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Pesrome

[lepBUYHBIA IeMOXPOMATO3 OTHOCHUTCH K HACAEACTBEHHOMY ayTOCOMHO-PEIIECCHBHOMY 3a00A€BaHHIO, ac-
COLIMUPOBAHHOMY C MyTalueil reHa HachbleHus TKaHel xkeae3doM (HFE), nmaTroreHeTmuecknM MeXaHH3MOM
KOTOPOTO SIBASIETCS BBICOKAs abcopOIus Xeae3a B KHIIEYHHUKE, IIPHUBOAAIIAS K U30BITOYHOMY HAKOIIACHHIO
JKeAe3a B opraHax M TKaHAX, [IPEHUMYIIECTBEHHO B II€YEHH, ITO/KEAYIOYHOH Keaes3e, CepAlle, Turoduse,
AWYKaX, IIOCAECTBHEM Yero IBAFEeTCS pa3BuTHe (hHOPO3a M HELOCTATOYHOCTH ITHX OPTaHOB. '€ HOTHIINPO-
BaHIe Ha HOCUTEAbCTBO MyTaiuii HFE-reHa gBASETCS OCHOBHBIM METOOM BePHU(MHUKAIIMU IeMOXpoMaTo3a.
Haavgwne renorumra C282Y/C282Y B coueTaHUU C IPOSTBACHUSIMH IIE€PETPY3KH KEA€30M OTHOCHUTCH K OaUa-
THOCTHYECKHM KPHUTEpPHdM 3aboseBaHUdA. Ba3HCHBIM A€dYeHHEM HAIHEHTOB C T€éMOXPOMATO30M SBASIOTCSH
daeboTOMHUH, KOTOPBIE MOTI'YT COYETATECS C HA3HAYEHUEM XeAaTOPOB XKeAe3a, CHMIITOMATHIECKOH Teparuei.
Kannmaeckuil caydail mepBHYHOIO I'eMOXPOMATO3a Y MyKYHUHBI 48 AeT IIpeACTaBAGET UHTEPEC BBUAY IAH-
TEABHOTO IIEPCUCTHPOBAHUS OTAEABHBIX MAHUMECTHBIX (CHMIITOMHBIX) IIPOABACHHH reMOXpOMaTo3a U BEPH-
dukamy 3a60A€BaHUSI TOABKO IIOCAE JEKOMIIEHCAIIMH CEPAEYHO-COCYAUCTOMH ITaTOAOTHH U IIPOBENCHHUS Mar-
HUTHO-pe30oHaHCHO# ToMmorpaduu (MPT) rpyauoi noaoctr. [locae ycTaHOBAEHHS OKOHYATEABHOTO AUATHO3a
M Ha3HA4YEHHS A€UYEHHS y IallueHTa HaOAIOIaeTCd IOAOXKHUTEAbHAd NMHAMHKA KAMHHYECKHX CHMIITOMOB,
JAHHBIX Aa00paTOPHO-UHCTPYMEHTAABHBIX HCCAEIOBAHUH.
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Abstract

Primary hemochromatosis refers to a congenital autosomal recessive disease associated with a mutation
of the homeostatic iron regulator (HFE gene), whose pathogenetic mechanism is increased iron absorption
in the intestines, which leads to excessive accumulation of iron in organs and tissues, mainly in the liver,
pancreas, heart, pituitary gland, testicles. The consequence of the disease is the development of fibrosis and
insufficiency of these organs. Genotyping of HFE gene mutations is the main method of hemochromatosis
verification. The presence of the C282Y/C282Y genotype in combination with iron overload manifestations
is a diagnostic criterion of the disease. The basic treatment of patients with hemochromatosis is phleboto-
my, which can be combined with the prescription of iron chelators, symptomatic therapy.

