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AHHOTALMNA

HacrieicTBeHHBI reMOXpOMaTO3 — TpyIna reHeTHYecKu 00YC/IOBIEHHBIX 3abosieBaHuil ¢ U30BITOU-
HbIM HaKOIJIEHHEM jKejle3a B OpraHax M TKaHsX, KOTOPOe HeCMOTPs Ha 3HAYUTesbHYIO pacrlpocTpa-
HEHHOCTb, YaCTO MPOTEKAeT CKPLITO.

B crarbe mnpuBesieH KpaTKuil 0030p JUTEpaTypbl, MOCBAIIEHHONW HacIeACTBEHHOMY reMOXpOMAaTo3y.
[IpezncraBnieHbl Ba KIMHUYECKUX HAOIOIEHUs: B TIEPBOM ciydae 3aboseBaHue ObUIO 3aro03peHO
rocJie TIepeHeceHHO KOpOHABUPYCHOM MHbeKurny Ha GoHe coxpaHsllelics runeppeppuTUHEMUH,
BO BTOPOM — HacJIe[ICTBEHHbII reMOXpoMaTo3 AUTe/IbHOe BpeMsl «<MaCcKUpOBasICs» MOf HeaaKorosb-
HYI0 KMpOBYIO 6osiesb neuenu (HAYKB) ¢ moBbilieHreM TpaHCaMUHA3 U TeraTOMeramen.

B o6oux HabmofeHNUAX AUArHo3 MOATBEPXK/IEH reHeTrdecku (romosurotHasa mytaius C282Y), neue-
HUe reMO9KcY3UAMU TI03BOJIWIIO I0OCTUYb PEMUCCUU ¥ HOPMAJIM3alluK NoKasaresieil obMeHa xenesa
Ha IOLMPPOTHYECKOW cTaauu. B oboux ciydasx 3aboneBaHue BepUPUIMPOBAHO HA AOLMUPPOTHYE-
CKOW cTazuu Graroziapst ONpeZiesieH|0 YPOBHS (eppuTHHA W CIBOPOTOYHOTO jKese3a C TOCIeny-
IOLMM MOJIEKY/IIPHO-TeHeTUYEeCKUM TeCTUPOBAHKWEM, BbIABUBIIMM FOMO3UTOTHYI0 MyTanuo C282Y.
HasnaueHHas naToreHeTuueckas tepamnus (peryasapHble reMosKcy3uu) yKe Ha 3Tare HHAYKLUY Ipo-
neMoHcTpupoBana 3G PEeKTUBHOCTb, a MOAJEPKUBAMOIINI pexuM (h1e60TOMUN O3B0 [OCTUYD
CTOMKOI pemMuccHy C HOpMaiusaluel mokasareneil obmeHa »xesesa. [laHHble Cy4yad MMOKa3blBAIOT,
YTO K/IIOUEBbIMU (paKTOpamu 61arormpyUATHOTrO MPOrHO3a MPH HAC/IEACTBEHHOM 'eMOXPOMAaTOo3€e SIBJIf-
I0TCS KIMHUYECKas HAaCTOPO)XEHHOCTb Bpauel, CBOeBpeMeHHas j1abopaTopHas JUardHoCcTUKa M paH-
Hee Hayasio 3JIMMUHAIMOHHOM Tepanuu 10 pa3BUTHs HEOOPAaTUMbIX OPTaHHbIX MOPaKeHU. PyTruHHOE
BKJIIOUEHHE TOKaszaresiell MeTabo/mM3Ma jkeje3a B JAMArHOCTUYECKUA MUHUMYM IPU XPOHUYECKUX
rernaTonaTusx U acTeHWYeCKUX COCTOSIHUSIX Y MYJKUMH Cpe/lHero BO3pacTa SIBJSIeTCS KJIMHUYeCKU
060CHOBaHHBIM.

CBoeBpeMeHHasi AMAarHOCTUKa ¥ TnpoBefieHVEe 3 @EeKTUBHOTO JieueHUs TO3BOJISIOT MIPelOTBPaTUTh
Pa3BUTHE TSDKENbIX OC/IOKHEHUI 1 00eCreunTh MalueHTaM MPOJOJIKUTEIbHOCTb KU3HH, COTIOCTABU-
MYIO C MOMYJIALUOHHOM.
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obycnoenenHoe 3ab0eeanue; Memadonusm xene3a; HeoO0sACHUMAS ACMEeHUs
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ABSTRACT

Hereditary hemochromatosis is a group of genetically determined diseases characterized by excessive
iron accumulation in organs and tissues, which, despite its significant prevalence, often remains latent.
This article presents a brief review of the literature on hereditary hemochromatosis. Two clinical
cases are described: in the first case, the disease was suspected after a coronavirus infection against
the background of persistent hyperferritinemia; in the second, hereditary hemochromatosis had long
"masqueraded"” as non-alcoholic fatty liver disease with elevated transaminases and hepatomegaly.

In both cases, the diagnosis was confirmed genetically (homozygous C282Y mutation). Treatment with
phlebotomies made it possible to achieve remission and normalize iron metabolism parameters at
the precirrhotic stage. In both cases, the disease was verified at the precirrhotic stage thanks to the
determination of ferritin and serum iron levels, followed by molecular genetic testing, which revealed
a homozygous C282Y mutation.

The prescribed pathogenetic therapy (regular phlebotomies) demonstrated efficacy as early as the
induction phase, and the maintenance phlebotomy regimen allowed for a stable remission with
normalization of iron metabolism parameters. These cases show that the key factors for a favorable
prognosis in hereditary hemochromatosis are clinical alertness of physicians, timely laboratory
diagnosis, and early initiation of elimination therapy before the development of irreversible organ
damage. Routine inclusion of iron metabolism parameters in the diagnostic minimum for chronic
hepatopathies and asthenic conditions in middle-aged men is clinically justified.

Timely diagnosis and effective treatment can prevent the development of severe complications and
provide patients with a life expectancy comparable to that of the general population.

