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Pesiome

AKTyanbHOCTb NpobiemMbl Hacne[CTBEHHOIrO reMoxpomaTo3a onpefenaeTca Tem, 4To 3aboneBaHne UMeeT CKPbITbIN nepuog,
BO BPEeMsA KOTOPOro NpomncxofuT U3bbITOYHOE NOCTYM/IEHNE Xefe3a B OpraHn3m 1 ero HakornsieHve B Buae eppuTuHa U reMmocuae-
pVHa B KneTKax napeHXnMaTo3Hblx opraHoB. KnvHnKa 3aboneBaHna NPoABIAeTCA TOrAa, KOraa KonmyecTBo HakornieHHOro xenesa
B OpraHvi3Me npeBbIiLIaeT JOMYCTMMble HOPMbI, YTO CrOCOOCTBYeT pa3BuTUio GrbPO3a TKaHV OpraHoB-MuLLeHel. 3ano3aanoe naTo-
reHeTMYecKoe fleyeHrie NPYBOANT K HeOO6PaTUMbIM U3MEHEHMAM B NMOPaXeHHbIX opraHax, ¢ oOpMYpPOBaH/eM UX He[OCTaTOYHOCTU.
3aboneBaHuio NOABEPXKEHbI LA TPYLOCNOCOOHOro Bo3pacTa.

Llenblo HacTosALero nccnefoBaHya ABIAETCA OCBeELieHVe BONPOCOB NaToreHesa, AUarHoCTUKN 11 METOL0B fleYeHnA Hacnes-
CTBEHHOrO reMoXpomaTosa.

Matepuan uccnegosanusa. NpeactaBieHbl ABa KIMHUYECKKX Clyyas, Ha MpUMepe KOTOPbIX NPOAEMOHCTPYPOBaHa Nocieao-
BaTeNIbHOCTb ANArHOCTUYECKIMX U fle4eBHbIX MEPONPUATUAIA NP NePBUYHOM reMOXpoMaTose.

PesynbTatbl 1 06CcyxaeHMe. PekoMeHLoBaH WMPOKMI NOAX0L K 06CnefoBaHMI0 NAaLUeHTOB C NOAMMOPOUAHON NaTonorueil,
c obA3aTenbHbIM NCCNiefoBaHMEeM OOMeHa Xene3a 1 BbIAABIEHEM PaHHUX NPY3HAKOB HacsleACTBEHHOrO reMoXpomaTo3a.

KnioueBble cnoBa: nepBrYHbIN (HacneACTBEHHDbI) remoxpomaTtos, GeppuTuH, TpaHchepprH, MarHUTHO-Pe30HaHCHaA TOMO-
rpadus, dbneboTomus, xenaTopsbl Kenesa, HapyLleHre obMeHa xenesa
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Diagnosis and treatment of hereditary hemochromatosis
using two clinical cases as an example
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Abstract

The relevance of the problem of hereditary hemochromatosis is determined by the fact that the disease has a latent period,
during which there is an excessive intake of iron into the body and its accumulation in the form of ferritin and hemosiderin in the
cells of parenchymal organs. The clinical picture of the disease manifests itself when the amount of accumulated iron in the body
exceeds the permissible norms, which contributes to the development of fibrosis of the tissue of target organs. Delayed pathogenetic
treatment leads to irreversible changes in the affected organs, with the formation of their insufficiency. People of working age are
susceptible to the disease.

The purpose of this study is to highlight the issues of pathogenesis, diagnosis and treatment methods of hereditary
hemochromatosis.

Research materials. Two clinical cases are presented, on the example of which the sequence of diagnostic and therapeutic
measures for primary hemochromatosis is demonstrated.

Results and discussions. A broad approach to the examination of patients with polymorbid pathology is recommended, with
a mandatory study of iron metabolism and the identification of early signs of hereditary hemochromatosis.

Keywords: primary (hereditary) hemochromatosis, ferritin, transferrin, magnetic resonance imaging, phlebotomy, iron chelators,
iron metabolism disorders
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AKTyaABHOCTB 32a00A€BaHHA H €0 XapaK-
TEepPHCTHKA

Femoxpomaros (MKB-10 - E83.1) — cucremHoe
3aboAeBaHUe, KOTOPOE XapaKTepHU3yeTCs IIPOo-
TPECCUPYIOIIUM HaKOIIAEHHEM 3allacoB XKeAe3a
B OPTraHU3ME C IIOCAEAYIOIIUM €I'0 OTAOXKEHHEM
B Pa3AWYHBIX OpraHax U TKaHaX. KamHndeckue
Ipu3HaKy 3a00AeBaHUS IPOSIBASIFOTCS HE Cpasy,
a TOABKO TOTZIa, KOTZla KOAUYECTBO HAKOIIAEHHOT'O
JKeae3a B OpraHH3Me IIPeBBIIIaeT OOITyCTUMbIe
HOPMBI, ITPUBOJAS K OPTaHHBIM HAPYLUICHUIM.
PasBepHyTas kKaAMHMKA 3a00A€BaHNS C PA3BUTHEM
OpraHHoO#M AUCHYHKIINH BBISIBAIETCS Y AUIL TPY-
JIOCIIOCOOHOTO Bo3pacrta — y Myxk4uH 40-60 aeT,
Yy KEHIIMH — B IIOCTMEHOIIay3aAbHBIN MEePHOM.
OT0 U ompeneAdeT BaXKHOCTH CBOEBPEMEHHOU
OWarHOCTUKHU U CKOpeHIllero Hadasa IaToreHe-
TUYECKOH Tepalliy [IepBUYHOI0 FfeMOXpoMaTo3a.