A clinical case of primary hemochromatosis in a 48-year-old man is of interest due to long-term persistence
of certain symptomatic manifestations of hemochromatosis and verification of the disease only after decom-
pensation of a cardiovascular pathology and magnetic resonance imaging (MRI) of the thoracic cavity. After

© ManaeBa E. T'., Anamenko E. U., 2ZKapckag O. M., I'aBpyceB A. A., Ko3uu XK. M., 2022
139


https://doi.org/10.51523/2708-6011.2022-19-1-00
https://doi.org/10.51523/2708-6011.2022-19-1-00
https://doi.org/10.51523/2708-6011.2022-19-1-00
https://context.reverso.net/%D0%BF%D0%B5%D1%80%D0%B5%D0%B2%D0%BE%D0%B4/%D0%B0%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9-%D1%80%D1%83%D1%81%D1%81%D0%BA%D0%B8%D0%B9/thoracic+cavity

2022;19(1):139-144

[Tpobaemsr 3mopoBea u 3kororuu/ Health and Ecology Issues

obtaining the final diagnosis and treatment, the patient showed positive dynamics of clinical symptoms,

laboratory and instrumental data.
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BBenenue

FemoxpomaTo3 saBagetrca HLA-accommupo-
BaHHBIM BPOXKIEHHBIM 3a00AeBaHUEM, HacCAe-
OYyEMBIM IIO0 ayTOCOMHO-PEIIECCHBHOMY THILY,
CBS3aHHBIM C BBICOKHM BCAChIBaHHEM JKeAe3a
TACTPOUHTECTUHAABHOM CAM3UCTOM OOOAOYKOIA,
BEeIyIINM K IIaTOAOTMYECKOMY OTAOXKEHUIO H3-
OBITKa JKeAae3a B II€YEeHH U APYTHUX opraHax [1-
4]. Tunw4yHLIE Bo3pacT Hadasa 3a00AeBaHUS Y
My>K4UH cocTaBasgeT 40-60 aAeT, KEHIITUH — B
IIOCTMEHOIIay3aAbHBIH Neproa. KanHudeckKuMu
KPUTEPUIMH TIeMOXpoMaTo3a SBASIOTCS CHM-
IITOMBI IIOPAsKEHHUsS OPraHOB IIHIIEBapEHHUS
(ymopHBIE 60AH B KHWBOTE, MellaTOMETaAHsd, I10-
BBIIIIEHHE II1€4E€HOYHBIX (PEepMEHTOB), KPOBO-
obpameHysa (KapAUOMHUOIIATUS, HapyIleHHd
puUTMa ¥ IIPOBOAUMOCTH, apTeprasbHas TUIlep-
TEH3UsI, IIPOT'PECCHpPYIOIIad HEeAOCTATOYHOCTH
KpOBOOOpAallleHHsI, PE3UCTEHTHAd K Tepaluu),
9HIOKPHUHHOH cHCTeMbl (caxapHbli auaber,
HHCYAWHOPE3UCTEHTHOCTD, ruriopu3apHbIH
TUIIOTOHAIN3M, THIIOKOPTHUIIM3M, THUIIOTHPO3),
MBIIIEYHO-CYCTaBHOH CHCTEMBI (aTUIINYHAL
aprponaruga: 6oab, OTE€K, Aecopmalius, orpa-
HU4YEeHHEe  IIOABUIKHOCTH, PEHTIeHOAOTHYE-
CKH — XOHIPOKAABIIMHO3, II€PHAPTHKYASIPHOE
CyOIlepHOCTaABHOE paccachlBaHUE KOCTH, CY-
JKEHHEe CyCTaBHOM IIeaH), Koxu (quddysHas
IUTMEHTALUd KOXH (MeaaHomepMud)) [5-8].
Kaaccuueckoili CHMIITOMATHKONH Ha II034HEH
cTanuy 3ab00AeBaHUS IBASETCS TeIlaTOMETaANS,
caxapHbI¥ nuabeT, TUIIEPIIUTMEHTAIINS KOXKHU
[5, 9-11].

Mapkepamu eperpy3KH KeAe30M SIBASIOT-
ca ceiBopoTouHbIi pepputu (CP), Koadpdpu-
IIMEHT HAaCBIIIEHUI TpaHC(pePpUHa 3KEAE30M
(HT2K). ITpu HT2K 6Goaee 45 % mpu CD Goaee
250 MKr/A y Myzx4uuH nanu CO 6oaee 200 MKr/A
y JKEHIIUH TpebyeTcs IIOBTOPHOE OIIpeaeACHHE.
leHOTHIIIpPOBaHUE Ha HOCUTEABCTBO MyTalui
HFE-rena mpoBomuTca npu mnoBTopHOM HT2XK

6oaee 45 % uau CP boaee 200 MKr/a, a TakKe
cubcaM IaIMeHTOB C TeMoxpoMaTo3oM [5, 12].