Keywords: hereditary hemochromatosis; excessive iron accumulation; genetically determined disease;
iron metabolism; unexplained asthenia
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BBEAEHUE

Hacnencreennbiit remoxpomaros (HI) — rpyn-
Ma TeHeTUYECKH OOYCIOBIEHHbIX 3a00JieBaHul,
XapaKTepPU3YIOIIUXCs U30bITOYHBIM HAKOTIIEHUEM
»Kerie3a B pasHbIX opraHax v TkaHsx [1]. CornacHo
CTaTUCTUYECKUM JaHHbIM BceMUpHOI opraHu3a-
LIMM 3/]paBOOXpaHeHHs, IeHeTUuecKas Mpejpac-
MI07I0KEHHOCTb K 'eMOXpPOMaro3y B BUJle reTepo-
3UTOTHOTO HOCHTE/bCTBA MaTOJOTHYECKUX peLec-
CUBHbIX T€HOB BbIBJISETCS IIPUMEPHO Y KaK0ro
necaroro yesoBeka B mupe (okono 10% nomyns-
nuu) [2]. Yto kacaeTcs kIMHUYeCcKoi MaHudecTa-
uuu 3aboseBaHust, TO CPeAW JIUL eBPOMENCKOro
NIPOMCXOK/IEHHS 4YacToTa BCTPEYaeMOCTU YyCTa-
HOBJIEHHbIX C/Ty4aeB COCTAaBJISIET MPUOIU3UTENTBHO
1 cnyuait va 300 venosex [2].

[leHeTpaHTHOCTb MyTalMM HEBBLICOKA: JIWLIb
0,33% HOcuTeneil cOOTBETCTBYIOLIErO reHa CTas-
KUBAKTCA C pasBUTUEM IIOJIHOM KJIMHUYECKOU
KapTHHbl reMoxpomarto3a [2]. [laTorenetnueckoii
ocHoBoy HI' aBnsieTcsa reHeTM4ecKU JeTepMUHU-
pOBaHHAasi HEJOCTAaTOYHOCTb MeXaHHW3MOB, Orpa-
HUYMBAOIIUX TOCTYIUIEHHE U30BITOUHOTO JKeje3a
B LIMPKYIATOPHOE pYC/O, YTO MPUBOAUT K TIPO-
TPecCUpyIILEeMy OTIOKEHHUIO )Kejle3a B NMapeHXU-
MaTO3HbIX OpraHax ¢ pa3BUTHeM UX AUCPYHKLUU
1 HeoOpaTUMbIX MOBPEXAeHUH [3].

MHrepec K AaHHON maronoruu 06OyciIoBIIeH
TeM, UTO HEeCMOTPSl Ha 3HAYUTEJIbHYK paclpo-
CTPaHEHHOCTb, OHA YacCTO MPOTeKaeT CKPbITO, M07
Mackoi apyrux 3aboneBanuil. B To ke Bpems B
cllyyae CBOEBPEMEHHOW [MarHOCTUKU IIpoBefie-
HUe 3¢GdeKTUBHOrO JieueHus M03BOJIsSeT MpesioT-
BPaTUTh Pa3BUTHE TSKEJIbIX OCJIOKHEHUU U 0be-
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CMEeYUTb MalyeHTaM MPOJ0JIKUTEIbHOCTD JKU3HHU,
COMNOCTaBUMYIO C TOMY/ISLMOHHOH [4].

CornacHo coBpeMeHHO KinaccudurKalyy, Bbl-
nensooT 5 ocHoBHbiX TunoB HI, pasnuuaromuxes
M0 reHeTHUYecKkoMy JedekTy, Bo3pacTy MaHU]e-
CTallMU U TSKeCTU KJIMHUYECKUX NPOsiBIeHUi [5].

Tun 1 (HFE-accoyuupo8aHHblli 2emoxpoma-
mo3) — Haubosnee pacrpocTpaHeHHas ¢opma, Ha
nomo kotopoit npuxoautcs 85-90% Bcex ciyua-
eB HI, u obycnosnennas myraiusmu B rede HFE,
pacrioyiokeHHOM Ha xpoMocoMe 6. [logasnsioiee
OOMBIIMHCTBO KIMHMYECKUX ciydaeB (>90% B mo-
Ny/SALKSAX €eBPOINEeNCKOro IMPOWCXOXKIEeHUs) CBS-
3aHO ¢ romMosurotHo mytaumenn C282Y. [Ipyras
pacripoctpaHeHHas mytauus — H63D — B romosu-
FOTHOM COCTOSIHWM WJIM B KOMIIayH/I-T€TepO3UroT-
HOM coderanuu ¢ C282Y obnajaeT 3HAYMTE/IBHO
MEHbIIIEH TIEHETPAHTHOCTHIO U JIUIIIb B HEOOJIBIIOM
TMIPOLIEHTE CJIyyaeB NPUBOJAUT K KIMHUYECKU 3Ha-
yrMO meperpyske skene3oM [5]. Pacnpocrpanen-
HOCTb TOMO3UroT 1o C282Y cocrasnger npubIMsu-
tesnbHO 0,5% B monynsuusax LlenTpanpHoit EBpomnsl
u CeBepHOII AMepHKHY, TOIZla KaK HOCHUTEIbCTBO
myTtauuit C282Y w/unu H63D nocruraet 40% [5].

Tun 2 (ro8eHunvHulll 2emoxpomamos) — Ts-
xenasi ¢opma ¢ mMaHudecralyeil B rnepBble TpU
necstuietus >kusHu. [lonpaspensercsa Ha tuml 2a
(MyTauuu B rene HJ/V, kogupyolieM reMOIOBeJIVH)
u tun 2b (Myrauuu B rene HAMP, xonupyoiieMm
rercuaub) [5]. Xapakrepusyercst KpaiiHe Obl-
CTPbIM HaKOIJIEHHEM >Kejie3a C MperuMYyIlecTBeH-
HbIM NOpa)keHreM cep/illa U 9HIOKPUHHBIX JKeJles.

Tun 3 cBs3zaH ¢ Myrauusamu B reHe TFR2
(TpaHcdeppUHOBBIN peLienTop 2), ONKCcaH Ipeu-
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MYIIIeCTBEHHO B UTaJbSHCKUX ceMbsx. KnnHuue-
CKU HaroMuHaeT Tur 1, Ho MaHudectupyer B 60-
niee Mosio[joM Bo3pacre [5].