PazangaroT nepBHUYHBIN (HacAeICTBEHHBIH)
U BTOPUYHBIN reMoxpoMaTo3s. [lepBUYHBIN reMo-
XpoMaTo3 06yCAOBAEH pa3HOOOPa3HBIMU MeHETH-
YEeCKUMHU MyTaIlUIMHU C ayTOCOMHO-PELIECCUBHBIM
THUIIOM HacAenoBauHud. Ha ceromusanisuii neHb
OITHMCaHbI S5 THUIIOB I€PBUYHOI'O TeMOXpoMaTo3a:
cBa3auHbIHd ¢ MyTarmet HFE-rena (1-i# Tum), :oBe-
HUABHBIHN (2-U THUI), HEe CBI3aHHBIY ¢ MyTalueH
HFE-rena (3-# TuI), ayToCOMHO-IOMHUHaHTHBIH
reMoxpoMaTo3 (4-U TUII) U Ileperpy3Ka 3KeAe30M
Y HOBOPOXKIEHHBIX (5-# Tum) [1].

BropuuHbIfi remMmoxpomMaTo3 HabAomaeTcd y
MIAITHUEeHTOB C BPOXKIECHHBIMH U IIPUOOPETeHHBIMHU
F€MOAUTHYECKUMH U Meraso00AaCTHBIMHU aHEMH-
AMH, IIPHU MHEAOAUCIIAACTHYECKOM CHHIPOME,
MHOTOKPATHBIX TeMOTPaHC]y3UsIX, HeOOOCHO-
BaHHOM A€YEHUHU MapeHTEePaAbHBIMHU IIperiapa-
TaMH KeAesa.

Ha noaro nacaencrBerHoro HFE-accormuupo-
BaHHOI'0 reMoxXpomaTo3a rpuxoaurcd 95 % Bcex
CcAy4aeB IIEPBUYHBIX ['€MOXPOMAaTO30B.

B crarbe MBI pAaCCMOTPUM 1B KAMHHUYECKUX
CcAydad MepBOT'O THUIIA HACAEICTBEHHOTO T'€MO-
XpoMaTo3a.

IIaTodH3HOAOrHA HACAEACTBEHHOIO re-
MoOXpomaTo3a

[TepBbIH THII HACAEACTBEHHOTO TeMOXpoMa-
T03a 00YCAOBAEH MyTaIIUSIMHU IeHa, KOAUPYIOIIe-
ro obpasoBanue 6eaka HFE (dpakTop BBICOKOTO

Fe (High Fe). l'en HaxomuTcss B KOPOTKOM IIA€YE
xpoMocoMbl 6. Bcero ommcano Tpu HaubGoaee
3HaYuMble MyTanuu. [lepBas, Hauboaee gyacras —
3aMeHa I'yaHHHa Ha afeHUH B 845-# Io3unuu
(845 G>A), B pesyabrare 4ero 282-49 aMHUHOKHC-
AOTA He IIUCTeNH, a THPo3uH (C282Y-HFE-6eaok).
Bropasa o yacrore myraiug — B 187-i rmo3uinm
3aMeHa MUTHANHA Ha ryaHuH U B 6eake HFE 63
aMHHOKHCAOTA — acllapriHOBas KMCAOTa BMECTO
ructuanHa (187 C>G). Tperba MyTaliysa — 3aMe-
Ha aJeHWHa Ha TUMHAWH B 193-M ITOAOKEHUHU
(65-1 aMHHOKHCAOTA — ITUCTEWH, & HE CEePHUH —
S65C-HFE-6enoK).

Ot 85 1mo 90 % malMeHToOB C TUITUYHBLIM (he-
HOTHIIOM BPOZKIEHHOTO T€MOXPOMAaTO3a IBAFIOTCS
TOMO3UTOTHBIMU I10 MyTaruu C282Y, meHblIag
4aCTh OOABHBIX — CMEIIIaHHBIMHU [eTEePO3UTOTaMHU
(C282Y/H63D). MunuBuae! c reHoTunamu C282Y/
H63D 1 H63D/H63D Takke MMEIOT ITOBBIIIIEH-
HBIH PUCK HAKOIIACHHUS KeAe3a.

B HOpMe Geaok HFE B3aumomeiicTByeT C
peuenrropoMm 1 Tpancgeppuna (TFR1), moHmkas
€r0 YYBCTBUTEABHOCTb K IIEPEHOCYHKY JKeAe3a
TpaHcheppuHy. B pesyabrare myTramum 6eA0K
HFE tepsier cmocobHoCTh cBa3biBaThbesd ¢ TFR1.
OTO IPUBOAUT K OTCYTCTBHIO OTPAHUYEHHUH BCca-
ChIBaHHUS JK€A€3a U K €ro BHYTPHUKAETOYHOMY
HaroraeHu!o |1, 2]. Kpome Toro, 6eaoxk HFE pe-
TYAUPYET IIPOU3BOACTBO I'elICHUANHA, CHHXKEHHE
YPOBHH KOTOPOTO IIPHUBOAUT K YBEAUYEHHIO II0-
CTYIIA€HUH 3KeAe3a B KpoBb [3].

B nratorenese remoxpomaTo3a OCHOBHYIO POAb
urpaet M30BITOYHOE HAKOIIAGHHE JKeAe3a B Ila-
PEHXNMATO3HBIX KAETKAX B BH/IE 'eMOCHUIEpPHHA U
deppurrHa. [leperpyska :xkeae30M KAETOK IIPUBO-
UT K UX MOP(GIOAOTHIECKOMY ¥ (DYHKITHOHAABHOMY
noBpexaeHuio. HermocpencTBeHHON TpUYHHOH
rubeAr KAETOK IIPH H30BITOYHOM HAKOIIACHUHU
JKeAe3a MOKeT ObITh 060pa3oBaHue GOABIIIOTO KO-
AWYECTBa CBOOOIHBIX PAIUKAAOB C ITIOCAEIYIOIIEH
akTHUBaIUeHd IIEPEKHUCHOTO OKUCACHUS AUITHIOB
U IIOBPEXKICHUEM AN30COMAaABHBIX MeMOpaH. IT0
IIPOUCXOUT BCAEICTBHE SIA€KTPOHHOIO IIEPEHO-
ca Ha cBoOOAHBIX HoHaxX xkeae3a (Fe + 3/Fe + 2).
CBOOOIHBIE HOHBI JKeAe3a IIPSIMO CTUMYAUPYIOT
CHHTEe3 KOAAATEeHA U TaKHUM 006pa3oM BBI3BIBAIOT
¢pubpo3 opraHoB-MHUIIIeHEH [4].
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KAanHHYEeCKOe TedYeHHe