JuarHocTU4eCKUM KPUTEPHEM Ir'eMOoXpoMa-
To3a gBAgeTcd reHotun C282Y/C282Y B coue-
TaHUU C IIPOIBACHUSIMHU IIE€PETPY3KH KEAE30M.
I[Tpu BeIIBA€HUM TeHOTHIOB H63D/H63D wu
C282Y/H63D TpebyeTca OOIIOAHUTEABLHAS IIH-
arHOCTHKA [AS YTOYHEHHS BTOPUYHOU Iepe-
I'py3KH xkeae3oM [5, 13].

AedeHue remoxpoMaTosa BKatodaeT paedo-
TOMHH, XE€AQTOPBI KeAe3a, CHMIITOMaTHIECKOe
A€YEeHHEe caxapHoro auabera, apTpoIllaTHH, TH-
HOoTOHAAM3Ma, IIo3aHel KOXKHOM mopdupnu,
o01II1ie MEPOIIPUATHSA: OTpaHu4YeHHe oTpebae-
HUS aAKOTOASI, M30BITOYHOIO BBEOEHUT BUTA-
MmuHa C, IPOAYKTOB IIHTaHUS, OOraTbIX >KeAe-
30M, ynorpebaeHHE IPOAYKTOB, CHUIKAIOIINX
abcopbruo xkeaesa [2, 5-7, 14-15].

KonTpoar 3Hauenuit CP ocyniecrBasgeTcd
yepe3 Kaxkaple 10-12 cdaeboromuii. M3661TOK
JKeae3a CcuHuTaeTcsd MOOHMAM3UPOBAHHBIM, KOT-
na 3Hadenue Cd omyckaerca Huxke 50 HI/Ma;
B TAKHUX CAydasx dacTory ¢aeboToMHE yMeHb-
uraroT, udMepeHua CP nosTopsioT dare. [Ipu
sgadeHuax C®P Huxke 25 Hr/mMA IpoBeneHUeE
daeGoToMuM HEOOXOAWMO BpPEMEHHO IIpeKpa-
TUTH W 3aTE€M IIPOBOAUTH IIOAJIEPZKUBAIOIIHE
(hAeGOTOMUU C HHTEPBAAOM, ITO3BOASIIOIIINM CO-
xpaHaTh 3HadeHue CP 25-50 ur/ma [5].

Cryuail uz KAUHUUeCKol npaKkmurKu

[MTanmenT — Myzk4unHa 48 AeT, HOCTaBAEH
Opuramoii CKOpoil MEMUIIMHCKO# IIOMOIIU B
LEHTPAABHYI0 palioHHYI0 OOABHUILy B OKTSIOpe
2019 r. ¢ 3xanob6amu Ha 60ABb B I'PYTHOM KAETKE,
OBIIIKY, TOAOBOKPYZKEHHE, CIIyTaHHOCTBH CO-
3HAHUSA, BEIPAXKEHHYIO CAA0OCTbB.

B Teuenne mHorux aet (0oaee 10) marmeHT
IIPEeBIBASIA Kar00bl Ha BBIPAKEHHYIO OOIIYIO
cAabOCTD, IIOBBIIIIEHHYIO YTOMASEMOCTH, OOAU
B MEAKHX CycTaBax KHCTEH PyK, H3MEHEHHd
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CO CTOPOHBI KOXKH (TEMHBIH IIBET HA OTKPBITHIX
4acTdX Teaa (AHIIO, Ilesd, PyKH), CYXOCTb, IIIEAY-
menue). B 2018 r. guarHocTHpOBaHbI THUIIOTO-
Haau3M, CeKCyasbHas AUCHYHKIULG U caxap-
HBIE auabeT, 10 IOBOALY KOTOPBIX HAOAIOZAACH
Yy ypoaora U HIOKPHUHOAOTA, IIPUHUMaA OMHa-
OpPeH U MeT(POPMUH.

