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femoxpomMaTo3 — 3TO HacreAcTBEHHasi NaTosorus,
CBsi3aHHasi C BbICOKOW abcopbuuen xenesa B xe-
NYOOYHO-KULLIEYHOM TpakTe M €ero nocrneayroLlmm
N30bITOYHBIM HAaKOMMEHNEM B Pa3fNMYHbIX BHYTPEH-
HMUX opraHax. CWHOPOMOKOMMMEKC, CBSA3aHHbIN
C M30bITOYHLIM HaKoMMeHMeM xernesa, Obin Bhep-
Bble onucaH B KoHue XIX Beka (B 1871 r.), ogHako
CBOE€ HbIHELLHee Ha3BaHue nonyyun cnycrta 18 net
(8 1889 r.). 'X Ha3bIBaOT elle NMUIMEHTHbIM Lup-
po30oM M BGpPOH30BbIM AMabeToM, YTO OTpaXkaeT ero
KNUHUYECKNE MNPOSIBIIEHUNA: U3MEHEHME LIBETA KOX-
HbIX NMOKPOBOB (40 GPOH30BOr0), HaNU4YMe NPU3HakoB
caxapHoro auvabeTta M pasBuTME LMppO3a MeYeHu
[1,3,12].

PacnpocTtpaHeHHoCTb ['X cocTaBnseT B cpeaHeM He
bonee Tpex criydyaeB Ha TbICAYYy HaceneHust u Ba-
pboupyeT oT 1 : 250 xutenen CeepHon EBponbl 40
1: 3300 — acbpoamepukaHues [8, 9]

B ocHOBHOM naTonorMs OMarHoCTUpPYeTcs Yy MyX-
4nH B Bo3pacTe 40-60 neT (COOTHOLLUEHME KEHLLWH
N My>X4MH — npumepHo 1 : 8 [5, 13].

Bbloensietca nepBuYHbINA (HACnegCTBEHHbIA) U BTO-
pu4HbIN X,

MepBunyHbIn X nMeeT ayTOCOMHO-peLeCcCUBHbIN
TUN HacnegoBaHus. OH reHeTU4Yeckn HeOQHOPOLOEH,
Ha CErofHsILLHUA [eHb OnuWcaHbl MNSATb €ro TUMOB
[4, 5]: cBaA3aHHbIN ¢ myTaumen HFE-rena (1-n tun),
IOBEHWUMbHbBIN (2- TWN), HEe CBSA3aHHbLIA C MyTauu-
e HFE-reHa (3-# Tun), ayTOCOMHO-AOMWHAHTHbIN
remoxpomMarto3 (4-h Tun) M neperpyska >Xerne3om
y HOBOpOXAEHHbIX (5- Tun). Yawe Bcero gmarHo-
ctupyetca 1-i4 Tun X, B OCHOBE KOTOPOro NeXuT
yCcurneHme BcacbiBaHWS xenesa B KULWEYHUKE U ero
HaKonneHne B opraHax-MuweHax. JaHHbin Tun o6-
ycrioBneH Mytaumsmm C282Y (unm Cys282Tyr)
n H63D (nnm His63Asp) B reHe HFE [6, 12, 13]

BTopuyHbii X HabnogaeTcs y NaumMeHToB C BPOX-
OEHHbIMU N NPUOBPETEHHBLIMU FEMONUTUYECKUMM
U MeranobnacTHbIMM aHEMUSIMU, HaXOASALLIMXCH Ha
XPOHMYECKOM remoguanuse, npu Muenogucnna-
CTMYECKOM CUMHAPOME, MHOTOKPATHbIX FeMOTpPaHC-
dy3nsix, HeobOCHOBaAHHOM IlevyeHun npenapaTtamu
»xenesa. N30bIToYHOE OTNOXEHME XKerne3a B NeYeHn
(remocnoepos) xapaKTepHO AOSi1 XPOHWYECKUX 3a-
OoneBaHUn MeYeHn pasfiMyYHOro reHesa, COMPOBO-
KOAKLWMXCS XONecTta3oM, MU arnkoronbHon 6onesHu
nevexn [1-3].