Tun 4 obycrioBneH MyTaUusMU B TeHe
SLC40A1, xogupytouieM gepponopTuH. B otmune
OT JIpyryx TUIIOB, HacjaeayeTcs 0 ayTOCOMHO-/10-
MUHAHTHOMY Tumny. [latoreHeTudeckass ocoOeH-
HOCTb — HaKOIJIeHWe >Kesle3a MpeuMYyLeCTBEeHHO
B Makpodarax Npu yMepeHHOM IOBbIIIEHUU Ha-
coiieHus1 TpaHcdeppuna xenezom (HTXK) [5].

KntoueBbIM NpOpbHIBOM B NOHMMaHUM MaTo-
reHesa HI' crano oTkpbiTMe ponu rencuavHa —
NeNnTHUAHOTO TOPMOHA, PEeryaupyIolero CUCTeM-
HbI MeTabonu3M jkene3a. [erncuauH, MpoayLu-
pyeMblil rernaTtoudTaMy, SB/SeTCs HeraTUBHBIM
PErysSTOPOM BICBOOOXK/IEHVSI JKeJie3a U3 SHTEPO-
LIUTOB ¥ Makpodaros, cBsA3bIBasiCh ¢ GeppornopTu-
HOM M MHAYLMPYS €ro MHTepHalIn3aLuio U Jerpa-
nauuio [3, 6]. [Ipu Bcex popmax HI' umeer mecto
HeaZleKkBaTHO HU3KUI ypoBeHb rerncujyHa Mo oT-
HOLIEHMIO K 3amacaMm »esesa B opraHusme [3, 6].

Heo6xoguMo OTMETHTb, YTO TUIBI 2, 3 U 4
BCTPEYalOTCsl 3HAUMTE/IbHO pejke, HO NpesiCTaBIs-
10T 0CcOOBIN UHTEpeC /Ui MOHUMAaHUsI [aToreHe3a
3abo/ieBaHus B LIEJIOM.

[eneTnueckue fedeKTbl NPy pasiWyHbIX TU-
nax HI' HapymaroT curHaibHbIi Iy Th, aKTUBUPYIO-
KH TPAHCKPUIILMIO I'eHa relch/rMHa B OTBeT Ha
TIOBBILIEHNE YPOBHS jKere3a:

e HFE, TFR2 u reMOIOBEJIMH SABJISAIOTCS KOM-
TIOHEHTaM{ CHUTHAJbHOTO KacKa/zia, MOZY/IH-
PYIOLLETO 9KCIPECCUI0 TelCUHA B OTBeT
Ha CBs3bIBaHMe TpaHCheppHUHa C peLernTo-
pamu [7, 8];

* MyTaluu B camoM reHe rencuavnHa (HAMP)
NPUBOJAT K CUHTE3y AedeKTHOro MenTH-
na [5];

e npu  (epponopTHUH-aCCOLIUMPOBAHHOM Te-
MoxpoMmarose (Tur 4) umeeT MecTo gain-of-
function myrauus, penawoiias ¢eppornop-
TUH HEYYBCTBUTEIbHBIM K MHIMOUpYIOLIIe-
My JelcTBHUIO rerncuauxa [7, §].

HeduuuT rerncupnHa NPUBOAUT K HEKOH-
TPOMPYyEMOMY IIOCTYIUIEHHIO >Keje3a B IIa3My
U3 9HTEpOLMTOB (MOBbIlIeHHAs abcopbuusa) u
Makpodaros (BbICBOOOK/IEHHUE sKeie3a U3 [Iero),
yTo npossnsgerca nosbiuenrnem HT/K n nocneny-
I0ILIMM OTJIOKEeHHeM >Kesle3a B apeHXUMAaTO3HbIX
opraHax [3, 8].

Knnunueckas kaptuna HI' xapakrepusyercsa
MeJJIEHHbIM, TPOrpecCcHpyoliM HaKoIJIeH’eM
)eJe3a ¢ Moc/elyIoLM TOBpesKieHreM OpraHoB-
mulleHeil. CuMNTOMaTrKa, Kak MpaBWlIo, MaHU-
dectupyet B Bo3pacte 40-60 et y My>KuMH U Ha
10-20 sileT mo3Ke Y KEHIIMH, 4TO 00bIACHAETCHA

REVIEWS

GU3MONIOrMUeCKUMH TTOTEPSIMU Kesie3a MPU MeH-
cTpyauusx [5]. B Teuenun remoxpomarosa Bbie-
nstioT 3 craguu: GeCCUMITTOMHYIO TIEPETPY3KY JKe-
71e30M, CUH/IpOM I1eperpy3Ku Kee30M ¢ paHHUMU
NPOSIBJIEHUSIMU, ¥ CUHJIPOM Teperpys3Ku eie3oM
C KJIMHUYECKU MaHU(bEeCTHBIM MOpaKeHHeM Opra-
HOB-MHUIIIeHeH [1, 9].

[leyeHb CTaHOBUTCS OCHOBHBIM OpraHOM-ie-
10 >Kesie3a MpU reMoxpomarose. [livTenbHas me-
perpyska jxeiie3oM IMPUBOJUT K Pas3BUTUI0 PU-
Opo3a, HMppo3a MeYeHW W TenaToLe/UTHISAPHOM
kapuuHoMbl [10]. Puck pa3BuTus nuppo3a BO3HU-
KaeT NpU JOCTW)KEHUM KOHILIeHTpalLuu Keje3a B
TeYeHU KPUTHUUECKOTO YPOBHS, UTO OOBIYHO TPO-
ucxonut rocse HakoreHus 10—15 r u3bbITouHOro
»kenesa [5].

KapauanbHas meperpyska jkene3oMm sIBJsieT-
cs1 BTOpOi 110 YacTOTe NMPUUMHON CMepTH y Nalu-
eHTOB C HeJjleueHHbIM reMmoxpomarosoM. JKeneso
HaKarauBaeTCs MPeMMYLIEeCTBEHHO B MHOKapje
JKEeJTy[JOYKOB, UTO NPHBOAUT K pasBUTHIO AUsa-
TallMOHHOW M PEeCTPUKTHBHON KapAUOMMONATUM,
HapyllleHuii pUuTMa ¥ MPOBOAUMOCTH, CepAeuHON
HepoctaTouHocTH [6]. [Ipu roBeHUNIBHBIX Popmax
(Tun 2) KapauanbHble MPOSIBIEHUs JOMUHUPYIOT B
KJIMHUYeCKOM KapTHHEe U MOTYT NPUBOJUTD K Jie-
Ta7bHOMY MCXO/ly B MOJIOZIOM Bo3pacte [6].