U3 1neHTpaspHO palioHHOM OOABLHUIIBI C
JUarHo30M «IH(EKITMOHHO-aAAe PIrUYeCKUH
MHOKapAUT» IIallMeHT ObIA IlepeBeNeH B yu-
pexaeHre «'oMeAbCKHE 0OAACTHOM KAWHUYE-
CKUH KapOUOAOTHYECKHUH IIeHTP», IIe eMy Obla
BBICTaBA€H KAMHUYECKUY AHUAaTrHO3:

OcHogHOUl: WH(EKIINOHHO-aANEPTHIECKUH
MHUOKapAUT, IOJOCTPOE TedYeHHE, HEYTOYHEH-
HOM 3THOAOTHH, Ts¥Keaoe TedeHHe. Hemocra-
TOYHOCTH a0PTaABHOI'O KAamaHa 1-# cTeleHH,
MUTpPaAbHOIO KaanaHa 3-H CTeleHu, TPUKYCITH-
JaABbHOTO KaamaHa 3-B cTeneHHU. AHeBpH3Ma
BEPXYIIKH A€BOT0 KEAY0YKa C IIPUCTEHOYHBIM
TpoMmOoM. Hacrad KeAy1ouKoBask SKCTPACUCTO-
AU (Do XOATEPOBCKOMY MOHUTOPHUPOBAHUIO
3AeKTpoKapauorpaMmsl (XM OKT)).

OcnozkHeHust ocHosHozo: H 26. 3acroitnad
nedyeHb. Maablii IByCTOPOHHUM THAPOTOPAKC.

Conymemeyrowuil: TUCAUTIONPOTEUIEMHUS.
CaxapHblii nuabet 2 Tuna. BropuaHei# (rumo-
TOHAMOTPOITHBIN) THUIoroHaausM. llepBukaa-
TUdg, CHHIPOM BeCTHOyAOIIATHH, AIOMOAaATHS,
MBIIIIEYHO-TOHNYEeCcKass opMa. YMEPEeHHBIH
00A€BOH CHHIPOM.

[Ipy KOHTPACTHOM HCCAELOBAHUU IPyAHOMU
KAETKH BBISIBAEHO HEOOABIITOE KOAHYECTBO KHU/I-
KOCTHU B TIA€BPAABHBIX IIOAOCTHX IIMPHHOM M0
8 MM caeBa u [0 17 MM crpaBa, cIipaBa — 3a-
TEK I10 MEKIOAEBOH IIAEBPE B BEPXHUX OT/IEAAX.
B nipaBo#i noae riedeHH (IPOEKIINA 8-ro CETMeH-
Ta) — IOAKAIICyAbHasd KUcTa A0 7 MM. [leder-
TOB KOHTPACTHUPOBAHUS B PYCA€ AETOYHOM ap-
TEPHUH HaA yYPOBHE CTBOAA, TAABHBIX, JOAEBBIX,
CEerMEHTapHBIX BETBEH HE BBIIBACHO. ['AaBHEIE,
IOAEBBIE, CErMeHTapHble OpPOHXU IIPOXOLU-
MBI. AMM@OY3AbI CPEOOCTEHUS HE YBEAWYEHBI.
Bocxopammuii otmea aopThl — 28 MM, CTBOA
AETOYHOH apTepuu — 28 MM, IpaBad BETBb —
21 MM, aAeBag — 20 mMm. B Teae Th 6 caeBa ume-
€TCd YIaCTOK TPabeKyAsSpHOH IEPECTPONKH IO
TUIIy TeMaHT'HOMBI, aKCHaABHO 10 6 X 14 MM.

I[Ipn sxokapauorpacdpuu (IxoKI) BvIgB-
A€H THIIOKHHE3 0a3aAbHOTO IIepeqHero, mepen-
He-IIEpPErOpPOaOYHOTO, HUKHe-IIEPEeropoaoy-
HOTO, HUIKHETO, 33aJHero, 60KOBOro, CpemHero
nepegHe-IIepPeropogoIHOro, HU>KHE-TIEPETo-
POMOYHOr0, HHUXKHETO, 3aJHero, 60KOBOTO Cer-
MEHTa, AaHEeBPU3MAaTHYECKOe BbIISIYNBaHUE
BEPXYILIEYHOI'0 I[I€PEIHEro, IIEPErOpPOgOYHOrO,
HUZKHEro, 60KOBOro cermeHTa. [IpHCTEeHOYHBIH

TpoMO AeBoro xkeaymouka (AXK) 16 x 20 mwm.
M-pesRKuM: KOHEYHO-IUACTOAWYECKHH o0BeM
(KOO) AXK — 180 mMA, KOHEYHO-CHCTOAWYE-
ckuii ooveMm (KCO) A2K — 135 ma, ymapHbIH
o6beM (YO) AZK — 45 ma, dppakius BbIGPO-
ca (PB) AXK — 25 %. B-pexkum: K10 AXK —
178 ma, KCO A2K — 120 Ma, YO A2K — 42 Ma,
B AK — 23 %.

