMITTOMATUYECKOe JIeYeHue, HO OHO ABAAeTCs sddex-
TUBHBIM, Y &JIbTePHATUBEI €My TTOKa HeT.

Kposonyckauus mpoBogAT 1-2 pasa B HeAeNK 110
500 M. 3a 4 mecsia KPOBONYCKAHMIA yAAeTCS YAaUTh
13 opraanama 60apHOro 0 1 1 xernesa.

Ieny nedenus: ¢ TOMOLIBLE) KPOBOMYCKAHWIA CHU3UTh
coziepaHye GeppuTHHA B CBIBOPOTKE KPOBH 110 50 MKT/ 1
(150 mr/an v 30 vr/mi) u Huke. Takum 06pasom 3a
1 ron MoxHO yaanuTe u3 opranusma 10-12 r xenesa
1 jo 15 r 3a nocnenyrowmpe 2 roga. ITocne gocTHkeHus
HTON LieJIM KPOBOIYCKAHUA CJIe/lyeT MPoAQJIKATh pery-
JIAPHO, HO VK ¢ 4acTOTOM 2—4 1pouejypbl B TeueHue
TOfA, MPEKPaiams KpoSONYCKAHUA HU 6 KOeM CIy4ae
Henb3s, IOCKONBKY NMEePBUYHBIA (HACTeICTBEHHBI) re-
MOXPOMATO3 — 3TO HeM3/IeunmMoe 3a00eBaHue.
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ru MepBUUHBIK (HACAEACTBEHHbIN)
reMoxpomaro3

f. C. UummepmaH
MepmMCK1it rOCYAaPCTBEHHBLIN MEAULIMHCKUM YHUBEPCUTET
UM, akaa. E. A. Barnepa, Mepmb, Poccua

KaoueBble cAoBa: 00MeH xenes3a, GopMbl reMoxpomMa-
T03@, 3STMOAOTUA U NATOTEHES, KAMHWKA, ACYEHNE

B AeKUMKW U3AOKEHBI COBPEMEHHLIE MPEACTABAEHUS O Ha-
CAEACTBEHHOM remMoxpomarose. B 4acTHOCTH, onucaHbl 06-
MEH XeAe3a B HOPME W MPW NaTtoAoruK, AeDUHULMA U Tep-
MUHOAOTUSI TEMOXPOMATO3a, ero STMOAOMMA U NATOreHes.
Ocob0e BHUMAHWE YAEAEHO KAMHUKE, B T. Y. MOPaXEHUIO
NOAKEAYAOUHOM XKEeAe3bl, AMarHocTUke u anddepeHunant-
HOM AnarHocThke. OTAGABHBIA PA3AEA NOCBALLEH ACUYEHUID,
KaK AWETOTEPANUHK, TAK M KPOBOMNYCKAHWUAM, MEAWKAMEHTO3-
HOW TEpanuu.

EN Primarn (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.

32 BECTHMK KAYBA MTAHKPEATO/IOTOB  HOSIBPh 2017

27. Stemmel W. Therapie der hemochromatose /
W. Stemmel, C. Nideray, G. Strohmeyer // Dtsch. Med.
Wschr. — 1993. —Vol. 118. —P. 267 -269.

28. Thaler H. Leberkrankheiten: Histologie, Klinik /
H. Thaler. — Berlin, Heilderberg, New-York : Springer Ver-
lag, 1982.

29. Vierling J. M. Epidemiology and clinical course of
liver disease: identification of candidates for hepatic trans-
plantation / J. M. Vierling // Hepatology. — 1984. — No 4.
—P. 845-945.

30. Waheed A. Association of HFE-protein with trans-
ferrin receptor in ¢rypt enterocites of human duodenum /
A. Waheed // Peoc. Natl. Acad. Sci. — 1999. — Vol. 96,
No 4. —P. 1579-1584.

YAK 616-003.822.1-056.7

va MepBUHHUK (CNAAKOBUKA)
remoxpomaro3

f. C. lummepman
MepMCbKUI  ACPKABHUNA  MEAMUYHUN
iM. akaa. €. A. Barnepa, lNMepm, Pocia

yHiBepcUuter

Karouogi caoea: 00MIH 3aAiza, GOPMU reMOXPOMaTO3Y,
ETIOAOTIA | NATOrEHES, KAIHIKA, AIKYBAHHSA

Y AeKUil BUKAQASHO CYYACHI YABAEHHSA LLLOAO CMAAKOBOMO
remoxpomarosy. 3okpema, onucaHo o6miH 3aniza B HOp-
Mi | 3@ naTtoAoril, AediHilis | TEPMIHOAOIA reMOXpoMaTo-
3y, oro etioaoria i naroreHes. Oco0AUBY yBary NPUAIAEHO
KAIHILi, 30KpEMa YPaxXEHHIO NMIAWAYHKOBOI 3aA03M, Ala-
FHOCTULI Ta AMdepeHLUianbHii AlarHocTtuui. Okpemuit pos-
AlA NMPUCBSIYEHD AIKYBAHHIO, AK AleToTepanii, Tak i KpoBo-
NyCKaHHIO, MEAMKAMEHTO3HIN Tepanii.