[TopakeHue 9HIOKPHUHHOM CHUCTEMbl TPU Te-
MOXpOMaTo3e [MposIBseTcsl pa3BUTHEM caxap-
Horo auabera (BC/EACTBME OTIOKEHUS >KEIe3a B
B-KneTKax MO/XKeNy0uHON >Kese3bl), I'MIIOroHa-
oU3Ma, TUIOTHpeo3a W ruronaparvpeosa [5, 6].
['MnoroHaloTPONHbIA TMIIOrOHAAU3M — Haubonee
4acToe SHIOKPUHHOE MPOsIBIIEHUE, 0COOEHHO MPU
IOBEHWJIbHBIX (pOpMax, KOTOPOE MOKET ObITh mep-
BbIM KJIMHMUYECKUM CUMIITOMOM 3abosneBanud [5].

ApTponaTusi mpy reMoxpomMaro3e pa3BUBa-
eTcsl Y 3HaUMTebHOM YacTU MaLKeHTOB U Xapak-
TepusyeTcsl TOpPa)KeHHWeM TSICTHO-(daaHTOBbIX,
KOJIEHHBIX, Ta300e/JpEHHBIX ¥ TOJIEHOCTOIHbBIX
cycrtaBoB. OT/oXeHue jKene3a B CHHOBHAJIbHON
0007I0YKe ¥ XpAIle HWHAYLUPYET BOCIHAJEeHUE U
JlereHepaTUBHblE U3MeHEeHUsl, KIMHUYeCKU Haro-
MUHawIlKe octeoapTpos [4, 10].

K nononHuTenbHbIM MPOSIBIEHUSIM OTHOCST
XPOHMYECKYIO yCTal0CTh, C1ab0CTh, TUIMEPIIHT-
MEHTALMI0 KOXHU («OPOH30BbIN nuaber»), a Takxke
TIOBBILIEHHYIO BOCIPUUMUHUBOCTD K HHQEKLHUAM,
BBI3BAHHBIM HapylieHueM GyHKUMKM Makpoda-
roB [4, 10].

CoBpemenHas guarHoctuka HI' ocHoBbiBaeT-
Cs1 HAa KOMIUIEKCHOM TO/IX0/ie, BKJTFOUAOLIEM KJTH-
HUYECKYIO OLIEHKY, JIab0paTOpHble ¥ WHCTPYMEH-
TasbHble METO/Ibl, @ TaK:Ke MOJIEKYISPHO-TeHEeTH-
YyecKoe TeCcTHpOBaHUe.
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BuoxyumMuueckumMu Mapkepamu TeperpysKu
xene3oM sBnsoTcs nosbiieHve HTHXK (panHMit
Mapkep) ¥ ypoBHSI (peppuUTHHA CHIBOPOTKU (OTpa-
»kaeT 3amachkl jxenesa) [4, 10]. BaxkHo oTMeTUTb,
uto (eppuThH — GEJIOK OCTPOit (asbl, MOBbIILIe-
HHEe KOTOPOro MOeT ObIThb 00YC/IOBJIEHO BOCIa-
JIeHHEeM, YTO HeoOXOAMMO YUUTHIBATh [IPU UHTEp-
npeTaluy pe3ynbTaTos [5].

O6Hapy:keHre roMO3UroTHOM MyTaruu C282Y
B reHe HFE noptsepxpaer auarHo3 HFE-acco-
LIMMPOBAHHOTO TeMOXpOMaro3a y MalUeHTOB C
(deHOTUNMUeCKUMU TPOSIBJIEHUSIMU  T1eperpysKu
xenezom [8]. Tlpn oTcyTCcTBUM THUNWUYHBIX MYyTa-
uuii HFE nokasaHo wuccnenoBaHve reHoB HJV,
HAMP, TFR2 v SLC40A1 nns VCKTIOUEeHUST peKUX
dopm 3abonesanus [8, 11, 12].

[l111 HeMHBA3UBHOM OLIEHKH COZIep KaHUS Ke-
7ie3a B MEeYeHU U cepjle HCIOIb3YI0T MarHUTHO-
pe3oHaHCHyI0 Tomorpaduio ¢ pacuetom T2*-pe-
JlaKcaluu — MeTo/ia, M03BOJISIOLIer0 TOUHO KOJIHU-
YyecTBEHHO OINpefie/IuTh CTelleHb OpraHHOM Imepe-
rpy3ku sxkene3oM [11]. Buorncus neueHu B HacToOS-
liee BpeMs IpUMeHsieTcsl peke, B OCHOBHOM ISl
olleHKU crerneHu ¢uOpo3a MPU COMHHUTETBHBIX
NlaHHBIX HEMHBA3UBHbBIX METOZIOB [5].

Auddepennranbhblii AUarHo3 ciaefyeT Mpo-
BOJIUTH C BTOPUYHBIM '€MOXPOMaTO30M, 00yC/IOB-
JIEHHBIM T€MOJIUTUYECKUMU U Meraao0JiacTHbIMU
aHeMMSIMH, MHUEJIO[JUCIUIACTUUECKUM CUHJIPOMOM,
MHOTOKPATHBIMU TeMOTpaHchy3usaMu, He0OOCHO-
BaHHBIM JIeyeHWeM IIperiapaTaMy >Kere3a, Xpo-
HUYECKUMHU 3a00JIeBaHUAMY TI€UeHU (BUPYCHBIE,
AJIKOTOJIbHBIE TEMAaTUThI, CTEATOreNaTUT), 0COOEH-
HO NPY HaJIMYMH XOJIecTasa, a Takxe c runepdep-
pPUTHHEMUEN TPU XPOHUUECKUX BOCIATUTETbHBIX
3abonesanusx [9, 13-15].

[layenTaM € remMoxpomaTO30M I10Ka3aHO
OrpaHWueHre MOTpebeHrs MPOAYKTOB, OOraThIx
)Kene3oM (MsICco, rpeuka, I0I0KH, rpaHaThl U Ap.) U
BUTaMUHOM C, MCKJIIOUEHHe U3 palyoHa ajaKoro-
71, 0COOEHHO KpacHOe BUHO, HE CJIeIyeT MPUHU-
MaThb TOJIMBUTAMHUHHO-MUHepasbHble KOMIIJIEKChI
1 OGuosoruueckrie [006aBKH, COIEPIKAIIHEe JKeIe30
v ButamuH C [1, 9].