IIpn KopoHaporpaduu cepAlia C KOHTpa-
CTHPOBaHUEM TI€MOAWHAMUYECKH 3HAYUMBIX
CTE€HO30B KOPOHAPHBIX apTePHUH He BBIIBACHO.

[TammueHT OBIA HaIpaBACH B AaBOPATOPHUIO
XPOHHUYECKON cepAedHOd HeLoCTaTOUYHOCTH Pe-
CcrryOAMKaHCKOrO HAyYHO-ITPAKTHYECKOI'O IIeH-
Tpa «Kapnuoaorusr», rae B Mapte 2020 r. BBI-
noaHeHa MPT rpyziHoM HOAOCTH C KOHTPACTHBIM
ycuaeHreM, MPT Markmx TKaHed ¢ KOHTPACT-
HeIM ycuaeuueMm, MPT cepamna, MPT GpromiHo#
IIOAOCTH 0e3 KOHTPACTHOTO YCHACHUHA. 3aKAIO-
yenue MPT: pacmmpenne A2K, aeBoro npezncep-
auga (All), mpasoro npeacepausa (III1), mpaso-
ro xeayzmouka ([12K). HapymieHue raobaabHOM
M AOKAaABLHOM cokpatuTeabHOM GyHKImu A2K
(®B — 25 %) u IIXK (B — 21 %). [TocTuHpap-
KTHBIE pubpo3 muokapaa AXK. MP-npusHaku
MOTyT COOTBETCTBOBaThH IeMOXpOMaTo3y, pe-
KOMEH0OBAHAa KOPPEAdIlHs C KAWMHHKO-Aabo-
PaTOPHBIMH OAHHBIMH, noobcaemoBanue MPT
cepara (T2%).

[HomoanutearHo mpoBegeHa MPT markmx
TKaHell 0e3 KOHTpacTHOro ycuaeHus, MPT
TPYAHOM MOAOCTU 0e3 KOHTPACTHOTO YCUACHHUS,
MPT cepana nas olleHKH KapAuaabHOH aHaTo-
MuH B QYHKINN 6e3 KOHTPACTHOTO YCHAEHS;
T1-, T2-, T2*-peaakcomeTrpuss muokapna (T1-,
T2-, T2*-mapping) ¢ KapANOCHHXPOHU3AIIHEH.
[Toay4ueHs! u3006paskeHus cepAlia B CTaHAAPT-
HBIX IIPOEKIIMLX 10 JAMHHON U KOPOTKOM OCH:
HAS Cine, npekonTpactHad T 1-peaakcomeTpus
(T1-mapping), T2-peaakcomerpusa, T2*-peaak-
coMeTpusa cedeHHus — T2*-peaakcoMeTpHus.

T1-mapping, T2-mapping: Ipu peaakcoMe-
TPHUHU 3HAUEHUd BpeMeHHU peaakcaruu T1 u T2
Mmuokapaa AXK 3HaYHTEABHO CHHXKEHBI. 3Haude-
HHua BpeMeHU T2*-peaaxkcarimu Muorkapaa A2K
COCTaBASIIOT 69 MC, YTO COOTBETCTBYET TdXKe-
AOY CTETIEHU ITOBBIIIIEHUS YPOBHS KeAe3a B MU-
okapze.

CHmzXeHa HHTEHCHBHOCTH MP-curHasa ot
[IapEeHXUMBbI [IeYeHH (JaCTHYHO B 30HE CKAaHU-
poBanus) B Haste, mocaegoBaTeapHOCTAX Cine.
MP-nipu3Haku THXKEAOH CTEIEHHU IIOBBIIICHUA
YPOBHA Keae3a B IIapeHXHMe IIe4YeHU: IIpHU
T2*-peaakcoMeTpuu 3HAUEHUS BPEMEHHU peAaK-
callyy II€YeHOYHOH MapeHXUMBl 3Ha4YHUTEABHO
cumkeHbl — 0-0,5 mMc.

