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genetic polymorphism.

MHoroo6pa3|/|e BapWaHTOB NaTONOMV MeYeH HenHdeK-
LVOHHOrO reHesa, AnuTeNibHasi ManocMMMITOMHOCTb
Jaxe Npu BbICOKOAKTMBHbIX (hopMax ee MopakeHus, conpo-
BOX/AIOLMXCA renaTtofenpeccuer, OenaloT HeobxoAVMbIM
BbINOJSIHEHME CJIIOXHOMO AMArHOCTUHECKOrO anropuUtMa C He
BCerzia npeackasyemMbiM pesynbTatoM. bnarofaps BHeOpeHmio
COBPEMEHHbIX AMArHOCTNHECKMX TEXHOMNOMMIA CTAHOBUTCS BO3-
MOXHbIM BbIsIBleHVIE MHOMOYMCIIEHHbIX 3aboneBaHu neye-
HU, paHee CYUTaBLUMXCSA pedkumn. OLHUM 13 Takux 3abone-
BaHWI ABNAETCH FTeMOXPOMATO3 MeYeHN.

B kayecTBe MAMIOCTPaLMU CIOXKHOCTW AMArHOCTVIKM JaHHOM
NaToNor1m Ha NpPakT1Ke NPUBOAMM OMNMCcaHVe Uctopmmn Gones-
HW GonbHoM Y., 1992 r.p., 3abonesLuei octpo 20.09.2014 .
B 3TOT feHb y nauyeHTkn 6e3 BUAMMON MPUHKHbBI MOSBMNACh
TOLLUHOTa, PBOTa 40 TPex pa3 B CyTKW, TAXKECTb B MPaBOM MOf-
pebepbe, cnaboctb, cybdebpunbHaa TeMnepatypa Tena. Ha
CNleflylolIMnN AeHb OHa 3aMeTuina NOTEMHEHMe MOYK, a eLle
yepes AeHb — 0DeCLBEYEHHbIN Ka 1 UKTEPUYHOCTb CKep, B
CBSA3U C YeM Oblna NPOKOHCYNbTUPOBaHA MHMEKLMOHCTOM,
rocnutanuvposaHa B LIPB, a 3aTeM nepeBefieHa B racTposH-
Tepornorideckoe otaeneHne MopaoBCKOM pecnyOnmKaHcKom
KITMHWYeCKOM OOMbHMLbI.

Mpy ocMOTpe COCTOsHME ObINO PacLieHeHO Kak yA0BNeTBO-
puTensHoe. M3 xanob oTMedanuce Hebonbluas cnabocTb U
nepuroam4ecki BO3HMIKaIOLLAs Nocse efbl TAXeCTb B NPaBOM
nogpebepbe. V3 paHee nepeHeceHHbIX 3aboneBaHU Obiu
oTMedeHbl b OPBU 1 KpacHyXxy B AeTcTse. H1Kakmx nekap-
CTBEHHbIX, pacTUTenbHbIX NpenapaTtoB 1 BAL 3a nocnegHui
rof He npuHMMana. 3amyxkem, MMeeT pebeHka Tpex ner.
bepeMeHHOCTb U pofpl NpoTekani 6e3 oCIoKHEHWI. B HacTo-
filliee BpeMs MeHCTpyaLun HeperynspHble. Annepronorudec-
KW, 3NMAEMUONIOrNYEeCKMIA, NPOMECCHOHanNbHbIN - aHaMHe3
6e3 ocobeHHocTeln. KpoBb 1 KpoBE3aMeHUTeNV He nepeniBa-
nncb. Tybepkynes, BUPYCHbIe renaTuTbl, CaxapHbIA AMabeT y
cebs 1 BnV3KMX POACTBEHHNKOB OTPULIAET. 13 ocobeHHoCTel:
©abyLika NaumMeHTKM ymMepna OT LMppo3a neyveHn B Bo3pacTe
65 net. Y 6abyLikn1, MaTepy 1 CaMoW MaLMEeHTKN — TeMHbIN
OTTEHOK KOXM MO TUMY MEeNaHOAePMUN.
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B cTaTbe NPYBOASTCS COBPEMEHHbIE AdHHbIE NO STUOAOTWM, NaToreHesy, OCOBeHHOCTAM KAVHVKW,
AVIAFHOCTVIKA U AeHeHMST BOABHBIX reMoxpoMaTo3oM. Ocoboe BHUMaHUE YAAEHO HACAEACTBEHHOMY
reMOXpOMAaTO3Y M eroreHeT4eckoMy MHOro06pasmio. Ha KAVHHeCKoM NpUMepe NPOAEMOHCTPPOBAHA
CAOXKHOCTb AVNArHOCTUKM 3360AeBaHMS), 0BYCAOBAEHHAS MEHETUHECKM NOAUMOPGON3MOM.
KAlo4eBble cAOBa: reMOXPOMATO3, FeHETUHECK NOANMOPDOUSM,

KAMHWKE, ANGrHOCTWKE, AeHeHne.

The paper presents the current data on the etiology, pathogenesis, clinical features, diagnosis and treat-
ment of patients with hermochromatosis. Particular attention is given to hereditary hemochromatosis and
its genetic diversity. The clinical example demonstrates the difficulty of a disease diagnostics caused by
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diagnosis, treatment.