OnarHocTnka 3aboneBaHWsi Ha MNO34HEN CcTaguu
0ObIYHO HECrOXHa, CoYeTaHWe LMppo3a MeyveHu,
caxapHoro guabeTta, XpOHUYECKOW CepOeyvHON He-
OOCTaTOYHOCTM M BPOH30BOrO OTTEHKA KOXW LOITKHO
HaTONKHYTb Bpada Ha NocTtaHoBKy AnarHo3a I'X. Ho
B CBSI31 C HEOOPATMMbIMU BblIpaXKEHHBLIMU U3MEHEHW-
MW OpraHoB, UX PYHKUMOHANbHON HeOOoCTaTOYHO-
CTblO NIeYeHNe Taknx BONbHbIX HA JAHHOW CTaguu 3a-
TPYAHEHO, a NPOrHO3 SABMSIETCH COMHUTENbHBLIM. Mpn
3ToM B AebroTe 3aboneBaHus npeobnagatoT Hecnew-
ncuryeckme cMMNTOMbI: cnabocTb, YTOMMASEMOCTb,
COHJTMBOCTb B COMETaHUN C NpU3HaKaMm NOpaxXeHnst
neyeHn. Hepegko nauMeHTbl xanyrTcs Ha ynopHble
apTpanrun, 4acto B MSICTHO-(panaHroBbIX, pexe —
B KPYMHbIX CyCTaBax C pa3BMTUEM B MOCMEAYOLEM
TYronoAaBWXHOCTM B HUX [13, 14].

Hanbonee tunuuubiM gng X aBnsgetcs peskoe
MOBbILLIEHME YPOBHSI CbIBOPOTOYHOIO hepputmHa
(6onee 1000 mkr/n), a Takke MHOEKCA HaCbIWEHWS
TpaHcteppuHa (Tf% > 60 %). MoaTBepxaeHnem
anarHosa nepsuyHoro X aBnsitoTCA pe3ynbTaThl re-
HEeTUYECKOro UccrnenoBaHus Ha Hanuune Havbonee
pacnpocTpaHeHHbIx MmyTaumi C282Y, H63D n S65C
HFE-reHa. 'X guarHoctupyeTcs B TOM criyyae, ecnuv
NauMeHT SBNSEeTCA rOMO3UTOTHBIM HOCMTENEM MyTa-
unn C282Y unu retepo3uroTHbIM HOCUTENEM ABYX
myTaumn — C282Y n H63D. B atux cnydasx npo-
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BefeHne Guorncum nedeHn ans Bepudcpmkaumm gua-
rHO3a, Kak npaBwuno, He TpebyeTcs. VI3onnpoBaHHble
retepo3nroTHole mytaumm C282Y n H63D, coveTa-
loLLMecs ¢ NpuaHakaMu neperpysky Xenesom u no-
paXXeHUss nedeHun, TPebytoT MyHKUMOHHOWM Guoncum
neyeHn ¢ MopONornMyecknM mnccriegoBaHnem 6mo-
nTaTa n okpackon peaktnsom [leprnica Ha cogepxa-
HuWe xenesa B renatountax [11-14].

[Mp1BOAMM KIMHUYECKUA NMPUMEP PaHHEro BbisiBMe-
HUsA nepsu4Horo X.