3akaroueHue: MP-kapTuHa reMmoxpomMarosa
(Tazkenast cTelleHb), peKOMEH0BaHa KOppeAd-
US C KAMHHUKO-AA00pPATOPHBIMHU JaHHBIMU.
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[IpruMeHeHNEe HEMHBA3WBHOIO METOJAA OU-
arHoctuku MPT T2* yIpocTHAO KOAMYECTBEH-
HYyIO OLIEHKY OTAOXKEHHS JKeAae3a B II€YEeHU U
YCTPaHHAO HEOOXOAUMOCTb B OMOIICHM ME€YEHU
y OOABIIMHCTBA NalueHTos |7, 10].

B  PecnyOAuKaHCKOM  HAyYHO-IIPAKTHU-
4eCcKoM ILeHTpe «Kapamoaorus» BBIIOAHEHA
TpaHCTOpakKaabHasd SXokapauorpadpusa. 3a-
KAIOYEHHE: aopTa He pacHiupeHa. AOpTasbHBIN
KaanaH: ¢ubpo3 crBopok, SAK ([-pexum) =
2,6 cm?, SAK (B-pexum) = 3,7 cm?. AopTasb-
Has perypruranugd MHUHHMaAbHOH CTENeHH.
A2K 3HaumTeAbHO pacimupeH. [uneprpodpunu
muokapga AXK Her. CokpatureapHas CIIO-
cobHocTs Mmokapaa AXK cHuxkeHa, PB 1o
Cumnicory — 35 %. Hapyiienue aAokasbHOHU
cokparumoctu MuHokapaa AXK. Hapymienue
auacroandeckod QyHkimu AXK 1o pecTpuK-
TUBHOMYy Tuny. Muokapa Bepxymnku AXK 1o-
BBIIIEHHOH TpabekyagpHocTH. Heab3s HCKATO-
YUTh ITPHU3HAKW HEKOMIIAaKTHOCTH MHOKapaa
BepxymKU A2K B cCpeTHHX CEIrMEHTOB NepeaHeH
u 6okoBoii creHOK AXK. AIl 3HaYUTEABLHO pac-
IIHPEHO, IIPEUMYIIECTBEHHO B JAMHHUKe. Mu-
TpaAbHBIH KaanaH: (pudpo3 CTBOPOK, MUTPAAB-
Hag peryprutanus 2-# creneHu. 111 ymepeHHO
pacIIUpPeHO IMIPEUMYIIECTBEHHO B MOAWHHUKE.
II2K He pacmupeH. He3Ha4yuTEABHO CHHXKEHAa
cokpaTtumocTh Muokapaa [12K, ®UIl — 33 %,
TAPSE — 14 mmMm. TpukKycnuaasbHbIH KaalaH:
PacCIIMPEHO KAAQIIaHHOE KOABIIO, CTBOPKH HE
U3MEHEHBI, TPHUKYCIHOAABHAS PpPErypruTanud
2-¥ creneHu. HuxHdasa nosas BeHa HE pacCIIIH-
peHa, ciagaercd 6oaee 50 % Ha Bmoxe. CTBOA U
BETBU ACTOYHOM apTepHU He paclINpeHbl. [laB-
A€HHE B A€TOYHOH apTepHU CHCTOAUYECKOE —
31 MM pT. CT., cpeaHee — 29,5 MM pPT. CT.

Ha ocHOBaHMHM m[OaHHBIX MCCACIOBAHUS
B PecnybAanKaHCKOM Hay4YHO-IIPAKTHIECKOM
neHTpe «Kapauoaorus» yCTAHOBAEH OQUATHO3:
«Femoxpomartos. KapauoMuonaTua cMelIaHHO-
ro reHesa (Ha POHE TeMOXpPOoMAaTo3a U IIOCTMHO-
KapauThdeckas). OTHOCHTeAbHas HEIOCTaTO4-
HOCTh MHUTPAABHOI'O KAAQIlaHa C peryprutanuei
2-¥ CTEIleHHU, OTHOCHUTEABHASI HEIOCTATOYHOCTD
TPHUKYCIIUAAABHOTO KAallaHa C pPErypruTaliy-
eit 2-1 creneHu. Yacrad cynpaBeHTHKyASIpHAd
aKcTpacucroaud (11429) u xxeaynodkoBad 3KC-
Tpacucroaud rmo XM OKI. HII A (NYHA &K II).
CaxapHbll quabeT 2 THUIIa, KAWHHKO-MeTabo-
andeckass cyokomneHcarusa (KMC)». Pekomen-
J0BaHO CUMIITOMAaTHUYE€CKOE A€YEHHE (KapBeau-
AOA, PaMHIIPHA, CIIMPOHOAAKTOH, TOPACEMUI,
MeT(OPMHUH) U KOHCYABTAIIHUA TaCTPOIHTEPOAO-
ra Jad peLIeHHsd BOIIpoca O TAKTUKE BEAEHHUM
HaleHTa C FeMOXPOMAaTO30M.