TEPANWS NEPBOW JINHUA

dneboTomust (KPOBOIYCKAHKE) OCTAETCS «30-
notbiM cra”gaptoM» sedenusa HIL CranpapTHbIA
npoToKos BkouaeT yaanenue 450—-500 mn kpoBu
e)XeHeJlelIbHO /10 JIOCTHXKEHMS Lie/IeBOr0 ypOBHS
¢depputnnHa 50-100 mxr/n (uHAyKOMOHHAs da-
3a), 1ocsIe Yero rnepexofisT Ha MOAAep KHUBaIOLLYI0
Tepamnuio ¢ nHtepBasioM 1-4 mec. CBoeBpeMeHHO
HauaToe JiedyeHWe Ha JIOLMPPOTUYECKOH cTaauu
TMI03BOJISIET I0CTUYb MPOAOIKUTEbHOCTU JKU3HHY,

COMOCTAaBUMO# ¢ 00Iel momynanuet, u crnocob-
CTBYET perpeccy psjia CMMITOMOB (ycTanocTb, I'U-
TIeprnyrMeHTanys, yryqiieHre QyHKUNN Te4eHN U
cepaua) [4, 5].

ANbTEPHATUBHBIE N HOBbIE
METOAbI JIEHYEHUA

TepaneBTuueckuit apurpouutadepes — Me-
TOJl CEJIEKTUBHOTO yZaJieHUsl 3PUTPOLIUTOB C BO3-
BPaTOM IUIa3Mbl MAlMEHTY — MO3BOJSET JOCTUYb
Gosiee OBICTPOrO CHYKEHMsI 3aracoB )Kejesa I
CPaBHEHHIO C TPAJULIMOHHON (pieboTOMUEN 1 MO-
KeT TIPUMEHSATBCS Y MAllMeHTOB C IIOXOH MepeHo-
CHMOCTBIO KPOBOIyCKaHUH [4, 5].

XenaropHas Tepanus (nedepoxkcamus, nede-
pasupoKc, AedepunpoH) MPUMEHSETCS MPU BTO-
pUYHOM reMOXpoMaTo3e, pas3BuBliIeMcs Ha (oHe
XPOHMYECKHX aHeMHuil (TamacceMud, MHeIOAuC-
TIaCTUYECKOTO CHUHApOMaA), Korma (aeboTomus
MPOTUBOIOKa3aHa u3-3a aneMud [4, 5, 13].

[lepcrieKTUBHBIM HAarpaBeHUEM SIBIISIOTCS
TeTNICUAMH-MUMETUKA U MOAYISATOPbI CUTHATBHO-
ro nytu To xe BMP6-HJV, naxonsmuecs B cra-
VY KTMHUYEeCKUX MCCTIe/JOBaHUi. DT mpernaparsl
CrocOOHbI MMUTHUPOBATh [IMCTBUE IHIOT€HHOTO
rerncuuHa WM YCUIMBATh €ro SHAOTEHHYIO Mpo-
AYKIMIO, 4YTO OTKPbIBAET BO3MOKHOCTHU [JIs1 [IATO-
reHeTUYeCKOi Tepanuu, 0coOeHHO Tpu Gopmax ¢
abcomoTHbIM fieduruTom remncuauba [10].

[IprBOAMM /1B KIIMHUYECKUX HAOJIOEHUS U3
TPaKTUKU aBTOPOB.

KJIIMHNYECKOE HABJIOAEHUE 1

[ayuenm JI., 1984 r.p. B despane 2022 r. no-
c/le TIepeHeceHHOM HOBOW KOpPOHABUPYCHOU WH-
dexuuu (COVID-19) ormerun HapacTanue criabo-
ctu. [Ipu obcenoBaHUN BBISBIIEHO YBEIMUYEHUE
depputuHa o 1100 MKr/m, sxene3a CbIBOPOTKU —
no 40 mxm/n. CHavasa 9T0 ObUIO PacCleHEHO Kak
nocneactere COVID-19, Ho B AHaMMKe BBICOKMI
ypoBeHb (eppUTHHA U CbIBOPOTOYHOIO jKese3a
COXpaHSICA.

ObpaTuiica Ha MpUEM K TEMaTosory Amyp-
CKOM 00/1aCTHOM KIMHUYECKOM Oo/bHULbL JlaH-
Hble O0OBEKTMBHOTO oOcMoTpa: poct — 170 cwm,
BeC — 72 Kr. Ko)kHbIil MOKPOB OJIe/AHBIN UKCTBIA,
reMopparuyeckoro cuHpomMa Het. [1oaKoKHO-XU-
pOBOIi €/10i1 pa3BUT ymepeHHO. [lepudepuyeckue
muMaTrIecKye y37bl BCeX TPYII He YBeINYeHbL
B nerkux BesuKy/spHOe [ibIxaHWe, XPUIIbl He Bbl-
cymyBanuce. ['paHulibl cepala B npezenax HOp-
MBI, TOHbI Cep/lia fICHble, PUTM IPaBUJIbHBIN, ap-
tepuanbHoe naBnenuve — 120/80. Ileuenp u cene-
3eHKa He yBeJIMueHbl, [a/bIaTOPHO U 10 JaHHbIM
ynbTpasBykoBoro uccienoBanus (Y3U).
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Knunuueckuii aHanus KpOBU: reMOIIOOUH —
152 r/n, sputpouutsl — 4,75x10'2/1, neikouuThI —
5,3x10°/1, Tpomborumtel — 250x10°/71, manoukos-
nepubie — 3%, cermeHToszepHble — 67%, mumdo-
uuThl — 25%, MmoHOLUTBI — 5%, COD — 5 MM/u.

BroxymMuuecknii aHanvM3 KpoBM: acnapTara-
muHoTpaHcdepasa (ACT) — 16,2 En/n, ananuHa-
muHoTpaHcdepasa (AJIT) — 16,6 En/n, obwmwmit Ge-
70K — 61 1/71, Gunupy6uH: 061 — 9,6 MKMOIIB/ 1,
npamoii — 2,7, Henpamoii — 6,9 MKMorb/n, Kpea-
TUHUH — 98 MKMOJb/M, TI0K03a — 5,2 MMOJIb/,
MoueBas KMcioTa — 7,6 Mr/an, naktaTaeruapore-
Hasa — 122 En/Jl.