OObEKTVBHO Ha MOMEHT OCMOTPa OTMEYAETCs BblpaskeHHas
KENTYLIHOCTb KOXM Ha (hoHe MenaHoaepMun, CyoukTepuny-
HOCTb CKNep, eOVHWYHbIE «COCYAMCTbIE 3BE3L04KM» Ha KOXe
CnuHbl. MNepudeprdeckmne numdaTHeckie y3nbl He yBenmnye-
Hbl. OTekoB HeT. XKMBOT Mpu Manbnauyy MAarkum, 4yBcTBm-
TenbHbIM B NMpaBoM noppebepbe. MeyeHb BbICTynaeT u3-rnopg,
Kpas pebepHor Ayrn Ha 4 CM MO MpaBoOW CpeduHHO-
KIOYUNYHOW JIUHWM, YMEPEHHOW MIOTHOCTU, Oe300one3HeHHas.
MoBepPXHOCTb NeYEHV rMaakas, Kpam POBHbIN, 3aKPYrNeHHbIN.
CeneseHka +2 M, rmagkas, MArko-3nacTMYHOW KOHCUCTEH-
umn, GesbonesHeHHas. Moda TeMHOro LBETa, KaJl axorvyeH,
©e3 3K 1 KPoBW.

Mpu obcnenoBaHUM BbISBEHO UMULMPOBaHME renaTo-
TPOMHBIMK BMPYCaMU, @ TakXe OMMCTOPX03, NENTOCn1po3,
MNePCUHMO3, TOKCOMMa3Mo3, NapasuTapHble MHBA3MN He Obinn
NMOATBEPXKAEHDI.

Y3l opraHoB OpIOLLHOW MOMOCTU: renaTocrnieHoMeranus,
BbIpakeHHble ANMDY3HbIE U3MEHEHUA MAPEHXUMbI MeYeHu,
acuMT, NopTaibHas rMNepTeHsns, YMepeHHoe yBenu4eHve 1
onbdysHble M3MeHeHUsa NopxenynoyHow xenesbl. KT opra-
HOB OPIOLLIHOM MOJIOCTU: MeYeHb yBenudeHa B pasmepax (M3P
npasow nonn 190 MM, nesont gonv 94 MMm), NNOTHOCTBIO OT
28 0o 73 en.H, KOHTYpbl poBHbIE, YeTkue, | cerMeHT yBennyeH
no Tuny «bokcepckor nepyaTkin». Bokpyr neveHn ceoboaHas
KMOKOCTb. [py KOHTPaCTMPOBaHMM MapeHxXMa PaBHOMEPHO
HakannvBaeT KOHTpacT. COCyaMCTbIA PUCYHOK He M3MeHeH.
BHyTpW- 1 BHENEYEHOHYHbIE XXen4Hble MPOTOKM He PacLUVIPEHbI.
Onpepenaerca  CUMMOTOM  «MEPUMOPTaNbHOMO  BEHLLa.
BopoTHas BeHa 14 MM, HUXKHSA Nonas BeHa 20 MM B AvameTpe.
JKenuHbI My3blpb COKPALLEH, OKPY>KeH CBODOAHOM XXNIOKO-
ctblo. ComepXXMMOe roOMOreHHoe, CTeHKa He YTOSLeHa, YeT-
Kas, POBHas, PaBHOMEPHO KOHTpacTMpyeTca. [TpocBeT xone-
noxa 4 mm. NMoaxkenynoyHas xenesa: N3P B 06nacT ronoskm
37,7 MM, Tena 28 MM, XxBocTa 19,6 MM, oKpy>keHa HebomnbLLIVM
KOM4eCTBOM XMnAKocTn. CTpyKTypa FOMOreHHasi, KOHTypbl
HeyeTkVe. BMPCYHroB NPOTOK 4eTKO He BU3yanm3MpyeTca.
CeneseHka yBenu4eHa, pasmepoM 178x66,4 MM, MIOTHOCTbIO
oT 32 po 66 en.H, KOHTYpbl POBHble, MO3aW4YHbIA TUM
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KOHTPaCTUPOBAHNS. Moukn  Ge3  ocobeHHoCTen.
KoHTpacTmpoBaHve cBoeBpeMeHHoe. Haano4eyHukn He
V3MeHeHbl. B Manom Tasy 1 npaBow NneBpanbHOWM MOMoCTU
cBoboaHas XMAKOCTb. MHOXeCTBEHHbIE YBENMYEHHbIE Mapo-
aopTanbHble UMdOy3nbl Ao 34x16x14 MM. 3aknoyeHue:
KT-kapTvHa renatocnieHoMeranmm, LMppo3a mneyenu, nop-
TanbHOW TMNepTeH3un, nepervba >XenyHoro nysblpsi, oTeka
NOAKENYA0YHOM Xenesbl, NMdoadeHonaTim, acumTa, npa-
BOCTOPOHHero rugpotopakca. AC 08.10.2014: nuwesoq He
v3meHeH. Ckadku >enyaka NpoposfbHble, U3BUTbIE, CI3N-
CTast po30Bas, C o4axkaMum atpoduin. JlykoBuua 12-nepctHomn
KNLLIKK CpeaHero obbema, Cnn3ncTas po3osast, NocToynsbap-
Hble oThenbl cBOOOAHO MPOXOAMMBI, CIIM3UCTas PO30Basi, C
BbICbINaHWSAMU B BUAE «MaHHow Kpynbi». BAC o 0,5 cm. TOX
0o 0,8 cm. Xenum HeT.

