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TeMoxpoMaTo3 — MOJIMCUCTEMHOE 3a00JIeBaHKEe, HACIEIYEMOE 110 ayTOCOMHO-PEIIECCUBHOMY TUITY
U 00YCJIOBJIEHHOE TeHETUUECKUM Ie(EKTOM, KOTOPBIN MPUBOAUT K MOBBILIEHHOMY OTJIOXEHUIO
KeJie3a B OpraHax M TKaHsX (MeueHU, MOIKeTyI0YHOI Xene3e, cepjlie, KoXe, CycTaBax u Ip.).
B crarbe npescTaBieH ciiydait JaTeHTHOTO TeYeHUSI HACJeICTBEHHOTO TeMOXpoMaro3a y nauueHTa
36 et ¢ romo3urorHoi myrauueit C282Y. KimHuueckoe HaOMOIeHNE CBUIETENLCTBYET O HEOO-
XOIMMOCTH BKJIIOUEHUSI B IMATHOCTUYECKUI MOUCK PEIKUX 3a00JI€BaHUIA, TOCKOJIbKY CBOEBpE-
MEHHas TUarHOCTHKa 1 STUONATOTeHeTHYeCKasi Teparust (KpOBOIYCKaHUE, XeIaTOPbl) MO3BOJISIIOT
MPENOTBPATUTH PA3BUTUE OTIACHBIX OCTIOKHEHUIA 1 YIYIIIUTh POTHO3.

Knrouesvie cro6a: HacieACTBEHHBI TEMOXPOMATO3, MOJIEKYJISIPHO-T€HETUYECKUIA aHAIN3, TOMO3K -
rotHas myTtauus C282Y, KpoBonycKaHUe, XeJaTOPhI.

BBenenHe

Iemoxpomaroz — HLA-accouuupoBaHHOe
MOJUCUCTEMHOE 3a0ojieBaHue, Hacjeaye-
MOE€ TI0O ayTOCOMHO-PEIeCCUBHOMY THUITY U
OOYCIIOBJICHHOE TCHETUYCCKUM Oe(DEKTOM,
KOTOPBI TPUBOAUT K TOBBIIIICHHOMY OTJIO-
JKEHUIO 3KeJie3a B OpraHax U TKaHsIX.

PazButue 3a001eBaHMS CBSI3aHO C U30BITOY-
HBIM HaKOTUICHMEM Kejie3a B OpraHu3Me, 4To
MPOSIBJISIETCS MOpaXKeHUEeM TMeYeHH, MOIKeITy-
JIOYHOM XKeJie3bl, cepaLa, KOXu, CyCTaBOB U IIp.
Y MyXYMH KJIMHWYECKUE TPOSIBIICHUS 00J1e3-
HY HaOIIomaroTcd B 3 pasa Jalle, 9YeM Y SKeH-
IIWH, 9TO OOYCIIOBJICHO (QU3HOJIOTHUCCKUMU
0COOEHHOCTSIMU XKEHCKOTO OpTaHM3Ma.

IlepBoe ommcaHme 3a00JcBaHUS IIPH-
Hamiexut A. Trousseau, Kotopeiii B 1865 .
BBIICIWI TPUALy OCHOBHBIX KIMHUYECKHUX
NpOSIBJIGHUI: caxapHbIii AuabeT, OpoH30Bast
MUTMEHTALMs KOXM, IUPPO3 MedyeHu. Tep-
MHUH “TeMoxpoMaro3” mpemioxeH B 1889
ED. von Recklinghausen. C 1935 r. 3ab6oJe-
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BaHME OTHOCST K TpPYIIE HAaCAeACTBEHHBIX
oonesneir. B 1996 . J.N. Feder et al. unen-
TUGUIUPOBAIM TE€H HACJIEICTBEHHOTO TIeMo-
xpomaro3a (HI'X) — HFE, myranuu kotroporo
Hau0boJIee YacTO NPUBOAAT K Pa3BUTUIO 3TOTO
3a6o0eBanus. B 2000—2004 romax Obu1n onu-
CaHBbI MyTallMU IPYTUX TEHOB, IIPUBOMISIINE K
Pa3BUTHIO TEMOXPOMATO3a.

[IpeBanupytoiiee OONBITMHCTBO TAIIMCH-
toB ¢ HI'X — 5T0 npeacraBurenn eBponeous-
Hoii pacel CeBepHoii EBporrsl 1 AMepuKu, TIe
pacmpoCcTpaHEeHHOCTH 3a00JIeBAHUS COCTaBISI-
et 1 : 300. 3HaunTeTLHOE KOJTMUECTBO CIIyJaeB
3a00JIeBaHNUSI HE PaCIO3HACTCS WJIM THAarHO-
CTUPYETCS TI03MHO, HA CTaIUM HEOOPATUMOTO
MMOpakeHWSI BHYTPEHHUX OPraHoB (LIMPPO3
TIeYeHU, caXxapHBI AMA0eT, MMIaTalliOHHAsI
KapIMOMUOIIATHST).

B Hacrosimee BpeMsT BBIIEJISIOT ITEPBHY-
HBIII ¥ BTOPUYHBIN TeMoxpoMaro3. OmmcaHbl
YeThIPE TUTIA TIEPBUYHOTO (HACTICACTBCHHOTO)
TeMOXpOMaTo3a.