BbonbHoM E., 57 neT, BnepBble obpartunca Kk Tepa-
nesTy B okTsi6pe 2017 roga no nosody U3MEHeHUN
B OMOXMMUYECKMX aHanm3ax KpoBu (MOBbILLEHME
YPOBHSI MEYEHOYHbIX TpaHCaMuHa3), BbISIBMEHHbIX
B XoAe npodunaktuieckoro ocmotpa. lNpn obecneno-
BaHUM Takxke OblNn obHapyxeHbl anuddy3Hble name-
HEHUsI NeYEeHN U NOMLKENYOO0YHON Xenesbl (Mo Tuny
nunomaTosa) ¥ renatomeranvsi, no peaynbTaTam
ynbTpa3ByKoBoro mccrnegoBanus (Y3WU), pedntokc-
330(harnT, 3PO3NBHbLIN racTpoayodeHUT (MO AaHHbIM
¢punbpoasoaroracTpoayogeHockonmm).  YuntbiBas
HanMumne NPM3HAKOB NOPaXKEHWs NeYeHn, NPOBEAEHO
nccrnegoBaHue Ans BbISIBNEHUS MapKepoB BUPYCHO-
ro nopaxenus — HbsAg n aHtn-HCV, koTopoe gano
oTpuuaTenbHbIN pesynbtaTt. boneHon oTpuuan 3no-
ynoTpebneHne ankorosiemM u NpueM Kakux-nmbo re-
NMaTOTOKCMYHbIX NleKapCTBEHHbIX npenapaToB. OTey
naumeHTa ymep OT LMppo3a NneyvyeHn HeyTOYHEHHON
atmnonorun. CocTtosiHne 60mnbHOro BbINo pacueHeHo
KakK HearnkoronbHas xxupoasi 60ne3Hb nedeHu, ctea-
TOorenaTUT MUHMManbHOM akTMBHOCTU. poBOAMITOCH
ambynaTtopHoe nevyeHuve C MNPUMEHEeHVWeM renarto-
NMPOTEKTOPOB, Ha (POHE KOTOPOro CoxpaHsnacb Mu-
HYManbHasi aKTUBHOCTb LIMTONM3a B OMOXMMMNYECKNX
aHanmMsax U U3MEHEHUs B MEYEHM M NOOXKenynoud-
HOW >xenese, BbISBMEHHbIe Npy AuHamumyecknx Y3WU.
B TeyeHne 2018 roga B AHamMuKe akTUBHOCTb LIMTO-
nu3a Hapactana, npucoeguHunMcb nabopaTtopHble
NMPW3HaKn xofiectasa B BUAE MOBLILEHUS YPOBHEN
wenovHon docdatasbl (lLP) n ramma-rnyramun-
TpaHcdepasbl (IMTIM) (ACT — 61 Ea./n, AJTT — 43
En./m, FTTMN — 51 EA./n). B cBA3M ¢ HEACHBIM Xapak-
TEPOM MopaXeHusi NevyeHn BGONbHOW HanpaerieH Ha
KOHCYINbTaLMIO K raCTPO3HTEPOIIOry.

Mpn ocmoTpe: obLiee cocTosiHME NauMeHTa yaoB-
netBoputensHoe. Macca Tena — 75 kr. Poct —
180 cm. MiHgekc macebl Tena — 23 kr/m2. KoxHble no-
KPOBbI U BYAMMbIE CMM3NCTble — OObIYHON OKpacku
M BNAXHOCTW. YacToTa AblxaTenbHbiX OBWKEHUA —
17 B MUHYTY. [MepKyTOPHbIN 3BYK — ACHbIV NETOYHbIN,
npu ayckynbTauuy BbICIYLUMBAETCH BE3WKYyNsSpHOe
AblXaHue.

lMynbC Ha ny4yeBbIX apTEPUAX — PUTMUYHBLIA, CUM-
MEeTPUYHbIN, YacToTa — 63 B MUHYTY, YOOBMNETBOPU-

TENbHOr0 HamnonHeHusl, He HanpsbkeH. ApTepuanb-
Hoe paBneHue (A) — 125/85 mm pT. cT. panHuUb
OTHOCUTENbHOW CEepAeYHON TYMOCTU HE U3MEHEHBI.
Mpu ayckynbTauum — putM NpaBuUIbHbIN, TOHbI Cepa-
La sicHble.

YKueoT msarkun, 6e3bonesHeHHbIn. Mpu ayckynbTa-
UMM BbICYLUMBAKOTCS LWYMbl NepUcTanbTuki. Huk-
HSIS rpaHuLa NeyvyeHyn — Mo Kpaw npaBon pEGepHon
ayrn. Pasmepbl neyenn no Kypnosy — 11 x 10 x 9 cm,
Kpanm neveHn He nanenupyetcs. CeneseHka He yBe-
nnyeHa.

MosicHnyHas obnacTb He nameHeHa. Mo4kn He nanb-
nupytotca. Cumntom [lactepHaukoro oTpuuarternb-
HbI C 06ENX CTOPOH.

[nsa yTouHeHus cteneHn mbposa 6onbHOMY Gbina
npoBefeHa HenpsiMas ubpoanacTtoMeTpusi neye-
HW, NO AAHHbLIM KOTOPOW BbISIBMEH BblPaXXEHHbIN hu-
Opo3 neveHn (LMPPO3) COOTBETCTBYHOLMIA CTagum
(F4) no knaccucpukaumm METAVIR. C uenbto noa-
TBEPXOEHUA CTEeneHn neyeHouyHoro ¢umbposa 6Gbin
BbINOSIHEH aHann3 kpou «FibroMAX», noaTeepame-
LUMIA BLICOKYIO CTeneHb hmbpo3sa.