BrroeadroT 4yeThlpe KAHHHYECKHUE CTaauU
Pa3BUTUS IIEPBUYHOIO T€EMOXPOMATO3a:

1. AaTeHTHaa cTaOusd — FeHeTHYEeCKHH ae-
dexT 6e3 cuHaPOMa ITeperpy3KHu xkeae3zoM (CIT2K).

2. BeccumnroMmHasa cragus — HET KAMHUYeE-
CKUX IIPOSIBA€HUH, TOABKO AabopaTopHBIE IPU-
3HaKU CHHApoMa Ieperpy3ku xeaezoM (CITXK).

3. CITXK ¢ paHHUMH CUMIITOMaMH — CUMIITO-
MBI MaAOCHEITH(PUIHEI (CAaBOCTD, HeJOMOTaHue,
arnaTus).

4. CITX ¢ nopazkeHrueM OpraHOB-MHUILIEHEH.

[Ipenmoaarasochk, 4TO y BCeX MaIIUEHTOB
c myranueit reHa HFE (aaTeHTHas cranus 3a-
GoAeBaHUs) C BO3PACTOM [OAYKHA ITPOSBUTHCS
KAWHHKAa reMoxpoMarosa. B Hacrodiee Bpemsa
YCTaHOBAEHO, 4TO (DEHOTHUITNYECKOE IIPOSIBACHHE
reMoXpoMaTo3a C 00IIIe CUMIITOMATHKOM BCTpe-
qaercd B cpeaHeM y 70 % roMo3uroT ¢ MyTalyei
C282Y. Menee ueM y 10 % 13 HUX B JasbHEHIIIEM
pasBUBaeTcsd TdaKeAad Ieperpy3Ka XKeAe30M C
OpTaHHOM AUCHYHKITUEH.

Boaee paHHEMY KAUHHYECKOMY ITPOSIBACHUIO
reMOXpoMaTo3a CIOCOOCTBYIOT: IPUMEHEHUE
AEKapCTBEHHBIX CPEACTB, BUTaMHUHOB U BA/loB
(ocobeHHO cozmepsKaIMX B CBOEM COCTaBE 3KEAE30
U aCKOPOUHOBYIO KHMCAOTY), BUPYCHBIH renatut C,
COITyTCTBYIOIIINH CTEaTO03 ITeUeHU. YioTpebaeHue
AAKOTOAYl CTHUMYAHpPYET BCACBIBAHUE JKeAe3a U3
KUITIIeYHUKa. KpoMme Toro, aAKOroAb U Ieperpy3ka
JKEAe30M KYMYAITHUBHO YCHAHUBAIOT CBOOOIHO-
paguKaAsbHOE OKHCAEHHE JKeAe3a B IIeYeHHU, YTO
IIPUBOAUT K Pa3BUTHIO pubpo3a.

B 6eccuMIITOMHOM cTaauu 3a00A€BaHUL 1UA-
THOCTHUYECKH 3HAYHUMBIMU OyayT aAabopaTopHbIe
mokasaTeAu oOMeHa KeAae3a — YPOBEHb ChIBOPO-
TOYHOI'O XKeAe3a, OOIed Keae30CBA3bIBAIONIEH
criocobHOCTH CchIBOPOTKHU (O2KCC), KOHIIEHTpaIsd
deppUTHHA B CLIBOPOTKE KPOBH, IPOLIEHT Ha-
CBILIIEeHUS TpaHcdeppHHa keae30M (boaee 45 %).
Kornentpanusa oeppuTHHA B CBIBOPOTKE — HAU-
G6oaee UYBCTBUTEABHBIH TECT, CBA3AHHBIN C 00-
IIIMM 3aIlacoM kKeAesa B opranusme. [loBbirieHue
ypoBHs pepputrHa 60aee 1000 Hr/MA CBHAETEAB-
CTBYET O TAKeAOH Ieperpyske xxeaezom. Ha aToit
cranuu 3a60A€BAHUS TTAIIUEHTEI He ITPEeIBIBASIIOT
3HAYHUMBIX 3Kaa00. 'eMmoxpoMaTo3 MoxKeT OBbITH
CAyYaMHOM HaXOAKOH BO BPeMs PACIIMPEHHOTO
MEZIOCMOTPA C IOIIOAHUTEABHBIM Aa60PATOPHBIM
aHaanu3oM obMeHa keaesa.

K HavaApHBIM HpHU3HaAKaM 3a00A€BaHUS B
3-# cTamuu OTHOCHATCH: IIepHOAMYEecKas caa-
00CTBb, YTOMASIEMOCTb IPU MHHUMAABHBIX (DH-
3UYECKHUX Harpys3kax, IIepuogudeckKue 60AU B
npaBoM moapebepbe, apTpPaATHH, IIOXyOaHHUE,
CYXOCTBb U THIEPIIUTMEHTAISA KOKHU. 2KaroOb1
U CHUMIITOMBI MOTYT OBITH HECIEIU(PUICCKUMHU
U XapaKTePHBIMHU JAS MHOXKeCTBa 3a00AeBaHU.
AabopaTopHoe HccAelOBaHUE BBIIBUT BBICOKUH
YPOBEHb CBIBOPOTOYHOIO (PEPPUTHHA U IIOBBI-

IIE€HHBIN IPOIIEHT HaCBIIIEHN TpaHcheppUHa.
[TossBA€HME KAWHUYECKHUX [IPU3HAKOB HACTYIIAET,
KOT/Ia YPOBEHB XKeAe3a B OpraHHU3Me IIPEBBIIIaeT
HOpMy B 10-20 pas.