I'emoxpomaro3 I Tuma (HFE-acconumposan-
Herii HI'X) HacnemyeTcst mo ayToCOMHO-peliec-
CHUBHOMY THUITy U OOYCJIOBJICH MyTallsIMU TeHa




HFE, pacnonoxeHHOro Ha KOpPOTKOM ILieye
6-i1 xpomocombl. Haubonee wacto (87—90%
ciyyaeB) peructpupyetcst myrauust C282Y —
3aMeHa IMCTerHa Ha TUPO3UH B 282-M I10JI0-
JKEHUM aMUHOKUCIIOTHI; peXe BCTPEUaeTCs My-
taiust H63D — 3aMeHa LIUTHAMHA HA TyaHUH
B 63-M TOJIOKEHMM aMHHOKMCJIOTHL. Pacrpo-
CTPAaHEHHOCTh 3TUX MYTAllMi pa3nyHas: Ha
ceBepe 3amamHoit EBpomnbl Hambosee pacmpo-
crpaneHa mytauus C282Y, B CIIIA u Kanane —
H63D.

IOBennbHbI remoxpomaro3 (11 Tum) siBiisI-
€TCsI OTHOCUTEJIbHO penkoil (opmoil ¢ paH-
HUM HauyajJoM; BCTpeYaeTcsl Kak y MYXKYMH,
TaK M y XeHIIUH. 3a00jeBaHNe 00yCIOBICHO
MyTallUsIMM T€Ha, OTBETCTBEHHOTO 3a CHMHTE3
JIpyroro 0ejika MeTaboJn3Ma xeje3a — rercu-
IUHA. DTO OBICTpOTeKYyIIast (hopma OONE3HU C
KJIMHUYECKUMU TTPOSIBJICHUSIMU B TIEPBBIC TPU
JECSTUIETUS XKU3HMU.

I'emoxpomaro3 III tuma (He cBsSI3aHHBIN C
HFE) o0ycnoBieH MyTauusiMu TeHa, KOIUPY-
IOIIIET0 CUHTE3 pelienTopa 1151 TpaHCchepprHa.

T'emoxpomato3 IV tuma oOyciioBieH MyTa-
musimu reHa SLC40A1, Konupylolero CUHTe3
TPAaHCTIOPTHOTO Oefika (hepponOpPTUHA.

HecMmotpst Ha 1O yro HI'X gBasieTcst mo-
BOJIBHO YaCTHIM 3a00JI¢BaHUEM B MOMYJISIIUSIX
€BPOIIECKOT0 MPOUCXOXKICHMS, TUArHOCTHU-
DYETCsI OH PElKo.

B kavecTBe WITIOCTpAIIMU TTPUBOIUM OITH-
caHue ciiydyas JjaTreHTHoro TeueHuss HI'X y nma-
ueHTa 36 JerT.

KnHHHYecKoe HabnoaeHHe

Bouabnoii H., 36 yiet, mOCTynuI B TaCTPOIH-
TEPOJIOTNYECKOE OTIAEIEHUE TOPOICKON K-
Hu4eckoit 0oapHMIIBI Ne 12 MocKBBI B heBpa-
ne 2011 . ¢ xanodamu Ha Tymnble 60U B 00-
JIACTU TIPaBOTrO I0oApeOephbs, YMEpEHHbIC, HE
WppaguupylonIie, He CBSI3aHHBIC C PUEMOM
MUIIA, TPOXOISIINE CAMOCTOSITCIIHHO.

B anamuese — nerckue nHbpeknu, OPBU.
DNUAEeMUOIOIMYECKUII aHAMHE3 HE OTSAro-
meH. HacnencTtBeHHBIX 3a00J1€BaHUIT HE OT-
MeyaeT. BpeaHble MPUBBIUKKA M TTPOdheccro-
HaJTbHBIC BPEIHOCTH OTPUIIACT.

B TeyeHme mTocaemHETO rofa MmaleHT BIep-
BbI€ CTaJl OTMEYaTh MOSBICHUE AUCKOMDOpTa

llepBHYHbIA reMoXpOMaro3

B MpaBoM Mnoapedepbe. ObcienoBancss am0Oy-
JnatopHo. [1py 00BEKTUBHOM OCMOTpPE OTKJIO-
HEHUI He BRISIBJICHO. B 00111eM aHanmse KpoBu
HaO0JTI01aI0Ch TTOBBIIIICHNE YPOBHST TEMOTJIO-
ouna (17,1 r/mn), spurpouutos (5,38 x 10'?),
COD (30 MM/4), B OMOXMMUYECKOM aHAIM3e
KPOBU — YBEIMYCHNE aKTUBHOCTHU TpaHCAMMU-
Ha3: alaHnHamuHoTpaHcdepasbl (AJIT) — no
151,9 ME/n (Hopma 0—42 ME/n), acnaprart-
amuHoTpaHchepassl (ACT) — mo 75,8 ME/n
(nopma 5—34 ME/n). YpoBeHb CBIBOPOTOU-
Horo xeJjie3a coctaBui 50,61 MKMoJib/11 (HOp-
Ma 10,6—28,3 MKMoOJb/J1), TpaHcheppruHa —
2,52 r/n (HOpMa 2—4 1/11), HachIIIIEHUEe TPaHC-
dbeppuna xenezom (HTXK) 112,97% (Hopma
25-55%), depputuH 213 MKr/m (Hopma
20—250 mkr/n). I1pu a30daroracTponyoneHo-
CKOITMU BBISIBIEHA TPhDKA MHIIEBOTHOTO OT-
Bepctus auadparmel. [1pu sxokapauorpadpuu
TMOJIOCTHY Cep/lla He pacIIMpeHbl, KJIamaHHbII
anmnapaT UHTaKTeH, BbISIBJICHbI JOTIOJTHUTEb-
HBIE XOPIBI B JIEBOM Xelymouke, ceTb Kuapu
B IpaBoM Tipeacepaun. HampasieH B cTamyo-
Hap C MpenBapuUTeIbHBIM IMArHO30M: XPOHM-
YECKUIA renmaTUT HesICHOTO TeHe3a.