Ha ocHOBaHWM [aHHbIX aHaMHe3a, MCCnedoBaHus
HanMunsi BUPYCHbIX MapKepoB BUPYCHas, ankorosib-
Hasi U NeKkapCTBEHHas NPUpPoAa NMOPaXKeHUs NeYeHn
Obina ncknioveHa. [ns UcknoyYeHns ayTouMMYHHOTO
npouecca B neyeHu 6oy NpoBedeHbl MccrnegoBa-
HWS C LIENbIO BbISIBNIEHWSI MApKEPOB ayTOMMMYHHOIO
nopaxeHus (aHtuten Kk mutoxoHapusam (AMA), Kk Mu-
KpocomMam MedYeHn U NoYeK, K rmagkon Myckynatype
(SMA)). PesynbTaT oTpuuaTenbHbIN. YUnTbiBaa OT-
CyTCTBME Y BONBHOrO caxapHoro gnabeTa u oxupe-
HWUA, OMArHO3 XMPOBOW BONe3HN neyYeHn Takke Obin
nocTaBrneH nog COMHeHue. JTuornorus npouecca
ocTaBanacb HesicHow. Obpawiano Ha cebsi BHMMa-
HVe Hannyne HeyTOYHEHHOro 3aboneBaHns neyeHun
B CEMbe MauueHTa.

[ns Gonee TO4YHOro onpegeneHust COCTOSHWS ne-
YeHn nposegeHa MPT opraHoB OptolIHONM Mnoro-
CTU, B XOA4€e KOTOPOoW Bbinn BbiSABrEHbl Anddy3Hbie
N3MEHEHNs1 MeYeHn C OenoHMPOBaHWEM Xeresa
(FX ¢ unppo3om?), NPosIBNSAKLINECS B HEOOAHOPOA-
HOCTW CTPYKTYPbI C BbIP@XXEHHbIM CHUXXEHNEM CUTHA-
nano T2 B n T1BU inphase.

Mpn wnccnegoBaHnM obmeHa Xene3a BbISBMEHO:
YPOBEHb Kene3a B CbiBOpoTKe — 47,64 MKmonb/n,
nateHTHas  >Kenes3ocBsA3biBaloWasi  CNOCOBHOCTb
(P)KCC) — meHee 7,3 MKMOMb/N, cogep)XaHue TpaHCc-
deppuHa — 2,12 1/n, depputnHa — 1584 mkr/n, Ha-
ChllLieHWe TpaHcdeppuHa xenesom — 89,5 %. Cnepgo-
BaTeNbHO, YCTAHOBMIEHO 3HAYUTENIbHOE MOBbILLEHWE
YPOBHS (heppUTUHA M HacbIWEeHUs TpaHcdepprHa
Xernesom.



T. 25, Ne 2, 2020

BecTHUK IBaHOBCKOW MEAULMHCKON akagemuin 63

[MpoBefdeHa oueHKa COCTOSIHUSA OpraHOB-MULLEHEN
X: M3MeHeHMn CO CTOPOHbI cepAua He BbisBne-
HO, YPOBEHb TMKO3UMPOBAHHOIO reMornobvHa —
B npegenax HOPMbl, CyTOYHas MNpPOTEUMHypUs —
00 122 mr/cyT npu COXpaHeHnM HOpMarbHOW CKOpO-
CcTn knybo4vkoBOM unbTpaLmn.

[nsa yTouHeHnsa gmarHo3a 6onbHOM Obln HanpaBneH
Ha reHeTM4ecKkoe uccrenoBaHve, B XOA4e KOTOpOro
BbisBrieH HFE (845 G>A) — A/A — annenbHbI Bapu-
aHT, npegpacnonararLmi K passutuio X 1-ro Tuna
B rOMO3MroTHou oopme.

Hannume romosnrotHom opMbl HOCUTENBLCTBA MY-
Taumm reHa HFE, HapyweHne obmeHa xenesa no na-
BGopaTopHbIM AaHHbIM Ha (POHE KapTUHbI MOPaXXEeHUS
neyeHn No3BONNIIO MOCTaBUTb OKOHYATENbHbIN Ana-
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A CASE OF EARLY DETECTION OF PRIMARY HEMOCHROMATOSIS

S. A. Sakova, A. S. Guschin, A. V. Lebedeva

ABSTRACT Authors describe a case of early diagnosis of primary (hereditary) hemochromatosis in a patient with
minimal alterations of blood biochemical indices and high degree of fibrosis.

Key words: primary hemochromatosis, iron overload, liver cirrhosis, early diagnosis.