Co BpeM€eHEM IIPOUCXOAUT HAKOIIAEHUE Ke-
Ae3a BO BHYTPEHHHUX opraHax (IledeHb, Cep/lle,
IIOZKEAYIOYHAd KeAae3a) ¢ popMHPOBaHUEM OP-
ra"HHoM nucyHKIMH. B 9T0lH, HocaeHed, cragumn
reMoxpomaro3a AUarHOCTHKA He IIPEeACTaBASIET
TPYAHOCTEH — coueTaHHe [IUPpo3a IIeYeHH, ca-
XapHOro nquabera, cepAedHoN HeJOCTATOYHOCTHU
U1 OPOH30BBIHM OTTEHOK KOXKHU Ha (poHe AabopaTop-
HBIX IIPU3HAKOB II€PETPY3KHU KEAE30M.

Kaaccuyeckoil CHMIITOMATUKON Ha ITO3HEN
cTanuu 3ab00AeBaHUS IBASIETCHA MelIaTOMeraAud,
KapauOMHONATHS, caXxapHbId quabeT, apTpora-
THUH, TUIIEPIIUTMEHTAIHI KOXKH [5].

JlnarHocTHKa H Ae4YeHHe

30A0TBIM CTAHIAPTOM AUATHOCTHUKH T'eéMO-
XpoMaTo3a CYUTAETCS OHOIICHS [IEYeHU C U3Mepe-
HUEeM KOHIIEHTPAaIllH KeAe3a METOJOM aTOMHOM
abCcOPOIIMOHHON CIIEKTPOCKOITHY, [IOCKOABKY TIe-
YEeHb CAY?KUT OCHOBHBIM JIETIO JK€eAe3a y ITallheH-
TOB C TEMOXPOMATO30M U D0AEE TOYHO OTpazKaeT
KOAHWYECTBO KeAe3a B OpraHH3Me.

Buoncus rieseHn MoOKeT ObITH 3aMeHeHa He-
MHBAa3WBHBIM METOOM JUATHOCTUKU — MArHHUTHO-
pe3oHaHCHOH Tomorpadueit. [Ipu npoBeneHUH
MPT oTaozKeHHUS KeAae3a BbI3bIBAIOT [TIOHUKEHUE
MHTEHCHUBHOCTHU CUTHaAa, YTO CBH3aHO C €ro I1a-
paMarHUTHBIME 3dekTaMu. V3aMeHeHusa Hau-
0oAee 4eTKO BBIIBASIFOTCS IIPH BH3yaAH3allUH B
pexuMme T2-rpagueHTHOE 3X0, XOTS MOTYT OBITH
BU/IHBI U IIPU BU3yaAus3alinu B pexxume T1-BU.
TeMm He MeHee paclpeeAeHHE XKeAe3a B IIeYeHU
MOKeT ObITH HEPaBHOMEPHBIM, B YACTHOCTH IIPHU
muppose. MPT B pexxume T2*-BU — 6oaee TOUHBIH
HEWHBa3UBHBIN METO/I, KOTOPBIY pEKOMEHIYETCS
[Ad U3MEPEHHNI Harpy3KH KeAe30M IIedeHH [6].

[Ipu chopmupoBaBIIEMCs IIOLO3PEHUH Ha
reMoXpoMaTo3 IanyeHTa CAeLyeT HallpaBUTh Ha
TeHETHYEeCKOE HCCAENOBaHUE, IIPEXKIe BCEro Ha
Hauboaee pacrpocTpaHeHHble myTarnu C282Y,
H63D u S65C HFE-rena. 'emoxpomaro3 aua-
THOCTHUPYETCS, €CAH MaIlMeHT — TOMO3UTOTHBIHN
HOocutTeAab mMyTanuu C282Y mau ke dBAgeTCH
CAOKHBIM I'€T€PO3UTOTHBIM HOCUTEAEM [IBYX MY-
Tamui — C282Y u H63D.

OCHOBHOH IIEABIO TEPAIIUU I'eMoXpoMaTo3a
SBASIETCSI UCTOLIIEHUE 3aI1acoB XKeaes3a. /AedeHue
BKAIOYaeT: (pAeO0TOMHH, XEeAQTOPHI KeAe3a, a
TaKKe CHMIITOMAaTHYECKOE A€UEeHHE IIHPpo3a
IIeYeHH, caxapHOro auabera, apTporaThH, THII0-
roHaau3Ma, MO3MHEH KOKHOMN ITOPPUPHH.

DreboTOMUSA YMEHBITIaeT HAKOIIACHUE JKEAe-
3a B OpraHu3Me 3a CYeT €r0 MOOWAM3AIIUU [IAS
9pPUTPOIINA3a. /AedeHe KPOBOITYCKAHUSIMU BKAIO-
gyaeT aBe (pas3bl: MHAYKIIMOHHYIO (HAaYaAbHYIO)
[AS HCTOLIEHUS 3aIlacoB XKeAe3a B OpraHHu3Me
U TOANEPKUBAIOINIYI0 — OAS IIPEeSOTBPAallleHUs
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IIOBTOPHOTO HAKOIIAEHHUd Keaeda. M3HadaabHO
ynaasercd 1mo 400-500 ma kpoBu (200-250 mr
JKeAe3a) eXKeHeJeAbHO UAU KaxKAble IBe HEIIEAH.
CHHUXKeHHe reMaTOKPUTa I10CAE KasKI0r'o ceaHca
daeboroMmun He HOAKHO npeBbHIaTh 20 % ot
ucxogHoro. M30bITOK KeAe3a CYUTAETCS MOOHAM-
3UPOBAHHBIM, KOT/la 3HA4YE€HHE CHIBOPOTOYHOI'O
deppuTHHa omyckaercsd HizKe S50 Hr/MA. B Takux
CAy4YasgX 9aCTOTy KPOBOITYCKaHWH YMEHBIIIAIOT 10
4-6 pa3 B roa. [Ipu 3HaYE€HUSIX CHIBOPOTOYHOTO
deppuTHHA HUXKe 25 HI'/MA IpoBeneHUE ae-
6oTOoMUIT HEOOXOAUMO BPEMEHHO IIPEKPATUTH U
[aAee IIPOBOAUTE C HHTEPBAAOM, ITI03BOATIONINM
COXpaHSTh 3HAYEHUE CbIBOPOTOYHOIO (heppUTHHA
25-50 Hr/MA.