[Tpu mocTyruieHUM COCTOSTHUE YIOBJIETBO-
purtenbHoe. IlaleHT HEeCKOJIbKO TOBBIIICH-
HOTO NUTaHus (MHIEKC Macchl Testa 27 Kr/M?).
KoxHble TOKpPOBBI M CKJIEPbl HOPMaJIbHOM
okpacku. [ledyeHp o Kpaio peOepHOI HyTH.
CeneseHka He yBeauuyeHa. [lepudeprueckux
0oTeKOB HeT. KocTHO-MbBIIIeuHast cuctema 0e3
BUAMMOI matojoruu. [1pu aycKyabTaluu Ibl-
XaHWE BE3UKYJISIpHOE, XpUIMoB HeT. Yacrora
neIxaTelIbHBIX ABMKeHWU 17 B 1 mmH. ToHBI
ceplla siCHble, pUTM TIpaBWIbHBIN. YacTora
CepIeYHBIX COKpalleHnii 68 B 1 MUH, apTepu-
anpHOe maBieHue 120/80 MM pT. CT.

B obiuiem aHanu3e KpoBU MO-MPEXHEMY
OTMEUaJOCh TOBBIIIEHUE YPOBHS TE€MOIJIO-
ouna (18,4 r/m1), B OMOXMMUYECKOM aHaJIu-
3¢ KpoBU — yBenmueHue aktuBHocTH ACT
(62 ME/n), AJIT (149 ME/n).

JInst uckimoueHus: MeTaboJMYeCKOTro CHUH-
JIpoMa OIpenesyii ypOBeHb TJIUKOIU3UPO-
BaHHOTO TEeMOTJIOOWHA W TIOKa3aTen JINTHI-
HOTO CIleKTpa KpoBu. IlaTtomormyeckux ort-
KJIOHEHUIT He 0OHAPYXEeHO.

bbutn  TOBTOpPHO oOmpeneaeHBl OCHOB-
HBIE IIOKAa3aTeJIM OOMEHa Xejle3a: ChIBOPO-
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Cnysaki 13 MPAKTHKH

Puc. 1. lenaro6uonTaT manmenta H. (ctpenka-
MU YKa3zaHbl I'paHyJibl Oyporo nurmMeHTta). Okpa-
CKa TeMaTOKCWJIMHOM U 303UHOM. X500.

Puc. 2. HakorieHue Xee3a B TKaHU TICYEHU.
Oxkpacka 1o [lepascy. x500.

ToyHOoe Xeje3o 31,2 MKMousb/1, heppuTuH
668 Mkr/i1, TpaHcdeppun 216 mr/mi (HopMma
174—364 mr/mn). B koaryiaorpaMmme BBISIBIIC-
HO CHWKEHHE MPOTPOMOMHOBOTO MHEKCA 10
59,2% (nopma 70—130%). ConepxaHue Mean
M 1IepyJI0IUIa3MUHA B CBIBOPOTKE KPOBU B IIpe-
JieJIax HOPMaJIbHbIX 3HAUEHUIA.

C 11e1bI0 MCKITIOUEHUST BUPYCHOU 3THOJIO-
ruu 3a00JIeBaHKS TIeYeHU MPOBEICHO OTpe/e-
JIEHWEe MapKepoB MH(MUIIMPOBAHUS BUPYCaMU
rematutoB B u C (HBsAg, anti-HBs, anti-
HBc, anti-HBe, anti-HCV), a takxe IgM- u
IgG-anTuTen K BUpYyCy MPOCTOro reprieca, BU-
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pycy BmiuteiiHa—bapp U LIUTOMErajioBUpPYcCY.
[TomydeHBI OTpHUIIATEIbHBIC PE3YIbTATHL.

Y4uThiBasi MOBHIIIEHNE YPOBHEN TeMOTJIO-
OuHa, (peppUTHHA, CHIBOPOTOYHOIO Kejesa,
HTX, OonbHOMY BBIMIOJHEH MOJEKYJISIP-
HO-TEHETUYECKUI aHaJIM3 UIST MCKIIIOUCHUS
HI'X. Iposeneno uccnenoBanue JHK nauum-
€HTa C TeJIbI0 TTOMCKA IBYX HanboJiee YacThIX
HyKJIeoTUIHbIX 3aMeH B reHe HFE. BrisiieHa
3ameHa C282Y B roMO3UTrOTHOM COCTOSIHUM,
3aMeHbl H63D He oOHapyxXeHo.