Pe3ynbTaTbl KIMHWYECKOro M DUOXMMINYECKOro McCeaoBa-
HWS KPOBW MpeacTaBfieHbl B Tabn. AHanM3bl KPOBW Ha OHKO-
Mapkepbl: CA 72-4 — 62,5 En/mn, CA 19-9 — 400,0 E/mn,
anbda-cetonpoterH (ADM) - 66,93 ME/Mn, pakoBbil
3MOpUOHanbHbIA aHTureH (POA) — 1,3 Hr/mn; ot 20.10.2014:
CA19-9-72En/mn, ADMN - 230,85 ME/mMn, PSA = 0,9 Hr/mn.
CA125n CA15-3-BN.

[MIMKO3UNMPOBaHHbIN reMornobuH: 4,0%. MMUKemMu4eckumin
npounb: 12.00 — 7,32 mmonb/n, 16.00 — 15,4 mmonb /N,
22.00 - 14,2 mmonb/n, 6.00 — 5,26 MMonb /n. AHanms Kposu
Ha IgM =121 mr/an (Hopma 46-304), IgA 130 mr/an (Hopma
82-453), 19G 786 mr/an (Hopma 751-1560).

B kayectBe pabouero AmarHosa Obll BbICTaBeH LMPPO3
neYeHy HeyTouHeHHOM sTnonorin (knacc B no Yamnay-Mbio),
BbICOKOV aKTWUBHOCTW. [lopTanbHas runepTeH3us. AcumT.

[BYCTOPOHHWI  MMAPOTOPAKC.  [enaTocnieHoMeranus.
Me4yeHOYHO-KNeTo4YHass  HefoCTaTo4HOCTb.  JKenTyxa.
XPOHUYECKMIA  MaHKpeaTuUT,  HecTorKas  pPeMmccus.
XPOHUYECKUIA  XONMEUMUCTUT,  HeCcToMKas  PeMUCCUS.

TpaH3uTOopHas rvneprankeMus (Ha oHe HadaTor Tepanum
FMIOKOKOPTUKOCTEPOUAOM).

OnddepeHumanbHbin - anarHos nposoauncs ¢ ANA-
HeraTVBHbIM ayTOMMMYHHbIM enaTUToM, HacefCcTBEHHbIMM
rernato3amm 1 OMnyxoseBbIM 3a00NeBaHNAMM NeHeHN. bbinu
1ccnefoBaHbl B AMHAMKMIKE CbIBOPOTOYHbBIE MApPKEPb! ayTONM-
MYHHbIX 3a00neBaHun neveHn (AMA M2, ANA, LKM, SLA/LP),
OonesHn BunbcoHa-KoHosanosa (pe3ynbTaT oTprLATeNbHbIN).

3a Bpems CTaLMOHApPHOrO NeyeHWs mosfydana rentpan,
peamMbepuH, PacTBOp MIOKO3bl C Kanvem XIopuaoM, peMak-
con, 3HeTpoc-renb, nonmdenaH, kpeoH. C 15.10.2014 r. HayaTa
Tepanua AekcaMeTazoHoM 16 Mr/cyT B/B, 3aTeM NpPeaHV30M0-
HoM per os 30 mr/cyT, ypcocaHom 1000 Mr B cyTkn. Ha poHe
neYeHnsa 3apercTpypoBaHa MONoXUTeNbHad OWHaMUKa —
ynyyLeHme obLLero caModyBCTBUS 1 hyHKLMOHAbHbBIX MOKa-
3aTenen nevyeHu, 3HAYUTENIbHOE YMEHbLUEHUE >KENTyXM.
BwmecTte ¢ TeM, y4nTbiBas BbIABMEHHOE 3HA4YMTENIbHOE MOBbI-
LLIEHVe YPOBHSA CbIBOPOTOYHOrO pepputnHa Ao 1560 Hr/mn,
BO3HVKJIO MOAO3PEHME Ha reMoxpomMaTtos. MaumeHTke Obina
nposefeHa MNyHKLMOHHas OMOMCUs neveHU: nopTasbHble
TPaKTbl He paclmpeHbl U Cnabo GUOPO3MPOBaHbI. B HMX
Habniogaetcs rMnepnnasns MenkmMx >KenyHbIX MPOTOKOB.
B nopTanbHbIX TpakTax v B CMHYCOMAAxX YacTo BCTPEYatoTCA
MaKpodarn C KpYnHOrpaHynspHOM MUIMEHTHOW 3epPHUCTO-
CTblO B UMTOMIA3Me. YHacTKm NepucuHycouaansHoro gprbpo-
3a. YMepeHHO BbIpaXkeHHas rnepnnasus KNeTok PeTyKyIo3H-
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noTennanbHom cucteMbl. [Mpu okpacke no Mepncy oTnoxeHus
COoeMHEHW XKene3a BbISBNAIOTCA B LIATOMIa3Me MopTasbHbIX
MaKpoaros 1 KNeTok PeTUKyNo3HA0TeNanbHOW CUCTEMbI MO
Xxomy cuHycompoB. Mopdonormyeckoe — 3aKio4eHue:
lemocnaepos neveHu. Npr3HaKoB ayTOMMMYHHOrO renaTiTa B
NpeacTaBieHHbIX MpenapaTax He BbisBeHo. NpoBeaeHo reHe-
TV4Yeckoe KCCefoBaHMe KpoBWM Ha MyTaumu reHa HFE ot
03.12.2014: myTtaumsa His63Asp BbisiBfieHa B reTepo3nroTHOM
coctosHMK; MyTaumsa Ser65Cys He BbIsiBeHa; MyTauumsa
Cys282Tyr BbisiBNieHa B reTepO3UrOTHOM COCTOAHUM.
3aKIo4MTENbHBINM  OMArHO3 OCHOBHOM: [eMOXpOMaTos.
MyTtaumu B reHe HFE: His63Asp — B reTepo3MroTHOM COCTOS-
Hnu; Ser65Cys — He BbisiBneHa; Cys282Tyr — B reTepo3nrotTHOM
COCTOAHMM. OCTPbIN renaTuT, BbI3BaHHbIN Neperpy3kon xene-
30M, (hasa pekoHBanecueHumn. OcioxHeHus: [MopTanbHas
rNepTeH3MA: CNIEHOMETanma, MNepPCreHn3M.