Ecam mpoBemeHne KpPOBOIIyCKaHUM HEBO3-
MOXKHO, MOXKET ITPUMEHSITBHCH TEPAIIus BTOPOU
AUHUU — JKEAe30XeAaTHPYIOIad. XeAaTophbl — Ae-
KapCTBEHHEBIE IIperapaTsl, 00AaJaloIie CIIocoo-
HOCTBIO CBSI3bIBATH U BBIBOAHUTHL M3 OpraHu3Ma
U30BITOYHOE XKeAe30. [I[pUMEeHSIOTCS IIPH HEBO3-
MOXKHOCTH ITpoBeeHus (haeboTOMU, HAITpUMeEp
[arMeHTaM C aHEMUEH, IIPU TSI?KEAOM ITOPasKEHUHN
CepAlla UAU BBIPAKEHHOH THII0aABOYyMHUHEMHUU.
B Poccuticko#t Penepanuu 3aperucTpUpOBaHbl
2 A€KapCTBEHHBIX IIpeliapara — XeAaTopa KeAe-
3a: nepepokcamuH (eccepan) u nedepo3upokrc
(Orcumkan). JedepokcaMUH ITpefHAZHAYEH AT
[IapeHTEPAABHOTO (IIOAKOXKHOI'O HAU BHYTPUBEH-
HOTO) BBEICHUSA U HMEET OYeHb KOPOTKHH IIe-
PHOA IIOAYBBIBEEHUSI. B COOTBETCTBUHU C 3TUM
AT OOCTHUKEHHS TepalleBTHYeCKoro 3ddekTa
nedpepokcaMiH HazHaYaeTCs B BUE JAUTEABHBIX
(8-12 gacoB) undy3uii 5 nHe B Hexearo. B To ke
BpeMs 3(p(peKT OT XeAaTOPHOH Tepallhui MeHee
BbIpaskeH, YeM IIPU KPOBOITYCKAHUIX — YIAASIETCS
3HAYUTEABHO MEHBIIe XKeae3a (He 6oaee 100 Mr
B Hezeam) [7, 8].

Caenyet ckaszaThb, YTO OCHOBHAas Teparius
reMoxpoMaTosa IO0AXKHAa IIPOBOAUTHCS Ha (poHe
00X MEPOIIPUATHUH: 0TKA3 OT aAKOTOAL, Orpa-
HUYEHMeE ITPOAYKTOB IIUTAHUSA, OOTATHIX JKEAC30M
u BuTamuHoM C, a TakKe yrioTpebaeHue IPoayK-
TOB, CHHUIKAIOIIHIX a0COpOIIMIo XKeaesa.

[Ipu HoIBAEHUH B ceMbe GOABHOTO T€MOXPO-
MaT030M HeOOXOOUMO TECTHpPOBaHHE BCeX OAHM-
KaWNIuX KPOBHBIX POACTBEHHUKOB. VIM HOASKHO
OBITB IIPEIAOKEHO CKPUHHHIOBOE UCCAEIOBAHUE
[ASI BBIIBA€HHS ['eMOXpOoMaTo3a, BRAIOUAIOIIIEE B
ce0sd T€HETHYEeCKOe TEeCTHPOBAHHE Ha HaAWYUE
HauboAee pacrpocTpaHeHHbIX MyTanuii HFE-
reHa, OIIPEeAEeA€HHE ChIBOPOTOYHOI'O KEAe3a,
o0111e#i 3KeAae30CBI3bIBAOIIEH CIIOCOOHOCTH ChI-
BOPOTKH KPOBHU, (PEPPUTHHA U IIPOLIEHTA HACHI-
LIeHUd TpaHcdeppHHa. [ToBeINIeHne IIpolleHTa
HACBIIIIEHUS TPaHC(eppHUHa H CHIBOPOTOYHOTO
deppUTHHA B COYETAHUH C T€eTEPO3UTOTHLIM HAU
TOMO3UTOTHBIM HOCHUTEABCTBOM MyTaimii rena HFE
CBHIETEABCTBYET B [IOAB3Yy IIOCTAHOBKH JHUArHo3a
HaCAeICTBEHHOI'O reMOXpoMaTo3a.

B kagecTBe mpuMepa IIPUBOIHUM IBa KAUHH-
YECKHUX CAy4Yasl BIIEPBBIE BBIIBAEHHOTO HACAEI-
CTBEHHOI'0 reMOXpoMaTos3a.

Ilepesulil kKauHuueckuil cayuail

[MTamment 2K. 52 roma. [Ipu pacuimpeHHOM
MeIOCMOTPE Y OOABHOTO BBISBACHO ITOBBIIIICHHE
ypoBHsa ¢deppurnHa no 700,8 Hr/MA mpu HOp-
MaabHOM ypoBHe CPB. BoabHO ObIA HAIIpaBAeH
nas obcaemoBaHUd y reMartoaora. [IpoBemeHo
uccaenoBanue myraruu reHa HFE. ITo pesyan-
TaTaM BBICTABAEH OHUATHO3: «HACAEICTBEHHBIH
remoxpomaros | tTuna (myramus C282Y B rene
HFE B romo3urotHoii popme)». PekoMeH10BaHO
paclpeHHoe 00CAeJOBAHNE U ACYEHUE B YCAO-
BULX cTalloHapa. ['ocriurTasu3upoBaH B Tepa-
neBTrdeckoe otaeseHre KI'BY3 «'opoackast 60Ab-
gua Ne 7». [Ipu rocnuTasmu3anuy BEISCHUAOCH,
YTO DAUTEABHOE BpeMs OECIIOKOUT THKECTH B
mpaBoM mmoapebepne, obIiiast CAAGOCTh, TTOBBIIIIEH-
Hag yTOMASEMOCTb, HE3HAYHUTEABHbIE apTPAATHH.