15t MCKITIOUEHMST BO3BMOXKHON TATOJOTUN
JIPYTUX OPTAaHOB MCCJIENOBAHO (PYHKIIMOHAIb-
HOE COCTOSIHME IIUTOBUIHON »eyie3bl, Mpo-
BEICHO PEHTTEHOJOTMYecKoe HCClIeq0BaHue
OPTaHOB TPYIHON KIETKM, 3JIEKTPOKAPINO-
rpadus (OKT), yrsrpasBykoBoe ucciieoBanue
(Y3U) opraHoB OprOLIHOI TTOJOCTH.

YpoBHM TOPMOHOB IIMTOBUIHOM XeJe-
3pl B mpeneiaax pedepeHCHBIX 3HAYCHMUIA:
TUPEOTPONHbIA ropMoH 1,638 MkE//mi
(nopma 0,4—4,0 MxE[l/mn), T, cBoGOaHbI
17,37 mmoab/n (HopMa 9—22 mmoub/in). Ipu
PEHTTEHOJIOTMYECKOM MCCIICIOBAaHUM OPTaHOB
rpynHoit kinetku u OKI maTomornyeckux mus-
MEHEHUI He BIsIBIIeHO. [1o manHbM Y3 U op-
raHOB OpPIOIIHOM MOJOCTU pa3Mephl EYSHU U
CeJIe3eHKM He M3MEHEHbBI, OOHAPYKEeHbI TPH-
3Haku MU dy3HOTO TOPaKEeHUS TIEUESHMU.

[Mocne HOpManM3alMKu TTPOTPOMOMHOBOTO
WHIEKCa 711 OLIEHKW aKTUBHOCTH IMaTOJOTU-
YeCcKOro Ipolecca U ctaauu ¢hpudposa BbIMO-
HeHa MyHKLMOHHas ouoricus neyeHu. [Nomy-
yeH (parMeHT TKaHW TeueHu ¢ 14 mopraib-
HbIMU TpakTamu. [locienHue ymIMHEHBI 3a
cyeT pudposa ¢ GopMUPOBAaHUEM SAUHUIHBIX
TOHKMX ITOPTO-TOPTaJbHbIX cenT. OTMeueH
CKJIEPO3 CTEHOK IIEHTPAIbHBIX BeH, CJIa00BHI-
paXeHHOe KOJJTaTeHOOOpa3oBaHWE B TIEPH-
MOPTAJIbHBIX CUHYCAX. [€MaToIUThI C MEJIKO- U
KpYTMHOKAIeJbHOM XUPOBOil auctpodueii Bo
II, IIT 3onax aumHycoB. I[IpenmyliecTBEHHO
nepunopTaibHble remarouutsl (35—40%) co-
JepxaT rpaHyJjibl Oyporo nMUrMeHTa, KOTopble
OKpAaIllMBAIOTCS B TOIy0O# 1IBET (OKpacka Io
Ilepascy) (puc. 1, 2). CkymaHas aumdonurap-
Hasg WHOWIbTpAUMs TOPTAJIbHBIX TPaKTOB,
ouaroBast miposnudepanus kietok Kymdepa.
3akiIloyeHue: TeMOXpOMaTo3; THUCTOJIOThYe-




ckas aktuBHOCTh Al (mo METAVIR), cTenenn
BeIpaxxeHHOCTH hubpo3a F2 (mo Desmet).

06cyaenHe

ITauueHTy ObLIO MPOBEACHO KOMILIEKCHOE
o0ciieqoBaHNe, BKIIIOYAIOIIEee KIMHUKO-0MO-
XUMHUYECKME W MHCTPYMEHTAJIbHBIC METOIBI
HMCCIeIOBaHUM, a TakKke MMMYyHO(EpMEHT-
HbIA U MOJIEKYJISIPHO-TE€HETUYECKUIA aHATIU3.

YuutbiBas nepBoHaYaJIbHBIC Kaa00bl Ialu-
€HTa B TeYEHME roja Ha TyIbie 6011 B 00J1aCTU
MNpaBoro Imoapedephbsi, IMOBBILIEHUE YPOBHS
TpaHCaMMHa3, Ha MePBOM dTare UCKIYaICs
XpoHU4YecKuil rernatut. C Leablo YTOYHEHUS
reHesa 3a0oJieBaHUS ObLIIO MPOBEACHO OIpe-
JieJIeHue MapKepoB TeMaTOTPOITHBIX BUPYCOB
(Bupychl reratutoB B u C, uuromeranoBupyc,
BUpYchl DniuteiiHa—bapp 1 mpoctoro reprie-
ca). C noMoup0 UMMYHODEPMEHTHOTO aHa-
JIN3a UCKJIIOYeHAa BUpPYCHas mpupoja 3abose-
BaHMS TICYCHH.

Kpome TOrO, mast MCKIIOUeHUs OO0JIe3HU
BwibcoHa OBUTIO BEITIOJHEHO OIIpeIeIcHIE
HepyJIOIIa3MUHA M MEIN B CHBIBOPOTKE KPOBH.
[MosryyeHHBIC TTOKA3aTeIM HE MPEBBIIIAIN Pe-
(epeHCHBIX 3HAYEHUIA.