Tlokasareny, oTpaxarone 0OMeH )eje3a B
cbIBOpoTKe KpoBu: gepputuH — 1100 MKr/m, cbl-
BOpOTOYHOE 3kene30 — 35 Mkmornb/n, HTK — 70%.

O6cnenoBaHa B IiaHe 3aboseBaHuil MeyeHu,
B T.U. Ha renatuthbl B u C — pe3ynbraT oTpyLaTeb-
Hblit. O6cniejoBaH Ha HamMuue 6ose3Heil CUCTeMBI
KPOBM M XPOHHUUYECKUX BOCIAIUTENbHBIX 3aboiie-
BaHMH, TIPU KOTOPBIX MOXKET ObITh BTOPUYHASA TIe-
perpyska ene3oM — pe3yibTaT OTpHULiATebHBIM.
[Ipy reHeTHuUecKOM HcC/ieZJOBaHUU BbISIBJIeHA TO-
MO3WUTOTHAas MyTalus, OTBETCTBEHHAs 3a pa3BU-
THe reMoxpomMarosa 1 tuna, — Cys282Tyr (C282Y).

[TocraBnen auarHo3: HI' 1 Tum, accouuunpo-
BaHHbI ¢ MyTauueit Cys282Tyr (C282Y) B romosu-
TOTHOM COCTOSIHUMU.

Hauato nevenue: ceaHcel remosaxkcdysun 13
pacuera 7 mi/kr maccel Tena (500 mu) oguH pas
B HeZIeNII0 /10 JIOCTWKeHHs YpoBHS (eppuTHHA
50 MKr/71, py coxpaHeHuy remorobuna >110 r/m.
[Tocne pnoctxenus yposHs ¢epputuna 50 MKr/n
NpoOBOAATCA  mofzaepxkuBammpe  ¢reboToMuu
Kask/iple 3 MeC B TOM e obbeMe.

ITokasaTeny, oTpakaiolpe MeTadoIu3M JKe-
ne3a (anpenp 2026 r.): dbepputuH — 50 MKr/m, cbi-
BopoTouHoe xesne30 — 20,0 mxmonb/n, HTXK — 52%.

Knunuueckuii 0ocMOTp, KOHTPOJIb TMOKasa-
Tesiell reMorpaMMbl ¥ OUOXMMHUUECKOTO aHasu3a
KpOBH, TOKasaTesneil obmena xeneza (HTXK, dep-
PUTHHA, CBIBOPOTOYHOTO JKeJie3a) MPOBOJAT Kax-
nbie 3 Mec. Pemuccusi coxpaHsieTcs.

KITMHWYECKOE HABJIIOAEHUE 2

Mayuernm III, 1980 r.p. [nurenpHo Habio-
fiancs 'y ractposHTeposora ¢ auarHosomM: HAMKD.
Crearorenatut. [ucmnugemusd. Oxkupenue 1-i
CTerneHu aJMMeHTapHO-KOHCTUTYLHMOHAIbHOE, ab-
JOMUHa/JIbHBIN THUIL

IpexbsaBisan kanobsl Ha c1abOCTh, CUITBHYIO
yTOMJISIEMOCTD, CHIKEHHE paboTOCIOCOOHOCTH.
Cocrosinue ynosrneTBoputenbHoe. Poct — 187 cwm,
Bec — 110 kr. KoXXHbIi1 TIOKPOB OOBIYHOM BJIa)KHO-
ctu 1 okpacku. [lepudepuueckue numbarnyeckre

REVIEWS

y37Ibl He yBeJWYeHbl. B JIerkux [pixaHue Be3WKY-
nsipHOe, 6e3 xpunoB. TOHBI cep/la MPUI/TYIIEHbI,
PUTM INpaBWIbHBIM. [3-3a NMOAKOXHO XUPOBOrO
CJ105 TasIbNalys reveHu 3aTpygHeHa. OHaKo mpu
Y3U oT™meuanoch yBenrueHue neyeHu: npasas 1o-
na — 161 mm, neBadg gona — 87 mm. CeneseHka —
IMHHUK — 113 MM, nonepeuHuk — 49 mm, mo-
mwanb — 48 cv? Cocyzbl MOpTanbHON CUCTEMBI He
pacupeHbl. B OMOXMMHYECKOM aHaau3e KPOBU
0TMeuasioch MOBbILLIEHNE TPaHCAMUHA3.

JinuTenbHOe BpeMs yBelHWYeHUe MeueHU U
cesile3eHKH, MOBbIILIEHNE TPAaHCAMUHA3 paclleHNBa-
m, kak HAJKB. [lpoBoausnoch eueHue: ypcocas,
rernTpas BHYTPUBEHHO U B TabeTKax, CUMIITOMA-
TUYeCKas Teparnus, 6e3 CyliecTBeHHOro addeKTa.
Opnako uccnenosanve ¢deppurrHa (1135 mkr/m)
BBI3BAJIO HEOOXOMMOCTb TIPOBeieH s AU epeH-
LMasbHoro auarsosa c HIL

Knuunyeckuil aHammMs3 KPOBH: TeMOITIOOMH —
171 r/n, aputpouuntsl — 5,5x10'%/n, nelikoUTb —
4,4x10°/n, TpombouuThl — 189x10°/11, cermenTos-
nepHble — 58%, s03uHOGUNBL — 1%, TMMPOLUTH! —
35%, moHouuThl — 6%, COD — 6 MM/u.

Buoxumuueckuii ananu3 kposu: ACT -
86,3 En/n, ATIT — 222,6 Ex/n, 06mmii 6enok — 80 r/x,
6unupyOuH: obumii — 14,8 MKMOJIb/71, IPAMOi —
4,1 mxMonb/n, Henpsimoii — 10,7 MKMosb/1, Kpea-
TUHUH — 80 MKMOJb//, T/II0KO3a — 5,2 MMOJb/,
MoueBasl KMCI0Ta — 7,6 Mr/mam, nakrataeruapore-
Hasa — 122 E/JL.

[Tokasareny, oTpaxarmoupe 0OMeH jkere3a B
cbIBOpOTKe KpoBu: pepputuH — 1135 MKr/m, cbiBo-
potouHoe skene3o — 30,13 mxkmonb/n, HTK — 70%.