B oktabpe 2020 r. maimeHT ObIA KOH-
CYABTHPOBaH TIaCTPO3HTEPOAOIOM, Ha3Ha-

4eHOo moobcaemoBaHue, B ToM uyuncae CP
(pesyabTaT — 11 699 Hr/Ma), HT2XK (pe3yab-
Tatr — 80 %), reHOTHIIHUPOBaHHUE Ha HOCH-
TeAbCcTBO MyTanuii HFE-rena.

[IpoBenern KoHcuAmyM B Pecrybaukau-
CKOM II€HTpE€ TacCTPO3HTEPOAOTHH B HOS-
O6pe 2020 roma. BricraBaen mmaraos: «E83.1.
FemoxpomaTo3, T€HOTHUII He yTO4YHEH (B pa-
boTe), ¢ HopaskeHHEeM Ie4YeHU (reMOCHAEPO3
3-%i cremeHM, TeraTUT OHMOXHMUYECKH AETKOM
CTEIIeHU aKTHUBHOCTH), cepala (KapAroMuoa-
THUSI CMEIIaHHOI0 I'eHe3a Ha (PoHE IeMoXpoMa-
TO3a U IIOCTMHOKaPAHAABHOIO KapIHNOCKAEPO-
3a, H2A, NYHA ®K2), sHOOKPHUHHON CHCTEMBI
(CA 2 Tuna, nHCyAuHHYyXK narommiica, KMC), rmo-
AVAPTPaATHS U MHaATHs. TpOoMOOIIUTOIIEHUSI».
PekoMeHIOBaHO: IIPOBENEHUE YABTPA3BYKOBO-
IO MCCA€IOBAHUSA OPraHOB OPIOLIHOI ITOAOCTH,
ompeneAcHUE YPOBHSA asbda-(eTonpoTenHa,
TaK Kak [IallueHThl C FeMOTOXPOMAaTo30M OTHO-
cATCs K T'pyIIle pHUCKa IO TelaTOlEAAIOASIPHOM
KapllMHOMeE; Ha3HadeHHE XeAaTOPOB KeAesa:
nepeoMpasupokc (OKcuazKana) B HAYAABHOH
no3e 20 Mr Ha Kr Macchl Teaa (500 mr 3 pasa
B [IEHB) C KOpPpEKIMeH 03Bl 104 KOHTPOAEM
OMOXHMMHYECKUX MapKepoB oOMeHa XKeae3a U
KAMHUYECKHUX [aHHBIX IOAUTEABLHO; (aeboTo-
mun 1 pa3 B 1-2 Heneau mo 400 MA mmon KOH-
TPOAEM CBIBOPOTOYHOTO (QEPPUTHHA KazKIble
10-12 daeboToMUEi U ypOBHA TI'eMOTAOOHHA
nepen Kaskaoil daeboToMuer; HMMYHHU3AIINS
OpoTuB renatuta A u B — ¢ 11eapro mpoduraak-
TUKH JOOIIOAHUTEABHOTO IIOBPEXKIEHHUH IIeYeHU
IIarnueHTa; KOHCyAbTallusa reMaToAora, JUCIIaH-
cepHOe HabAIO[eHUEe Y Bpada-raCTpOdHTEPOAO-
ra I10 MeCTy KHUTEAbCTBA.