Takum 00pa3oM, y NaumeHTK Dbl BbISIBNEHb! ABe MyTa-
LM B FETEPO3UTOTHOM COCTOSIHUM, YTO MOATBEPXKAAEeT AMa-
rHo3 HFE-remoxpomatosa.

FeMOXpoMaTo3 MpefcTaBnseT cobon Oone3Hb «Hakornse-
HMA» B PaMKax CUHOPOMA Neperpy3km OpraHmM3mMa >enesoMm.
BbloensdioT nepBUYHbIA M BTOPWYHBLINM  FEMOXPOMATO3.
MepBUYHbIN FeMOXPOMATO3 ODYCIOBIEH MHOMOYNCTIEHHBIMMA
reHeTU4eCKUMK  MyTaumsaMn, B 3aBUCMMOCTM OT KOTOPbIX
BbloenstoT 5 Tmnos [1, 2]: HFE-accoummpoBaHHbIN, 1OBEHNIb-
HbI1, HFE-HeaccouMmMpoBaHHbIA, ayTOCOMHO-AOMUHAHTHbIV
reMoOXpoMaTo3 U1 Mneperpyska >KenesoM Yy HOBOPOXAEHHbIX.
Haunbonee pacnpocTpaHeH 1- TN reMoxpomaTosa, CBs3aH-
HbI C MyTauWsMu reHa HFE B 6-1 xpomocome. OHY NprBoasT
K YCUNEHMIO BCACbIBaHWSA XXemne3a B KMLLEYHMKE 1 ero Hakonse-
HWIO B TKaHAX MeYeHu, MoaXKenydo4HOM >Xenesbl, cepaua,
rmnogusa un cyctaBoB. CamMbIMU PACMPOCTPAHEHHbIMW MyTa-
umamMin reHa HFE sensiotca C282Y ( Cys282Tyr) u H63D
(His63Asp) [3, 4]. BOMbLIMHCTBO MAUMEHTOB C CUMMITOMATL-
KOW reMOXpoMaTo3a roMO3UroTHbI Mo MyTaumn C282Y, Ho
KJIMHVKa Pa3BMBAETCA fIMLLb Y MOSIOBMHbBI FOMO3UIOT C MyTa-
umen C282Y. 3-5% nNauMEeHTOB MMEIOT reTepo3UroTHYIo
opmy (C282Y /H63D) HFE-remMoxpomatosa, UMEIoLLyIO, Kak
NpPaBumo, HeTSKeNoe TedeHve 3aboneBaHNs 0e3 BbIpaXkeHHbIX
KIIMHUYECKMX MPY3HAKOB reMOXPOMaTO3a, HO BbICOKOEe cofep-
>KaHue hepprTHA 1 MPOLLEHTa HacbILLEHWs TpaHCheppUHOM [5].

tOBEHWMbHBIM reMOXPOMATO3 (2-1 TUMN) MaHUbecTpyeT B
MonofoM Bospacte (10—-30 neT) 1 xapakTepn3yeTcs BbIPaXkeH-
HOW Meperpy3kon >enesoMm, COMPOBOXAAIOLLENCS OblCTpO-
NPOrpeccrpyoLWLMmN  MPU3HAKAMW MOPaXKEHNA MNeveHn U
cepdua. Mytaumm npw 3TOM TUMNe reMOXpPoMaTo3a Pacnosno-
>XeHbl B reHe HAMP, OTBETCTBEHHOM 3a CUHTE3 B MeYeHn ren-
CUAMHA, KOTOPbIM MOZyNvpyeT MeTabonmM3M >kenesa 4epes
yMeHbLLEHME KMLLIEYHOM abcopbLIMM XKene3a, 3amMefIeHne ero
BbICBODOXAEHWS 13 [EMO B NMEYEHU U PEryMpoBaHYe 3axBaTa
Xernesa peTuKynosHOoTeNnranbHbIMM Knetkamu [6]. Y HekoTo-
pbIX NaLMEHTOB C IOBEHWNSIbHBIM TEMOXPOMATO30M UMEIOTCA
MyTaLMK B reHe, PacrnonoXeHHOM Ha 1-11 XpOMOCOMe 1 OTBeT-
CTBEHHOM 3a CWMHTE3 remotoBenuHa. Y reteposmrot (C282Y/
H63D) ¢ AONOMHUTENBHBIMU MyTaLMSMU FEMOIOBENIMHA NI
rencranHa KiMHUYeck/e CUMToMbl 6onesHn 0bbIMHO MeHee
BblpaxkeHsbl [2, 3].