BpenHble IpUBBIYKH OTPUIIAET. AAAEPTOAO-
TUYEeCKHH aHaMHe3 0e3 0COOeHHOCTeH.

CocrogHue ynoBaeTBopUuTeAbHOE. Bec 66 Kr,
poct 176 cm. UMT 21,3 xr/m2.

Ko3kHBIE TOKPOBBI C GPOH30BBIM OTTEHKOM
(cmyrarle), ynctbie. KocTHO-CycTaBHBIX AechopMa-
nuii HeT. [Tepudepuyeckue ANMGOY3ABI ITAABITH-
PYIOTCH: eIMHUYHBIE I10JIE€AIOCTHBIE IHaMETPOM
o 0,6 cMm, MATKUeE, IIOABUXKHEIE. [[pIXaHUE BE3U-
KyAdpHOe, XpuroB HeT. Y/1 17 B munyTy. Sat O,
97 %. ToHr! cepana rpomMKue, purMudHbie, HCC
68 B muayTYy. A/l 148/102 MM pT. CT.

2KuBoT 06b19HOM (POPMBI, YIACTBYET B aKTe
ObIXaHWdg, MATKUi, 6e300Are3HeHHBIN. [leueHs,
ceAe3eHKa He naabnupytorcd. OTekoB HeT. CTya,
MOYEUCITyCKaHNe He HapyIleHbl.

AabopamopHsle nokazamenu

— HB 146 r/a, 5p 4,4 MAH/MKA.

— IloBrinrenue cepputrHa 10 700,8 MKr/A
Ipu HopMaabHOM ypoBHe CPBE (2,7 Mr/a).

— BriaBaena myranug B reHe HFE (845 GA)
reHoTUI A/A B TOMO3UTOTHOH hopMme.

—IIpoueHT HackIIIeHNS TpaHcepprHa — 75,24

—TpancdeppuH 1,91 r/a (HopMma 2-3,6), Ke-
Ae30 36,1 MKMOAB/A (HOpMa 11-28 MKMOAB/A).

— Aatu-BI'C, HBsAg otpuir.

—-AAT"' 125 Exn/a, P® 0,8 ME /Ma (HOpMa), IIEYe-
HOYHEBIE IIPOOBI, caxap KPOBHU — B IIPeAeAaX HOPMBI.

HrnempymenmanvsHoe uccredosarue

— Y3U opraHOB OPIOIIHOM ITOAOCTHU: YBEAU-
4eHHE pPa3MepoB IIEYEHU 3a CUET IIPaBOH OAH:
KOCOBEPTHUKAABHBIN pa3Mmep 16,3 cM, ToOAIIMHA
npaBoit noau 14,3 cm, aeBoit noau — 5,0 cm.

— MPT nedenu B pexume T2: oTMedaeTcsd
OZIHOPOAHOE U BBIPaK€HHOE CHUXKEHHE HHTEH-
CHBHOCTH CHUTHaAa OT IIApPEHXUMBI IIe4YeHU 0e3
U3MEHEHUd XapaKTepPUCTUK CUTHAAA OT CEAE3EH-
KH, BEPOsSTHee, KaK [IPOSBACHHUE T'eMoXpoMaTosa.

— OKTI" — CUHYCOBBIM PUTM, OTKAOHEHHE IAEK-
Tpudeckoit ocu cepara (90C) BAeBO, ITPU3HAKU
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YBEAMYEHHS A€BOI'O IIPEACEPAMS U A€BOTO Ke-
AyZOYKa, YMEPEHHbIE U3MEHEHHs B MHOKape
HUXKHEU CTEHKH AE€BOT'0 JKEAYI0YKa.

— dubpPOracTPOCKOIHSI — IIOBEPXHOCTHBIH
racTpHUT.

Ha ocHoBaHuu xkano0, anHaMHe3a, 0OCMOTPA,
IIPOBEAEHHBIX MCCAENOBAHUN BBICTABAEH [Ha-
THO3: «HACAENCTBEHHBIM reMoxpomaros3 I Tumna
(mytamua C282Y B reHe HFE B roMo3uroTHoi
dopme)». OcaoKHEHHE OCHOBHOI'O AHAarHosa:
XPOHUYECKUN TelaTUT, BbISBAHHBIN II€perpys-
KOH 3Keae3a, XPOHHUYeCKOoe TedeHue, ¢ hudbpo3oM
nedeHu F1, BHe obocTpenusa. COIIyTCTBYIOIIHEH
OUarHo3: «TUIllepToHudeckas 6oae3us III crt.,
2 cr., puck 4. KapauonaTusd, 3KeAy1049KoBasd 9KC-
Tpacuctoausd. XCH 1 ¢. xa. HK 1».

B TepaneBTHYeCKOM OTAEACHUH ITPOBOIHUAOCH
AedeHUe — nueTta No 5, MHTHOUTOPBI IPOTOHHOMH
noMmnbl (omenpaszoa 40 mr/cyrt). @aeboTomuu
1 pa3 B Hegearo 1o SO0 ma No 4.

Ha momenT Bwrimucku: HB mo 132 r/a.
DepputrH 219 MKr/A, CBIBOPOTOYHOE KEAE30
24,38 mrmoab/ A, OKCC 47,4 MKMOAE/ A, TPAHC-
deppuH 2,34 r/A, IPOLIEHT HACBILIIEHHUT TPAHC-
¢deppuna 41,5, a-dperonporenu 1,84 ME/ma
(Hopma MmeHee 7,29), NT-proBNP (mo3rosoi Ha-
TpUMypeTUYeCKuH ropMoH) — 23 nr/Ma (Hopma).

B mumamuike, yepes 3 Mecsiiia, [IOCAE TTIOBTOPHBIX
roCIIUTaAN3ad U (pAeOOTOMUIM: IIPOLIEHT HACHI-
meHus TpaHcgepprHa 33, TpaHcdeppuH 2,21 r/a,
xkeae30 18,31 MmkMmoab/A. PepputuH — 128 MKT/ A.