B cranmonape npoBoauics nudbepeHI-
ajbHbI auarHo3 mexay HI'X u cunapomom
Teperpy3Ku Keae30M, MOCKOJbKY ObLIO OOHa-
PYXEHO MOBBILIEHHOE coiepX)KaHue heppuTH-
Ha, YTO MO3BOJISUIO TMPEANOJOXUTh HATUUue
HapyuieHuir MeTtaboau3Ma kenesa. Kpome
TOTrO, €llle Ha aMOyJIaTOPHOM 3Tare ObLIO BbI-
sIBJIEHO mMoBbllIeHUe Koadduumrenta HTXK
(6onee 60%), KOTOPBIA CIYXXKUT HEMHBA3WB-
HBIM HTHPOPMATUBHBIM CKPVMHWHTOBBIM ITOKa-
3aTeJieM Meperpy3kKu Keae30M.

Jpyrue MpUIUHBI, CITOCOOHBIC IMPUBOIUTH
K pa3BUTHUIO TUTIEPCUACPEMUM (TalaCCEMUS,
cuaepobsiacTHAsT aHEeMUsI, XpOHUYecKasl Te-
MOJIUTHYECKAast aHEMHUST, MHOTOKPAaTHBIE TeMO-
TpaHC(y3UH, aJKOTOJbHAs 0O0JEe3Hb ICUYCHH,
THO3MHSST KOXHAasT mophupus, BBeIeHUE TIpe-
TapaToB 3Kejie3a 1 Ip.), ObLTA UCKITIOUCHBI.

I1pu aHanM3e KIMHUKO-1a00paTOPHBIX I10-
KazaTesiell y TaHHOro IailueHTa ObLI0 OOHa-
PYXEHO TIOBBIIIICHNE YPOBHEI reMOrjo0uHa,
(eppuTrHa, CHIBOPOTOUHOTO Kejie3a, BBICO-
kuit koaddbuunent HTXK, moseimieHune ax-

llepBHYHbIA reMoXpOMaro3

TUBHOCTH TIe4eHOUHBIX (epmeHTOB (ACT 1
AJIT), runoxkoaryJjomnaTusi, 4TO yKa3blBajao Ha
XPOHUYECKOE TOpaXeHue IMeYeHH, OOYCIOB-
JICHHOE HaKOIUICHHMeM 3keie3a (00Je3Hb Ha-
KOTUIEHMUSI ).

B HacTosiee BpeMsi “30JI0TBIM CTaHOap-
ToM” mumarHoctukn HI'X cimykutr wmosexy-
JISPHO-TEHEeTUYECKUI aHaIn3. BOoJIbIIMHCTBO
MalMEHTOB C TUIMYHBIM ¢eHotunoM HIX
saBisitorcss  romosuroramu  (C282Y), MeHb-
Iasi 9acTh — CMEIIAHHBIMM TeTepO3UTOTaMM
(C282Y/H63D). [locneaHue MMEIOT, Kak Ipa-
BUJIO, HETSDKEYIO (hopMy 3a00JIeBaHUSI.

B manHOM ciydyae MOJIEKYJISIPHO-TEHETH-
YECKUI aHaJli3 TI03BOJIMJ YTOYHWUTH TeHE3
3a00J1eBaHUs TIeYeHU Oyiaroaapsi BbISIBICHUIO
HFE-accouunpoBaHHOI, TOMO3UIOTHOM MY-
tauuu C282Y.

M3BecTHO, 9TO Y MAIMEHTOB C HaJIUYUEeM
C282Y OTCYTCTBYIOT KJIMHUYECKU BBIPAXKEH-
HBIE TIPU3HAKKM TeMOXPOMAaTO3a, OTHAKO MMe-
€TCST CKJIIOHHOCTbD K TTOBBIIIICHUIO COMIEP>KAHUST
depputuna u HT2K. Knunuueckast akcrnpec-
cus myrauuu reHa HFE BcTpeuaeTcst oueHb
penKo, T.e. TeHeTUYeCKUi AedeKT naaeko He
Bcerga IMposiBisieTcs: (PeHOTUIMYECKU. YcTa-
HOBJICHHE€ TOMO3UTOTHOI'O COCTOSIHMS TI0 MY-
tamuu C282Y cIny:XKWT MoKa3aHUEM K 00cie-
JIOBAHWIO POJICTBEHHUKOB 1-ii CTerneHu poj-
CTBa MpobaHaa C LIeJbl0 BbISIBICHUS MyTalluu
reHa HFE u onpeneneHust pucka pa3BUTHUs 3a-
OoneBaHusl. Takue pekoMeHAALMN ObLIU JaHbI
HalieMy MalueHTy.

ITockoabKy M30BITOYHOE HAKOIUICHHUE Ke-
JIe3a IIPOMCXOIUT B TIEPBYIO OUepeIb B IIEYCHM,
YTO YBEJIMYMBAET PUCK Pa3BUTHUSI LMPpO3a U
renaToLe/UTIOISIPHOM KaplIMHOMBI, IIJIST OLICH-
KJ XapakTepa OTJIOXEHUS keje3a B TKaHU U
CTeNeHU BbIpaxkeHHOCTU (pubpo3a ObLia Mpo-
BelleHa MyHKIIMOHHAsI OMOICHS TIeYeHU. bblt
TUCTOJIOTUYECKU BepU(UIIMPOBAH THUAaTHO3
reMoxpomaro3a (B 35—40% mnepunopTaibHbIX
rernaTolnTax COAepPKaJIOCh Xene30, Haludue
KOTOPOTO OBbLIO MOATBEPKIACHO MPU OKpaIli-
BaHUM reraroouonTara mo Ilepancy).