[eHeTM4eCKyto OCHOBY reMOXPOMaTO3a 3-ro T1Ma COCTaBs-
0T MyTaumm reHa HJV, kogumpylollero crHTe3 peLentopa
TpaHchepprHa 2-ro Tvna, KOTOpbIA ABNAETCS MOLYNATOPOM
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NPOAYKLMM rencuaMHa B OTBET Ha M30bITOK Kenesa B OpraHun3-
Me. [1ns ayTOCOMHO-AOMUHAHTHOIO reMoXpomaTo3sa (4-1 Tun)
XapakTepHO NperMyLLEeCTBEHHOE HaKOomMmeHVie Xefe3a B peTu-
KySIO3HOOTENNANBHOM CUCTEME U MOBBbILLEHVE CbIBOPOTOHHOIO
hepprTUHa 3840MT0 4O NOBbILLEHNA KO3(PPULEHTa HaCbILLe-
HUA TpaHCMeppUHa Xene3oM. B nocnenytolem y naLmeHTos,
Kak v mpu 1-M TUne, pa3BMBAIOTCA LYPPO3 NeYeHM, CaxapHbIn
OvabeT 1 nopaxeHue cepaua. KnmHudeckm 0edioT nprxo-
OUTCH 0ObIMHO Ha MOXMIoN BO3pacT. B ocHoBe gaHHOro tmna
3aboneBaHnaM — MyTauma A77/D B reHe SLC40A1, koau-
pyloLleM cuHTe3 Genka epponopTiHa, OCYLLECTBASIOLIEro
TpaHCMeMOPpaHHbIN MepeHOC Xenesa B 3HTepouuTax [6].

HeoHaTanbHbI reMOXPOMATO3 XapaKTepu3yeTcs 3aep>KKom
BHYTPUYTPOOHOIO Pa3BUTUSA U AebTUPYeT ObICTPO nMporpec-
CUPYIOWMMN  CUMMTOMAMKM  MEYEHOYHOW HELOCTAaTOYHOCTH,
NPMBOAALLMMU K CMEPTENbHOMY UCXOLY BCKOpe Mocse pox-
LeHus.

FeHeTMYeCKME MyTaLMW NMPUBOASAT K HAPYLLEHWIO KOHTPOSS
3a BCACbIBAHVEM XeNe3a B KMLIEYHVKE 1 HAChILLEHWS TpaHC-
beppurHa, yBENMHEHMIO CbIBOPOTOHHOTO (heppUTUHa 1 XKene-
3a, JEMNOHMPOBAHMIO XXefe3a B BUE reMocuaepyHa 1 eppu-
TVMHa B OpraHax 1 TKaHsix, Npexae BCEro, B NMeYeHu, Nopkeny-
Jlo4HOM xene3e 1 cepaLie. ObpasyioLLiecs Ha (oHe Neperpyskm
nedveHu xene3om cBobofHble paaMKasbl 3anyckatoT peakLmm

TABJIULA.
Pe3ynsmams! KIUHUYECK020 U 6UOXUMUYECKO020 UCCNed0BaHUsA Kposu 60/1bHOL Y. 8 duHaMuKe