CyOBEKTHBHO OOABHOM OTMEYaeT yMEHBIIIeHHE
cAab0CTH, MCYE3HOBEHHE apTpaATuil. Beimucan
C YAYYIIIEHHEM.

AeyeHue 1 HaOAIOLEHHE ITPOLOATKAET.

Bmopoil kiuHuueckuli cayuail

[Marment M. 59 aet. O6paTHacs K yIacTKO-
BOMy TepaIrleBTy C JKaao0aMHU Ha yTOMASIEMOCTD,
ceparebrenye, IIeprogUIecKre YMepeHHbIe 00AN
B MeK(aAaHTOBBIX CycTaBax KHUCTeH.

AnamvmHe3 3aboaeBaHHUsI: 00AH B CycTaBax
okoao 3 aet. C Hauasa 2024 roma oTMedaer I10-
BBIIIIEHHYIO YTOMASIEMOCTDb U CAA00CTb. YCTaHOB-
A€HA TUIIEPTAUKEMUS B OHOXUMHYECKOM aHAAN3E
KpoBH. Kpome Toro, B OMOXMMHUYECKOM aHaAH3E
KPOBH OTMEUYEHO CYIIIECTBEHHOE yBeAHYEeHUEe
deppurrHa — 1017 MKT/A, CEBIBOPOTOYHOE JKEAE30
24,8 MKMOAB/A. 3alIof03P€H IIEPBUYHBIN reMo-
xpomaTo3d. IIpoBeneHo HccaeioBaHuE MyTallUH
rena HFE — o6HapyzkeH BapHraHT HoAUMOppHu3Ma,
IIpeaIioAaraonui K pa3BUTHIO TEMOXpoMaTo3a
1-ro Tumna: B rerepo3urotHoii popme HFE (C187G)
u B rereposurore HFE (845GA).

[las noobcaefOBaHUS U AC€IEHUS TOCITHTAAN-
3UpOBaH B TepaneBTUudeckoe oraescHue KI'BY3
«opoackast 6oapHUIIA No 7».

AHaMHe3 XU3HH: o0pas3oBaHUe cpenHee
TeXHHU4YecKoe. BpenHble MPUBBIYKH OTPUIIAET.
Aapnepruu HeT. BUpyCHBIH renaTUT B AETCTBE.
I'mneproHmyeckas 0oae3Hb 2-i cr. B 2024 romy

BBISIBA€H CaxapHbIf nuaber 2-To TUIIA, IPUHHU-
Maet raaByc 50 wmr 2 p/x, HXBII, mpuHumaeTt
ypcocaH. HacaencTBeHHBIH aHAMHE3 — Y MaTepHu
caxapHbI# nuaber 2-ro THUIIA.

OOBEKTUBHBIH CTATyC: COCTOSIHHUE YIOB-
aetrBopuTeapHoe. Bec 108 kr. Poct 188 cwm,
HUMT 30,56 kr/wm?. [lepudpeprieckue ANMGOY3AbI
He Imaabnupytorcd. [llproBuaHas keae3a He YBEAU-
4eHa, dAacTUdHas1. KosKHbIe TTOKPOBbI M CAU3UCTHIE
YMEPEHHO F'HUIIEPEMUPOBAHbI, YHCThIE. HBeKITNI
craep. KocTHO-cycTaBHBIX nedopManuii HeT.

[pIxaH1e BE3UKYAdPHOE, XpPUIIOB HeT. Y/ 17
B MuHyTy. SpO, 97 %.

'panune! cepalia B IIpegeAax HOpMbI. TOHBI
cepalia rpoMKue, purMudHbele, YCC 79 B MUHYTY.
Al 140/95 MM prt. cT. 2KHBOT 00BbIYHOM POPMHEI,
y4acTBYyeT B aKTe ObIXaHWs, MITKHH, 6e300ae3-
HeHHBIHA. [ledyeHsb, ceae3eHKA He ITaAbIIUPYIOTCH.
OtekoB HeT. CTyA, MOYEHCIIyCKaHHE B HOPME.

AabopamopHsle nokazamenu

— HB 158 r/a, 9p 5,1 man/™MKa, Ht 0,45.

—IIporienT HackIIeHMS TpaHcheppuHa —95,16.

— Autu-BI'C, HBsAg orpunareabHo. BUY —
OTPHIIATEABHO.

— F'nukemuueckuii npoduab: 6-5,4-4,
6-6 MMOAB/A.

— Buoxumuyeckuii aHaAn3 KPOBH: aMHUAa3a
46 En/a, ouaupybun 26,9-5-21,9 MKMOAB/A,
obmruii 6eaok 82 r/a, MoyeBUHA 6,8 MMOAB/A,
KpeaTHHUH 96 MKMoab/A, AAT 61 En/a,
ACT 33 Ex/a, xonectepun 7,8 MMoab/ A, ATIBIT
1,09 mmoab/A, ATTHIT 5,01 MMO0AB/A, TPUTAU-
nepuasl 3,35 Mmmoab/A, IIId 208 Ex/a, CPE 21
(HzopMma mo 5), AT 298 Ex/a.

HuempymenmansHoe uccredosaHue

— Y3/ nouex u opraHoB OPIOITHOM ITOAOCTH:
nudy3Hble U3MEHEHHUS ITapeHXUMBbI II04YeK.
FemaTocrearo3, nudy3Hble U3MEHEHHUS II0M-
JKEAYTOYHOMN KEAESBI.

— CKT opraHoB GPIOIIHO# TTOAOCTH: JKUPOBOM
rerarto3. AUIIOMa KeAyaKa.

— OKT - cunycosbil put™m ¢ HCC 80 B MUHY-
Ty, THIIEPTPOP UL MHOKaPIa AEBOI0 JKEAyI0UKa,
yMepeHHbIe U3MEHEHUsS B MUOKapAe HHUXKHeU
CTEHKH AE€BOTO XKEAYAOYKA.