Knunuueckas kaptuna HI'X ompenensert-
csl YPOBHEM HAaKOIUICHHUS Keje3a B opraHax
u TKaHsX. C 1eIbI0 BBISIBJICHMS ITaTOJIOTHYE-
ckux udmeHeHuit mposondaTt JKI, sxokapano-
rpacduto, Y3 miuToBUIHON Xeye3bl, Orpe-
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JIEJIEHUE YPOBHEU TOPMOHOB IIMTOBUIHOM
JKeJIe3bl, TJIOKO3bl U TJIMKO3WIMPOBAHHOTO
reMorjio0uHa, CbIBOPOTOYHOI'O TECTOCTEPOHa,
JNEHCUTOMETPHUIO.

OCHOBHBIC KJIMHUYECKUE IIPOSIBICHUS
BKJTIOUAIOT CHMIITOMBI ITOPaXXeHUsS TeYEeHH,
cepalia, OpraHOB 3HIOKPMHHOW CHCTEMBI U
cycraBoB. K cuMniTomaM TTopaxkeHHs TTIeYeHU
cleayeT OTHECTU HEMOTHBUPOBAHHOE ITOBbI-
IIIeHWEe YPOBHS TpaHCaMWHA3, TIPU3HAKU TTOP-
TaJIbHOW TUMepTeH3un (acuuT, rernaTocruie-
HOMerajausi, KpOBOTEUECHHUs] M3 BapMKO3HO-
pacIIMpeHHBIX BeH mmiieBoma). [lopaxkeHue
cepLa MposIBJSIETCS Yallle BCEro apuTMUSIMU,
3aCTOMHON CEpAECYHOM HENOCTaTOYHOCTBIO.
Ilpu nopaxkeHUM CycTaBOB MOTYT HaOJI0-
JaTbCsl YIIOPHbIE apTpairuu, HauboJjee yacTo
BOBJICKAIOTCSI TISICTHO-(DaJIaHTOBBIC CYCTAaBHI,
pexe — KOJIeHHbIe, Ta300eapeHHbIe, JIOKTe-
Bble. K mopakeHusIM SHIOKPUHHON CUCTEMBbI
clleyeT OTHECTH CaxapHBI AuabeT M Ouc-
(DYHKIIMIO TOJIOBBIX 3KeJie3. Y My>KUMH 4acTo
HaOomaeTcs aTpodus IMIeK, CHIDKeHUE 110~
JIOBOTO BJICUCHMST, UMITOTCHIINS, Y XKSHIIIUH —
ameHopesi, 6ecriogue. Cpeau Apyrux KJIMHU-
yeckux nposieaeHuin HI'X ciaegyer oTMeTuTh
BbIPaXXEHHYI0 HEMOTHBHUPOBAHHYIO CIa00CTb,
YTOMJIIEMOCTD, COHJIMBOCTD; ITPUCTYIIbI O0IeH
B JKMBOTE pa3INIHON MHTCHCUBHOCTH U JIOKA-
JIU3alun; OPOH30BBIA WM IpUdETbHBIN 1[BET
KOXHBIX TTOKPOBOB.

TpyaHocts auarHoctuku HI'X y manHoro
nalyeHTa 3akjioJaniach B OTCYTCTBUMU Xapak-
TepHOI KIIMHNYICCKOI KapTUHHI 3a00JIeBaHMSI.
TTamveHT He oTMevan ciabocTu, 6oJieil B cy-
cTaBaX, CHIDKEHUS TTOTeHIIMM, armaTuu, repe-
0o0eB B paboTe cepalia.

BHeurHuii BuI 60JbHOTO TakKe MPOTUBOPE-
g quarHo3y HI'X (koxkHbIe TTOKPOBBI Y BUIU-
MbI€ CJIM3UCTblE HOpPMaJbHOU OoKpacku). [1pu
00BbEKTUBHOM OOC/I€IOBAaHUM TallMeHTa Terna-
TOMETAJINH, XapaKTePHBIX IIEUCHOYHBIX 3HAKOB
00HapyXeHo He ObL10. B OMoxuMuyeckom aHa-
JIU3¢ KPOBU YPOBEHb CHIBOPOTOUHOIO 3Keje3a
OBbLT YyTh BBIIIC BEPXHEH T'PAaHWIIBI HOPMBEIL.
TTopaxeHus1 opraHOB-MUIIEHe MO Pe3yb-
Tatam oOcjeoBaHusl HE BbIsBIEHO. JlaHHas
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KJIMHUYECKasl KapTWUHa CBUIETEIbCTBOBAJIA O
JlaTeHTHOM TeyeHur HI'X.

Kpome Toro, HeCKOIBKO MOBBIIIICHHOE TTH-
TaHWe, a TAKXKE BbISIBJIEHHbIC U3BMEHEHUSI B Te-
rnarodbuonrare (MeJKo- U KpylmHOKarejJlbHas
KMpoBasi MHODUIBTpALIMS) MMO3BOJISIIA TIpe-
rmojaratb (POPMUPOBAHUE HEAIKOTOJbHOMN
>KUPOBOIA 00JIE3HU MEUYEHU.