Mokasarenb Hopma 23.09 | 02.10 09.10 12.10 17-22.10 23-27.10 28.10-5.11 19-27.11
Bunupybun o6, 5-20 MKMONb/N 75 35 1177 660 247-177 167-120 88-48 38-30
bunupybuH cess. 0-3,4 MKMOJIb/N 35 - 1000 316 120-82 73-52 36-15 9,4-6
AnAT 5-34 E/n 220 177 660 560 596-817 1208-1407 | 1130-842-425 45-25
AcAT 5-31E/n 364 135 448 410 429-349 393-460 236-174 17
Lo 15-120 Eg/n 27 27 112 120 114-122 180-146 146-136 50
[TTn 5-50 E/n 79 76 72-347 519-497 496-315 101
06uuit 6enok 66-83 r/n 61 60 38 62 68 61 64
AnbbymuHbl 35-521/n 50 50 51 51 57-39 41
al-moBynuHsI 2,5-5% 4 5 3 3 4
Q2-MoBYNNHbI 7-13% 11 8 13 13 8
Y-I06yaUHbI 12-22% 22 25 19 19 20
NN 70,0-130,0% 49 76 94 109 116 76
TpoMbuH. Bpems 11-17,8 cek. 22 15 20 20 15
MoyeBuHa 1,7-8 3mmonb/n 6,9 8,6 36 74 85 8,6-4,3 4,2
KpeatuHun 74-110 MKMOnb/N 88 106 103 87-78 96 75 77
MoyeBas kucnota 208,3-428,4MKMONb/ 11 270
XonectepuH 1,4-5,2 MMOJIb/N 78 24 5 6,6 7,1 6,6
MarHuii 1-1,4 mmonb/n 1 0,98 0,99
STFe 15-50% 91 97
GeppuTuH 20-300mKr/n 1250 712
JIKCC 27,8-53,7MKMONIb/N 51 1,6
0XCC 44,8-71,6MKMONb/ N 56,7 49,5
CPb - + + +++ ++
A4TB 24-35 cek. 50 48 34-31
MHO 0,9-1,2 Ep 1-Sep 1,6 1,18
GubpuHoreH 2-4t/n 2,05 1,99 1,8-2 2,2 2,5-3,5
TemornobuH 120-140 r/n 132 137 154 154 146 135 118-114
IpUTPOLUTSI 3,8-5,3x 10'2/n 4 4t 46 46 43 4,9 3,5-34
JlelikouuTbl 4-9 x x109/n 31 4,3 71 81 9,8 6,3 2,5-21
Jo3nHOGUAbI 0,5-5% 8 5 6 2 2
CermeHTbl 47-72% 48 61 66 85 85 77 67
Manoyku 1-6% 9 7 6 2 3 2 9-Feb
JiumcouuTsl 19-37% 24 18 12 Apr-13 8 14 16-24
Tpom6ouuThI 150-380 x10°/n 216 195 241 224 146 138 73-40
€03 1-20 Mm/y 4 3 3 4 3 10 35
PeTukynouutel 2-12%0 25 22 28 12 10 3
[ematokput 36-48% 41 43 44 45 38
Tpurnuuepuabl 0,4-1,9 Mmmonb/n 4,7
JINHN 1,9-4,4 monb/n 1,96
Inioko3a 3,3-5,5 MMOJIb/N 4,5 57 4,9 51 6,5 53 44
Heneso 10,7-21,2MKMONb/N 23 27 30 52 48
Kanuit 3,5-5,IMMoNb/ N 4,2 4 4,2
Kanbuuit 2,1-2,6 MMOAb/N 3 2,2 23
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NEePEKNCHOro OKUCIEHNS NNMUAOB, Pa3pyLUeHMe KIETOYHbIX
MeMOpaH, BHYTPUKIETOHHbIX CTPYKTYP renaToLmMToB, HapyLue-
HWe VX CTPYKTYPbI 1 PYHKLMK, CUHTE3 KosnareHa [3].

Hapagy ¢ HacnefcTBeHHbIM reMOXPOMaToO30M, BblOensior
BTOPUHHBI FEMOXPOMATO3, CBA3AHHbIN C FeMONUTNYECK MU U
MeranobnacTHbIMU aHEMUSIMIU, MUENOAMCMIACTUHECKM CUH-
OPOMOM, MHOFOKPATHbIMY FeMOTPAHCPY3NAMU, XPOHMYeE-
CKVMM reMOANaNM30oM, HeoDOCHOBaHHbIM fledeHeM npenapa-
TaMU Xefesa, a Takxke C XPOHUYeckMMU 3aboneBaHusMM
neyveHn (BUpYCHbIe, ankorofibHbIe renaTuTbl, CTeaTorenaTtnT),
0COBEHHO MPU HaNM4MK xonecTasa [7-9].

leMoxpoMaTo3 AuarHoctrpyeTcst y My>X4duH B 5-10 pa3
Yalle, Yem y XeHLMH, 0bbl4HO B Bo3pacTe 40—60 neT, y XeH-
LWMH — B OOMbLUMHCTBE CJlydaeB nocne meHoraysbl [1, 5].
KnunHudeckn MaH1@eCTHble opMbl MOPaXKEHNS MeYeHr npm
reMOoXpoMaTo3e BCTPEYaloTCA B NMOMNYNALMN C HacTOTOM 2 CJly-
4aa Ha 1000 >xuTenen. Ecnv oTel, 1 MaTb — reTepo3uroTbl Mo
0eeKTHOMY reHy, TO BEPOSATHOCTb MOSABMEHMSA TOMO3UIOTHbIX
OonbHbIX feTert coctaBnseT 1.4, reteposvrotHbix — 1:2 [4].
YHactoTa reTepo3smroTHOro0 HOCUTENbCTBA CPeAM HacefeHus
1:10-12 [10].

KnvHMKa reMoxpomMaTo3a B 3HaUYUTENbHOW CTENEeHW 3aBUCUT
OT TOro, FAe W B KaKOW CTeMeHy HakamniuMBaeTca >eneso, a
Tak>XKe reHeTU4eckMMM 0COOEHHOCTAMM NaumeHTa. CyuTaetcs,
YTO KPUTWHECKOW KOHLIEHTPaLMEN Xene3a ABAfEeTCA ero ypo-
BEHb, MPeBbILLAOLLIMI HOpMY Bonee Yem B 10—-20 pa3 [4]. Ons
reMOXpoMaTto3a XapakTepHa TpwvaZa CUMMATOMOB: LMPpPO3
neYeHy, caxapHbln vaber n menaHogepmus. OfHako 3Ta
Tpraza HabnoaaeTca NMLb B TePMUHANbLHOM CTadum 3abone-
BaHWs. Yallle BcTpedaetcs 11nm 2 nprsHaka 3aboneBaHuis.