— GUOPOTACTPOCKONNSA — BBIPAXKEHHBIH ra-
cTpoayoneHUT. 'mnepriaasus B keayake. Luro-
AOTHSI. THUIIEPIIAA3USA KEAYAKA. HP++.

BricTaBAeH nuarHoa:

OcuoBHo#: E83.1 — HapyumieHua odMeHa
JKeAe3a, IMEePBUYHBIH reMoxXpoMaTos3 1-ro Tuma
(MyTamms B retepo3urotHoit ¢popme rena HFE
(187C—G) u B rereposurore HFE (845G—A).

CoryTCTBYIOIWMH: caxapHbIii quabeT, THI 2, 11e-
AeBoit HBA1c menee 7 %. TumneproHmdecKast 60Ae3Hb
1-i1 cr., 2-# cr., puck 3. ['HniepxosrecTeprUHEMUS].
HeaakoroavHad KupoBasg 00A€3HB II€YEHH, Terla-
T03. [ py3HbIH 300, 3yTHPE03. AUITOMA JKEAYIKA.

B TepaneBTHYEeCKOM OTIEACHUH [IPOBOIHUAOCE
AedeHUe — aueta No 5, MHTUOUTOPBI IPOTOHHOU
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noMmbl (omerpazoa 40 mr/cyr). ®aeboToOMUHU
1 pa3 B Hemearo 1o 500 Ma (oburass skcy3usd
kpoBu 2000 MA), KAOIIMAOTPEA, SHOKCAIapHH,
9HaIl, TaABYC, ypCOCaH, aTopBacTaTHH.

Ha momenT Beinncku: HB 138 r/a. deppu-
THUH 199 MKr/ A, 3keae30 27,31 MrMoab/ A, O2KCC
43,7 MKMOAB/ A, TpaHceppuH 2,34 I'/ A, IPOLIEHT
HackIeHud TpaHchepprHa 40,7, a-deTornpoTrenH
1,84 ME/ma (HopMa MeHee 7,29). PekoMeHI0BaHO
IIPOOOAKUTE ACUEHUE U HabAIO/IeHHE.

3aKAIOYEHHE

K ocoGeHHOCTSAM TPUBENEHHBIX KAMHIYECKHIX
CAy4aeB MOKHO OTHECTH CAEYIOIIHE KAIOUEBbIE
MOMEHTEI:

— HacaencTBeHHBIH reMoxpoMaTos3 ObIa AHa-
THOCTHUPOBAH y IMAIIMEHTOB B TPYAOCIOCOOHOM
BO3pacTe, B IIEPUO/ CTEPTHIX OOIIIEKAMHIYECKHUX
IIPOSIBACHUH, 6€3 BBIPAKEHHOH AUCQPYHKIIUU
BHYTPEHHHUX OPraHOB.

— PazBepHyTas aabopaTopHas fUAarHOCTHUKA
C aHAaAM30M OOMeHa KeAe3a BBIIBHAA IPU3HAKHU
€0 HAKOITACHHSI, UTO IIOCAYZKHAO IIOBOIOM K Goaee
LIIMPOKOMY 00CA€JOBAHHUIO ITAIIHEHTOB B YCAOBH-
gX cranoHapa. 'eHeTHYecKui aHaAn3 MyTallil
reda HFE noaTBepaua nuarHo3 HaCA€ACTBEHHOTO
reMoxpomMaTo3a.

— CBOeBpeMEeHHO HadaTble Ae4eOHBIE KPO-
BOIIyCKaHHUS B paMKax KOMIIAEKCHOH Tepaltuu

IIPUBEAU K YAVUIIIEHHIO KAMHHUKO-A200PATOPHBIX
rokasaTeAaell oOMeHa xKeae3a IIPU COXPaHEHUH
HOPMaABHOTO YPOBHS 3PUTPOILUTOB M I'€MOTAO-
OMHa, YAYYIIIEHHIO OOIIIero CaMOYyBCTBHUS, IIpe-
OyIpeayAd OpraHHble HAPYyIIEHHS C IIOCAEYIOIIEH
HUHBaAUIH3aIIEN.

BeIiBOABI

Takum oOpas3oM, TeMOXPOMATO3, SIBASSICH
3a00A€BaHUEM C IIOAMOPTAHHBIM IIOPazKEHHUEM,
3aCAyKHBaeT 0coboro BHHUMAHHS CO CTOPOHBI
Bpadeli oOmiell NPakTHUKU (OCOOEHHO y4acTKO-
BBIX TepalleBTOB). B mepBylo odyepenb B IPYIILy
PHCKa MOIaIal0T MAIlueHThI C IIOAUMOPOHIHOMH
IIaTOAOTHEH, KOTOphble HAOAIOMAIOTCS y CIIEIIH-
aAMCTOB Pa3HOTIO IIPOOHAL: TACTPOIHTEPOAOIOB,
KapAHOAOTOB, PEBMATOAOTOB, 9HIOKPHUHOAOIOB,
YPOAOTOB, FeMaTOAOTOB U ApyTHUX. Heobxomum cu-
CTEMHBIHI IIOIXO K HADAIOIEHHIO ¥ 0OCAEJOBAHUIO
TaKHX [TaIlMEHTOB, CBOEBPEMEHHOE HAaIIpaBACHHE
Ha HCcAeoBaHUEe OOMeHa KeAae3a U TeHOTHIIH-
poBaHHE Ha HOCUTEABCTBO MyTauui HFE-reHa.
HenocraTounasg mH(POPMHUPOBAHHOCTE O JaHHOH
HaTOAOTHH IIPUBOAUT K 3aII031aA0H Tepalrlui y2Ke
B IIEPHOM CAOXKHBIIIENCH IIOAMOPTAHHOM QHC-
dyHKIIHU. OTO YKa3blBaeT Ha HEOOXOMUMOCTH
HOBBIILIEHH TEOPETUIECKOMN ITOATOTOBKH BpadeH
110 BOIIPOCaM 3THOAOTHH, METOI0B AUATrHOCTHKHU
U A€YEHHd reMoXpoMaTosa.
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