Y3U ceppua: ymepeHHas runeptpodus MHO-
Kapzaa nesoro xenygouka (JIK), cokpatutenpHas
criocobHocTh Muokapzaa /DK coxpaHena, auacro-
nuyeckas GyHkuus JDK He HapyueHa.

OcmotpeH remarosioroM. C yueToM BbICOKOTO
COZlep>KaHusl ChIBOPOTOYHOTO Keme3a U deppu-
THHA DPEKOMEH/I0OBAaHO BBIMIOJTHUTh T'eHEeTUYecKoe
uccrnenosanve Ha HIL TIpu renernueckom uccrne-
NIOBaHUU BbISIBJIeHA TOMO3WTOTHAsl MyTalus OT-
BETCTBEHHAsl 3a pa3BUTHE reMoxpomarosa 1-ro
tuna — Cys282Tyr (C282Y).

BoicTaBneH wkiamHuyeckuil guardHos: HI' 1-ro
THIA, acCOUUUPOBaHHbId ¢ MyTauuein Cys282Tyr
(C282Y) B roM03UroTHOM cOcTOAHMU. HauaTo jte-
yeHue: ceaHcbl reMoakcdysun — 500 M oguH pas
B HeJeNi0 /10 AOCTHXeHWs YpoBHSA (eppUTHUHA
50 MKr/71, TIpy coxpaHeHuu remorioduna >110 r/m.
[Ipu noctmxenuu ypoBHs depputunHa <50 MKr/n
MPOBOAAT MOAZEPKUBatoIe (haed0TOMUN Kax-
npie 3 Mec B TOM e 00beMe.

Knunuueckuii 0cMOTp, KOHTPOJIb TOKa3a-
Tejell reMorpaMMbl U GUOXMMUUYECKOTO aHaju3a
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KpOBH, TOKaszaTeseil obmena xenesza (HTXK, dep-
PUTHHA, CbIBOPOTOYHOIO >Kejie3a) BbITIOTHSIOT
Kaxzble 3 mec. Pemuccusa coxpansercs.

Knunuueckuii ananus kposu (anpensb 2026 r.):
remoriobun — 142 r/n, apurpouutsl — 4,2x10'/7,
neiikoruThl — 4,3x10°/11, TpoMbGoLUTHL — 290%10%/7,
cerMeHTosiepHble — 68%, nanoukosgepHble — 2%,
mumbouutsl — 23%, MoHOLuTBl — 7%. COD —
4 MM/u.

Buoxumuueckuii aHanu3 KpoBuW  (armpesb
2026 1.): ACT — 32 En/n, AJIT — 50,6 Exn/n, 061uii 6e-
7ok — 60 r/n, 6unupy6un: 06wt — 10,6 MKMOb/JI,
npsaMotii — 3,6 MKMOJTb/J1, HempsiMoii — 7,0 MKMOJb/ 11,
KpeaTUHUH — 68 MKMOJIb/IL.

[lokazarenu MertabonuaMa jxesesa (ampesb
2026 r.): deppurun — 50 MKr/a, CbIBOPOTOYHOE
skene30 — 20,0 mxmonb/n, HTWK — 54%.

OBCYXIOEHUE

B mpezcTaBieHHbIX KIMHAYECKUX HAOIOeH! -
SIX MPOJIeMOHCTPHPOBaHbI /jBa TUIIMYHBIX, HO B TO
’Ke BpeMsl [10-pa3HOMYy MaHU(eCcTHUPOBaBLIUX CITy-
yaa HI' 1-ro Tuma, accouuyupoBaHHOrO ¢ TOMO3UTrOT-
Howt myrtanuei C282Y B rene HFE. Ob6a maryeHTa —
my>xurHbI (1980 1 1984 rp.), uTO COOTBETCTBYET U3-
BECTHBIM 3IUIEMUOJIOTMYECKUM JIaHHBIM 0 Gosiee
paHHeil U TspKenol MaHudecrauuu 3aboseBaHUs
y MY)KUMH BBHUZly OTCYTCTBUSI (PH3MOJIOTHUECKUX
NIOTepb Kese3a C MeHCTPyaLrsMU 1 JaKTaLuei.

ObpaijaeT BHUMaHUE pas3/MYHAs «IHArHO-
CTUYeCKas TPaeKTOpUs» B Ka)XJAoM ciyuae. Y na-
yuewma /1. runepdeppUTHHEMHUS U MOBBILIEHNE
CBIBOPOTOUYHOTO jKese3a OblIM BIIepBble 0OHapy-
’KeHbl rocsie nepeHeceHHoi nHdekyy COVID-19,
YTO TepBOHAYa/lbHO paclieHUBaloOCh Kak TMOCTHUH-
deKIoHHOe coCcTOsIHME. DTOT IPUMep UIUTIOCTPH-
pYeT, KaK UHTEpPKYpPEHTHbIe 3a00I€BaHUSI MOTYT
CTAQHOBUTBCS «TPUITEPOM» st J1abOpaTOpHOro
o6criefioBaHyist, HO TIPYU 3TOM HEPEIKO MACKUPYIOT
WCTUHHYIO TMPUUYMHY MeTaboIMyecKux Hapyiie-
HUit. ToT akT, uTo BbICOKMI ypoBeHb (peppUTHHA
COXpaHs/Cs B JUHAMUKe, ITOCTYXKWUI OCHOBaHHWEM
IUIs. WCK/TIOYeHHs] BTOPUUHON runepdeppuTuHe-
MHH U TPOBeJleHUs MOJIeKy/spHO-TeHeTUUeCKOH
VNarHOCTHKMU.