B TeueHM remMoxpomMaTosa BbIOENsIOT 3 CTaauun: Geccnm-
MTOMHYIO NMeperpy3Ky >enesom, CUHAPOM Neperpysku xene-
30M C PaHHUMW NPOSBNEHUAMM 1 CUHOPOM Meperpy3Ku Xene-
30M C KIIMHMYECKN MAHWMECTHBIM MOPaXeHWeM OpraHoB-
MuLLeHel. [epBbIMM CUMITOMaMM 0ObI4HO ObIBaIOT C1AabOCTb,
ObICTpas yTOMMAEMOCTb, MOXyAaHWe, rUnepnurMeHTaLms
(MenaHomepMus) 1 CyxoCTb KoXM. CUMNTOMbI MOPaXeHMst
neveH BbISBNSIOTCA MO0 cryvanHo, MMbo Ha CTagmm Lppo-
32 MeYeHN U1 ero oCIoKHeHUM. Ha no3gHmx ctagumsx npucoe-
LOVHSIOTCA MPU3HAKM NaHKpeaToreHHOro caxapHoro auaberta,
BHELLHECeKPeTOPHOW  HEeAOCTaTOYHOCTM  MOAXKeNy404YHON
Kenesbl, CepaeqHON HeOCTaTOYHOCTU 1 apUTMUIA, MOpaXKe-
HUA TMNodm3a, HALNOYEYHKOB, rMnoroHaamsm [11]. Yckopstot
NPOrpeccrpoBaHMe NMopaKeHNs NnevyeHrn Npm reMoxpomaTtose
ynotpebneHne ankorosns, Tak Kak ankorofb W neperpyska
Kene3oM KyMyNSTUBHO YCUMIMBAKOT CBOOOAHOPaAMKanbHOe
OKUCIIeHVe, MPYIMEHEHVIE NEKaPCTBEHHbIX CPeCTB, 0COOEHHO
npenapaToB >Kenesa U ackopOVMHOBOW KUCOThI, BUPYCHblE
MHdeKUMM (0coBEHHO BUPYCHbIV renaTiT C), COnyTCTBYIOLLMIM
CTeaTto3 neyeHu 1 cteatorenatur [2, 4, 12, 13].

B OMarHocTke reMoxpomMaTo3a MOMOraloT aHaMHeCTnYec-
Kne paHHble (Hanu4me aHanornmyHoro 3aboneBaHWst Y PoOf-
CTBEHHWKOB), MOBbILLEHWE COAEPXKAHWA Xene3a B CbIBOPOTKe
KPOBM, MPOLEHTa HacbIWEeHNA TpaHCeppyHa >Kenesom
(>45%), ypoBHs epputiHa (y My>kurH >300 MKr/1, y XKeH-
WwyH >200 MKr/n), aMUHOTpaHcdepas, M3MeHeHve obLen
>Kene3ocBs3blBalolelt  CMoCcoOHOCTU  CbIBOPOTKM  KPOBM
(<28 MKMoOnb /), a TakKe HanMyMe MHOXECTBEHHbIX OpraH-
HbIX MopaxeHuin [2, 11]. Hanbonee 4yBCTBUTENbHBIM TECTOM
CHMTAETCA KOHLEHTpaLus (eppuTMHa B CbIBOPOTKE KPOBU,
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KOTOpas NMpsiMo NpornopLMoHarbHa obLLeMy 3anacy >enesa B
opraHmsme. Tpu TAXENoW neperpyske >ene3om ypOoBeHb
depputnHa npesbiwaet 1000 Hr/mn [2, 11].

J[IMarHo3 reMoxpomMaTo3a MOXHO CHUTaTb YCTaHOBIEHHbLIM B
Tex d1yvasnx, Koraa naumeHT SBsaeTcad roMO3MroTHbIM HOCUTe-
nem C282Y vnn e CNOXHbIM reTepO3MroTHbIM HOCUTENIEM
(C282Y /H63D. B 311X cydasx nposefeHve puoncnm neveHn
Ona BepudmKaumm AmarHosa, Kak npasuno, He TpebyeTcs.
30n1poBaHHble retepo3nrotHble MyTaumm C282Y n H63D,
coyeTatoLmecs C NpM3HakamMy Meperpyskm Xenesom, renato-
[enpeccum, NoBbILLIEHHOW aKTUBHOCTBIO CbIBOPOTOYHbIX aMM-
HoTpaHchepas, TPedytoT NPoBeaeHNs MyHKLMOHHOW Broncum
neveHy ¢ Moponornyecknm 1ccnenoBaHnem buontata U
oKpackon peaktnsoM [epnca (OepnrHCKOM nasypbio) Ha
cofepxKaHue xesesa B renatoumtax [3].