B TomeabckoM 00AaCTHOM [OUATHOCTHUYE-
CKOM ME€IUKO-T€HETHYECKOM IIeHTpE MIPOBE/E-
Ha MOAEKYASIpPHO-TeHEeTHYecKas AHarHOCTHKAa
reMmoxpomarosa. Ilo pesyapraram [IHK-anaau-
3a y npobaHaa BBIIBAGHO I'OMO3HUTIOTHOE HOCH-
TeAbCTBO MyTalluu p. C282Y (c.845G > A) rena
HFE. BricraBaeH mmuar”Ho3s: «HacaemcTBeHHBIH
HFE-accolMupoBaHHBIA TI'eMOXpOMAaTo3, ay-
TOCOMHO-PEIIECCUBHBIA THUII HaCA€IOBaHUC.
PekomeHmoBaHoO: HabAIOOEHHE U A€YEHHUE Yy Ta-
CTPOSHTEPOAOTA, SHAOKPUHOAOTA, KapAHOAOTa,
ypoaora, peBMAaToOAOTa, Bpada oOIIeHd ITpakTH-
KU [I0 MECTY KHUTEABCTBA; OT'PaHUYEHUE IIPO-
OYKTOB, OOraThIX Keae30M; KOHTpoAb Cd 1 pas
B 3 Mec.

[TamneHT BKAIOYEH B PETHUCTP PEAKUX U Ha-
CAEICTBEHHBIX 3aboaeBaHUi, ¢ auBaps 2021 r.
noaydaeT Aedepasuporc (Drcumkam), dpaedo-
TOMHUH II0 CXEME, CHMIITOMaTH4YEeCKyIO0 Tepa-
nuro. 3a nepuon HabaroaeHHUT 8 Mec. ManueHT
OTMEYaeT YAyYIIEHHE CaMOYyBCTBUS (YMEHB-
IIIMANCE CAA0OCTb, OBIIIKA, IepHudepudecKue
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OTEKH, BBIPAXKEHHOCTH OOAEBOr0 CHHIApPOMA
B CycTaBax), IBET KOXKHBIX IIOKPOBOB CTaA
OOBIYHOM OKpacKH, B TOM YHCA€ Ha OTKPHI-
TBIX y4acTKax TeAad, ypoBeHb CD cHU3MACS DO
6 830 Hr/MA.

3akaAroueHHE

FemoxpoMmaTo3 gBadgeTcs 3aboaeBaHUEM C
IIOAMOPTaHHBIM IIOpazkeHHuEeM. B cBa3H C 3THUM
MAIIUEHThI C MeAaHOAEpMHueH, HaanyrneM 3a60-
A€BaHUH II€EYEHU, CEpAlla HEYTOYHEHHOM 3TH-
OAOTHH, CaxXapHBIM aUabeTOM, apTpOoIlaTHEH,
HPEXAEBPEMEHHON CEKCYyaabHOH MUCHYHKIIU-
€M, HU3MEHEHHSIMH CBIBOPOTOYHBIX MAapKEPOB
obMeHa keae3a IOAKHBI ITOOAEKATH CKPHUHUH-
ry. Bpau ofmieil npakTuKu (Bpad-TepareBT
Y4aCTKOBEBIH) ocoboe BHUMAaHHE QOAXKEH VIe-

ASTH IAOUEHTaM C [IOAMMOPOHMIHON ITaTOAO-
rHed, KOTopble HAaOAIOJAIOTCH y CIIEIIHAaAVCTOB
pa3Horo mpogHAL: TaCTPOIHTEPOAOTOB, Kap-
IUOAOTOB, PEBMAaTOAOI'OB, 3SHIOKPUHOAOIOB,
YPOAOTOB, I'€MaTOAOTOB M APYTHUX — C IIEABIO
cHUCTeMaTHU3alluid HHQOPMAIIMH O IIallleHTe
U CBOEBPEMEHHOM HAaIIpaBAE€HHM €ro B MEIU-
KO-T€HETHYEeCKHM IIEHTP [OAd KOHCYABTAllUHU
Bpada-reHeTHKa U PelleHus BoIIpoca O IpoBe-
[NEeHUH T€HOTHUIIMPOBaHUS Ha HOCUTEABCTBO My-
Tanuit HFE-reuna.

[TaryeHTHI C TEeMOXPOMAaTO30M OTHOCHTCS
K IpylIe aucraHcepHoro Habaromenwd [l (III)
U IOJAEXKAT AUCIIAHCEPHOMY HAaOAIOEHUIO Y
Bpada-racTpO3HTEPOAOTa, Bpaya-TeparneBTa
Y4acCTKOBOIO (Bpada oOIIel MPaKTHUKHU) IIOCTO-
SHHO [5, 0].
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