JanpHeliiass TaKTMKa BeACHUS IallMeHTa
COCTOWT TIPEXKIE BCETO B yHAJICHWMU W30BITKA
JKeye3a U3 OpraHu3Ma U MpeaynpexaeHu He-
00paTUMOTO MOPaKeHUsI BHYTPEHHUX OPTaHOB.

Heob6xonumo cTtporoe coOJtoaeHe JUEThI.
B nmumeBoMm paimoHe BaXXHO OTPaHUYMBATH
nmoTtpebeHre MTPOIYKTOB ¢ BHICOKOM KOHIICH-
TpauMmeit kenesa (MsICO, TpeuHeBasl Kpylia,
SIOJIOKM, TpaHAaTH). TakKe peKOMEHIYCTCS 13-
OeraTh mprema OOJIBIIUX 103 aCKOPOUHOBOIA
KHCJOThI, HeXenaTeJbHO yHoTpeOJeHue aj-
KOTOJIs.

OO01enpu3HaHHBIM METOJIOM JICUEHMSI SIB-
JIStoTCsl KpoBomyckaHus (baedoromun). Mx
Ha3HavyaloT IIpU YpOBHE (eppuTHUHA CHIBO-
potku meHee 1000 Mr/m; ¢ KaxXmoil IpoOBO-
IUMOU MPOUEAYpPOW U3 OpPraHu3Ma yaIsieTcst
10 400—500 mu kpoBu (200—250 Mr xenesa).
KpoBoryckaHus TIPOBOASIT eXKCHEACIBHO WU
1 pa3 B 2 He/l 10 MOCTUKEHUST YPOBHS (heppu-
TUHA B CHIBOPOTKE KpoBU He 6ojee 50 Mr/a
(uepe3 3—6 mec JedeHusi). Bo Bpems Kax-
JIOM TaKOil TIPOIEAyphl HEOOXOIMMO CTPOTO
KOHTPOJIMPOBATh CONEPXKaHUE TeMOITIOOMHA
1 3PUTPOLIUTOB, TeMaTOKPUT, a TakKxKe apTe-
pUalbHOE NaBJICHWE M YacTOTy CepHCUYHBIX
cokpaieHnii. Takass TakTMKa BeJeHUs ObLIa
MpeUiokeHa HaboJaeMoOMy HaMU MalleHTY.

B manpHeiiieM KOHTpPOIb YPOBHS heppu-
TUHA B CBHIBOPOTKE KPOBU HEOOXOAMMO OCY-
MIECTBIIATH Kaxable 3 Mec. [1py yMeHbIIeHUN
3aI1acoB keje3a 11eJ1ecO00pa3HO BBITIOTHSTh
KpoBolryckaHus 3—4 pa3a B ron. Kpome Toro,
Kaxnple 3 Mec TalMeHT TOJKeH TMPOXOAUTh
OCMOTpBI C yYacTMEM TacTpO3dHTepoJora, re-
MaToJjIora, Kapauojora, SHIOKPUHOJIOTA UIS
OIIEHKU CTETICHU TSKeCTU 3a00JIeBaHMST U BbI-
SIBJICHUST BO3MOXHO ITaTOJIOTUH IPYTHX Opra-
HOB U cucTeM. C LIeJIbI0 UCKITIOUEHUS TTePBUYI-
HOTO paKa IedyeHr HeOOXOAMMO Kaxabie 6 Mec
onpeieNisITh coiepkaHue o-(heTonpoTenHa.




IMauumenT ¢ HI'X gomkxeH ObITh BAKUMHUPOBAH
OT renatutoB A 1 B.

IIpu ypoBHe (epputmHa 6oee 1000 mr/n
¥ HEBO3MOXKHOCTU TIPOBeIeHUST (DIIeO0TOMMUU
PEKOMEHIYeTCS TIepopajibHOe IIpUMEHEHUE
XeJlaTopa sKcHmkana. [1pemapar cieayer mpu-
HUMaTb BHYTPh | pa3 B CyTKHU, HaTollaK, 3a
30 MUH 10 eabl, TIPEATOYTUTEILHO B OTHO U TO
JKe BpeMs, eXXeIHEeBHO; HadajbHasl CyTOYHAs
nmo3a cocTtasisieT 20 MI/KT Macchl Tejia. Peko-
MEH/IyeTCs eXKeMeCSTIHO KOHTPOJIUPOBATh YPO-
BeHb (DeppUTHHA B TJTa3Me KPOBU 1 TTPU HEO0-
XOAUMOCTH MPOBOAUTH KOPPEKIIMIO O3B KaXK-
Jibie 3—6 MeC B COOTBETCTBUU C MOJYYEHHBIMU
noka3zaTessiMu. KoppeKityst 1035l JOJKHA OCY-
IIECTBIISATHCS ITO3TAITHO, 110 5—10 MT/KT, 11 OT-
BeYaTh MHAWBHUIYATLHOU peaKIIMy MalieHTa u
TepareBTUUECKUM LIeJIsIM (TToIepKaHe VIu
CHIUDXEHUE Harpy3ku xeje3om). Eciau KoH-
LIEHTpalMs B CHIBOPOTKE 3HAYMTEIHHO HILKE
500 MKT/7, clemyeT pacCMOTPETh BOIPOC O
TpepbIBAHUY JICUCHHS SIKCUIKATOM.