MaupeHTamM C reMOXpoOMaTO30M PEKOMEHIYETCA OrpaHn4m-
BaTb MoTpebneHve npomdyktoB, GoraTbix >enesom (Msco,
rpeda, s6mokM, rpaHatbl) 1 BUTaMMHOM C, UCKIIOYUTb U3
paLMoHa ankorosib, 0COBEHHO KpacHoe BMHO. He cnemyet
NMPUHUMAaTL  MONMBUTAMWNHHO-MKHEPasibHble KOMIMIIEKChl Y
BAL, copepxalume xene3o n ButamMuH C. lMokasaHUAMK K
npoBefeHnto hneboToMu ABAAIOTCH KNMHYeCK MaHNhecT-
HbII FEeMOXPOMATO3, a Takxke OecCMMTOMHOe MOBbILLEHVE
YyPOBHA PeppUTUHa cBbille 200 MKT /Ny XXeHLLMH 00 MeHona-
y3bl 11 300 MKr/11y MY>HMH W'Y XKEHLLMH B NOCTMEHOMay3allb-
HbI nepuop, [11]. PerynspHble thneboToMmMm CHUTAOTCH CaMbiM
3hPeKTVBHBLIM 11 6830MaCHbIM METOLOM JIeHEHNS FeMOXPOMa-
To3a. CornacHo pekoMeH4aLVaM AMEPUKaHCKOW acCoLLaLmm
3ab0neBaHMM NeYEHN, CHUXKEHME reMaToKpKTa Nocie Kaxao-
ro ceaHca ¢neboToMMM He [OOMKHO npeBbiate 20%.
Y4uTbIBas, HTO NIeYEHNE HOCUT MOXKM3HEHHbIN XapaKTep, Aab-
Henwve cdneboToMmn npoBoast 4-6 pa3s B rog [11].
OhdeKTMBHOCTE (hnedoTOMUI OLIEHNBAIOT MO YMEHbLIEHWIO
aCTEHNYeCKOro CMHAPOMa, renatoMerannu, rmnepgepmMeHTe-
MWW, MUTMEHTALMN KOXM, KOMMEHCaLMM YrieBOAHOro obme-
Ha. Tepanus xenupylowmMMKn npenapatamn (aedepokcamiuH,
Iethepasmpokc) mMeHee 3chekTVBHa, NoKasaHa npu HeBo3-
MOXHOCTM MPOBEAEHWSA KPOBOMYCKaHMI, NaumeHTaM C aHe-
MKen, Npu NopaxeHun cepaua U rmnoansobymurHemmm [5, 11].
K opyrM MeTofam neyerHms reMoXpoMaTo3a OTHOCATCS Mas-
Macbepes, LTtadepes 1 reMocopoLms, NpUMeHseMble C Lenbio
ynaneHus n3bbiTka Xenesa 13 opraHvamMa.

MpOrHo3 ANs XXW3HW y NaLMEHTOB, KOTOPbIM Oblifa nposee-
Ha paHHAS AMarHOCTVIKM FreMOXPOMaTo3a M CBOEBPEMEHHOe
afiekBaTHoe NeyeHKe, OnaronpuaTHbIA. B cnydasx nosnHen
OVarHOCTUKM 3aboneBaHus, NMpY HanvumMm UMppo3a neyveHu,
KapaMoMm1onaTn, caxapHoro AnabeTta, NporHo3 onpeaenseT-
CA TAKECTbIO 3TUX HEOOPATUMbIX OCIIOXHEHWI. [ATUNeTHSS
BbIKMBAEMOCTb MaLIMEHTOB C reMOXPOMATO30M COCTaBIAeT A0
93-72% (18% B OTCyTCTBME NeveHrs ), 10-NeTHss BbiXMBae-
MOCTb — 110 77-47% (0-6% B oTcyTCTBME NedeHns) [1, 14].
Moyt y 30% OOmnbHbIX FeMOXPOMATO30M Pa3BUBAETCS Pak
neyeHun. Prck ero nosseHVs y NaLMeHToB C reMOXPOMATO30M
B 200 pas3 BblLLe, 4eM B CPeAHEM B MOMNYNALMK, HE KOppenumpy-
€T HW CO CTeMNeHbIO NMOPaXXeHUs NeveHmn, H C 3PPEeKTUBHOCTLIO
NPOBOAVMOrO fle4eHKst. HYacToTa 3TOro OCNIOXHEHMS C BO3pac-
TOM YBENM4MBAETCH.

K coxxaneHwuio, NepBrYHOM NPOMUNaKTUKLA FeMOXPOMaTo3a
He cyuwlectByeT. osTomMy 014 NpefoTBpaLLeHns pasBUTUS
HeoDPaTUMbIX M3MEHEeHUI, TakUX KakK LUMppO3 MeyeHu,
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caxapHbl omabeT, cepaedHas HelOCTaTOYHOCTb, YPe3BbIHali-
HO BaXkKHa paHHsis AMArHOCTVKa 3abonesaHus. [pu nosiBieHUm
B CeMbe H60JIbHOMO reMOXPOMAaTO30M HEODXOAMMO TeCTUPOBA-
HMe Bcex BnMXKanLLINX KPOBHbIX POACTBEHHMKOB. M [0MXKHO
ObITb NpeasIoXkeHo CKPUHMHIOBOE UCCNenoBaHWe ANl BbisSB-
JIeHVsi reMOXPOMaTo3a, BKJTloYalollee B cebs reHeTnyeckoe
TeCTMpOBaHMe Ha Hanu4dme myTtaumin HFE-reHa, onpeneneHvie
CbIBOPOTOYHOrO >Kenesa, obLLIEen Xene3ocBa3blBaloLent Cro-
COBHOCTW CbIBOPOTKM KPOBW, DeppuTiHa M HaCbILLIAEMOCTU
TpaHchepprHa. MoBbieHVe yPOBHSA HacbkILLEHWA TpaHchep-
PYHa 1 CbIBOPOTOYHOMO (heppUTUHA B COHETaHUM C reTepo3i-
FOTHBIM WAV TOMO3UIOTHBIM HOCUTEIbCTBOM MyTaLMA reHa
HFE cBraeTensCTByeT B MoSb3y NMOCTaHOBKM LMArHO3a reMox-
pOMaTo3a. B COMHUTENBHbIX CryHasx MPOBOAMTCA AVIHAMMNYeC-
Koe 0bcnenoBaHme Kaxable 6—12 MecALeB.
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