Bo Bropom Habmopenun (nayuenm III.) Ha
NPOTSDKEHUM  JUIMTENIbHOTO BpeMeHU Bepudu-
uupoBanca auardHo3 HAJKB c aenenusmu crea-
TOrernaTuTa, YTO I[I0JTHOCTbIO COOTBETCTBOBAJIO
KJIMHUKO-1a00paTopHOii KapTuHe (MOBBILIEHUE
TpaHCaMUHas3, reraToMeranus, 0KMpeHue, TUCIIu-
nuzaemus). OnHaKo OTCyTCTBUe CTORKOro addekTa
OT CTaH/[apTHOM rernaTonpoTeKTUBHON Tepanuy, a
TaKKe BbISIBJIEHHbIN BbICOKUI YpOBeHb (eppuTH-
ua (1135 mkr/m) morpeGoBanu mepecMoTpa Aua-

rHo3a. [laHHplii ciydail geMoHcTpupyet, uto HI
MOXKeT IpoTekartb nop «mackoi» HAKB, ocobeH-
HO B YCJIOBUSIX BBICOKOW pacrnpoCcTpaHeHHOCTH Me-
tabosmueckoro cuHzapoma. Bosee Toro, coueranue
M30BITOYHOM Macchl Tella U Hac/e[CTBEHHOH Te-
pPEerpy3Ku >kesie3oM, BepOsITHO, NMOTEHLUpYeT I0-
BpeXJeHue renaToLUTOB, UTO KJIWHWYECKH Mpo-
ABJISZIOCh  0OJiee BBIPAKEHHON IUTOIMTHYECKOH
aktuBHocTbio (AJIT — 222,6 Ex/n).

ObpaijaeT BHUMaHUE OTCYTCTBUE y 000MX
MalUeHTOB TPY MEePBUYHOM O0OpalleHUH KJIacCh-
YeCKUX IPU3HaKOB pa3BepHYTON CTaAUU reMOXpo-
maTo3a — «OpOH30BOro auabera», apTpPOMNATHH,
BbIpa)KEHHON KapAWOMHUOMNATHUX WU LiUppo3a Ie-
uenu. Y nayuernma L. obHapykeHa NUIIb yMepeH-
Has runeptpodus muokapzaa DK 6e3 HapyiueHus
[MacTONMMUecKod (QyHKIMKU. JTO MO3BOJSET pac-
1leHUTh 00a cyuas Kak BbisiBJIeHUE 3a00seBaHus
Ha I0LMPPOTUYECKON CTaZiuM, UTO SIBSETCS KPH-
TAYECKW Ba)KHbIM /711 MporHosa. CBoeBpeMeHHO
Havaras ¢eboroMus (c pacueToM 7 MJI/KT Macchl
Tesa) T03BOJISIET MPEA0TBPATUTh HeoOpaTUMbIE
OpraHHble MOBPEXJAEeHUs W [OCTUUb MPOAOJLKU-
TEJIbHOCTH JKU3HH, COMOCTAaBUMO# ¢ 001eit mormy-
namuei.

B TO »Xe Bpemsa mpezcTraB/ieHHble Habsoze-
HUS TOJHMMAIOT BaKHbIA BOMpPOC O HEOOXOomu-
MOCTU pacllivpeHUs N0Ka3aHWH K CKPUHUHTY Me-
tabonuama skenesa ((GpeppUTHH, CHIBOPOTOYHOE
xene3o, HT)K) y nauueHToB ¢ nepcucTUpyOLIUM
MOBbILLIEHWEeM TpaHCaMMuHa3, rernatomeranuel, a
TAK)Ke Y JIMI C HeOObSICHUMON acTeHuei, Jaske
Npyd OTCYTCTBUM KJIaCCUUECKUX IPU3HAKOB re-
MoxpomaTosa. Ocobyi0 HaCTOPOKEHHOCTb CIIEAy-
eT MpOSIBJIATb Y MY>KUMH CpeZiHero Bo3pacTa.

3AKJIOYEHUE

[IpencraBiieHHble KIMHAYECKUE HAOTIONEHVS
noatBepskaaT, yto HI' 1-ro tuna (HFE-accomum-
pOBaHHbBII) MOXeT MaHMUEeCTUPOBATD 10| pa3HbI-
MU KJIMHUYECKUMU «MacKaMu» — Kak MOCTUH(EeK-
[IMOHHAas rurnepdeppUTHHEMUS WM KaK BapUaHT
teuenus HAXKB. B oboux ciyuasx saboneBaHvie
ObUI0  BEPU(UIMPOBAHO HA JIOLUPPOTUUECKOM
craguu Grarogaps OnpeziesieHnio YpoBHs deppu-
THHa U CbIBOPOTOYHOTO >Kejie3a C MOC/IeyIOIUM
MOJIEKY/ISIpHO-TeHETUUEeCKUM TeCTHPOBaHUeM, Bbl-
SIBUBLIMM FOMO3WTOTHYI0 MyTauuo C282Y.

HasHaueHHas mnaroreHeTuyeckass Tepamnus
(perynspHble reMoakcdy3uu) yKe Ha ITare WH-
AYKLMU IIPOZIEMOHCTpUpOBaia CBOK 3(PQPeKTUB-
HOCTb, a MOJ/IeP)KUBAIOLINI pexum dreboTomuit
M03BOJIWJI [IOCTUYb CTOMKOM peMHCCUM C HOpMa-
nM3alel Tokasarteneir oOMeHa jxesesa. [laHHbIe
cyyau yOequTesbHO MOKA3bIBAIOT, UTO KIIHOUYEBbI-
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My daxkTopamu OaroNpUATHONO MPOTHO3a TMPU
HI' saBnsoTca KAMHMYECKass HACTOPOKEHHOCTb
Bpayveil pas/MuHbIX CclielMaabHOCTel (racTpoaHTe-
pOJIOroB, TepaneBTOB, FeMaTOJI0r0B), CBOEBpeMeH-
Has s;abopaTopHas AMarHoCTHUKA U paHHee Havaso
9/IMMUHALMOHHOM Tepanuu 10 pa3BUTUS HeoOpa-
THMBbIX OPTaHHbIX [TOPAKEHUM.

TakuM 00pa3oM, PYTUHHOE BKJIIOUEHHWE I10-
Kazaresieii Merabonuama »eje3a B JUArHOCTHYE-
CKAH MUHUMYM IpY XPOHWYECKHX TernaTonaTusix
Y aCTeHWYECKUX COCTOSIHUSX Y MY>KUMH CPeHEro
BO3pacTa sIBJISeTCA KIMHUYECKH 000CHOBAHHBIM.

OTnueckas 3kcmeptusa. [ly6nvkainus wccie[0BaHUS
ono0peHa Ha OCHOBAHWHU DELIEHUs] ITUUECKOTO KOMMU-
teta ®I'BOY BO Amypckas 'MA Munsgpasa Poccun
(mpoTtokon N2 9/7 ot 11.06.2026).
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