OCTOPOXHOCTh B Ha3HAUYCHUM XeJIaTOPOB
00ycCJIOBJIcHa TIJIOXOM BOCIIPUMMYMBOCTBIO K
Tepanuu, pa3BUTUEM HexXeaaTeabHbIX 9 dek-
TOB (muapesi, TOITHOTA, HapyllIeHue cHa, Oec-
TIOKOMCTBO, MOBBIIICHNE aKTUBHOCTH TPaHC-
aMMHa3, MMoYeYHass HeAOCTaTOYHOCTb) U BHI-
COKOIf CTOMMOCTBIO TIPEITapaToB.

B mocnegHme rompl 00CY:KIaeTcss BO3MOXK-
HOCTb TNMPUMEHEHUSI TEHETMYEeCKUX METOI0B
neyenus namnueHto ¢ HI'X. Ha craguu xim-
HUYECKUX UCTIBITAHUI HAXOIATCS TIpeTiapaThl,
KOTOpBIe MHTUOMPYIOT SKCIIPECCHUIO TeHa OelI-
ka DMTI B sHTepoluTax, a Takxke 3KCIpec-
CHIO TeHa (epponopTHHA, SKCIIPECCUI0 He-
myTtaHTHoro reHa 6enka HFE B sHTepomuTax
¥ YCUJIMBAIOT SKCIIPECCHUIO KeJIe30PeryIsiTOp-
HOTO TENTHIA TETICUANHA B TICYCHH.

EnmHCTBEHHBIM METOIOM JICUCHMST TS T1a-
LMUEHTOB ¢ TepMUHaAIbHbIMU cTagusimu HI'X

llepBHYHbIA reMoXpOMaro3

MpY HaJIMYUKM JIEKOMITEHCUPOBAHHOIO IIHP-
po3a TIeYeHU W TeTNaTOLCUTIOISIPHOM KapIli-
HOMBI (IMPU YCIOBUM €€ Pe3eKTaOeTbHOCTH)
SIBJIIETCSI OPTOTONMYECKasT TPaHCIUIAHTAIIMAS
neyeHu. Camble YacTble MPUYUHBI CMEPTU
MMAIleHTOB C TeMOXPOMATO30M ITOCTIe TpaHC-
IUTAHTAllUM — TPUOKOBBIE MH(MPEKINU W Cep-
JIleYHast HeIOCTaTOYHOCTb.

IIporHO3 y malMeHTOB, KOTOPHIM ObLIa
MpOBeJeHa paHHsSISI JUarHOCTUKa TI'eéMOXpO-
MaTo3a U CBOeBpeMeHHBIe (hjieboToMMu, OJ1a-
TONPUATHBIA. [IpOmOKUTEIBHOCTD KU3HU
OOJIbHBIX HE OTJIMYAETCS OT TAaKOBOM Y JIMII,
HE CTpamaflInX reMOXpoMaTo3oM. B ciydasx
MO3AHEeN AMAarHOCTUKU 3a00JIeBaHUs, IPU Ha-
JIMYUY TMppo3a TeYeHM, KapaIUOMUOIIATHUM,
caxapHOTo auabeTa IIPOTHO3 OIpPEesIeTCs
TSDKECThIO TEUYCHUSI ITMX TposiBiaeHuil. Ils-
TWIETHSSI BbKMBAeMOCTh MauueHToB ¢ HI'X
cocraBinsieT 72—92% (18% — B oTCyTCTBUE JIe-
yeHus), 10-eTHsst BbKMBaeMocTb — 47—77%
(0—6% — B OTCYTCTBME JIEUECHHUS).

3aKnoYyeHnde

IIpencraBieHHOe KIMHUYECKOE HaOJIO-
JIEHUE CBUIETEJIbCTBYET O HEOOXOAMMOCTU
BKJIIOUEHMST B IMAarHOCTUUYECKUIT TTOMCK OoJiee
penkux 3adojeBaHuii, Bkiaodass HI'X, Tak kak
CBOEBPEMEHHOE YCTAHOBJIEHUE JUArHO3a C Mo-
MOIIbIO COBPEMEHHBIX JTAOOPATOPHBIX U MO-
JIEKYJISIPHO-TEHETUYECKUX METOJ0B MCCIEN0-
BaHUI U MPOBEAEHUE STUONATOTeHETUIECKOM
TepaIy MO3BOJISTIOT MIPEIOTBPATUTH Pa3BUTHE
OIAaCHBIX OCJIOXHEHUI M BO MHOTOM OIlpe/e-
JISTIOT OJIaTOIPUSITHBIN XKM3HEHHBIHM IPOTHO3.
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03HAKOMUMbBCS HA HauleM calime
www.atmosphere-ph.ru

Latent Course of Primary Hemochromatosis in 36-Year-Old Patient: a Case Report
E.A. Lugovkina, L.Yu. llchenko, I.G. Fedorov, S.D. Kosura, N.V. Petrenko, E.A. Stepanova, and G.I. Storozhakov

Hemochromatosis is a polysystemic, autosomal recessive disorder with iron deposition in organs and tissues (liver,
pancreas, heart, skin, joints and others). The article describes the latent course of hereditary hemochromatosis in
36-year-old patient homozygous for the C282Y mutation. Rare diseases should be included in diagnostic search
because early diagnosis and treatment (phlebotomy, chelators) of hemochromatosis prevent serious complications

and improve prognosis.
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