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[TarimeHT 50 AT C BIepPBbIe BHIIBACHHBIM
reMOXpPOMATO30M B TEPMUHAABHOU CTAAUN

M.U. T'onnk, M.C. JKapkosa, O.10. Kucenesa, E.B. Bepesuna, I11.A. Onuoc,
10.B. Jlepuep, E.A. Koran, B.T. UBamknun*

DIAOY BO <«Ilepsvii Mockosckuii zocydapcmeentviti meduyunckutl ynusepcumem un. M.M. Ceuenosas (Ceuenoscruii
Ynusepcumem) Munucmepcmea 30pasooxpanenus: Poccutickot Dedepayuu, Mockea, Poccuiickas Dedepauus

Llenb: NnpeacTaBuTb KIMHNYECKOE HAbNoAeEHE TEPMUHANIBHONM CTaauy HAacNeACTBEHHOrO reMoxXpomMaTo3a, MaHu-
decTrpoBaBLLEero Ha GoHe ANTENBHOrO YNoTpebneHns ankorons.

OcHoBHbIe noJsioxeHusd. bonbHon 50 neT obpaTuncsa C rMaBHOM Xanoboi Ha BbIPAXEHHYK 00LLy0 cnabocTb.
B aHamMHe3e y nauueHTa yka3aHne Ha AUTeNbHOe ynoTpebneHmne CNUPTHBIX HANMUTKOB B TOKCUYECKNX A03aX, AaH-
Hble B MOJIb3Y LMPPO3a NeyYyeHun, napokcnam dubpunnaumm npencepanii, caxapHoliin anabeT 2-ro tuna. TaxecTb
COCTOSIHUS OOJIbHOrO NMPY MNOCTYMIEHUN B KIIMHUKY OMpeaensisach BbIPQXEHHOM rmnoToHnen. JansHenwee 06-
cnegoBaHue naumeHTa Obl10 HanpaBIEHO HA NCKITIOYEHNE CKPLITOrO Xenya04HO-KNLWEYHOr0 KPOBOTEYEHUS, Haa-
NOYE€YHNKOBOM HEQOCTATOYHOCTU, AEKOMMEHCALMN CEPAEYHOM HEQOCTATOYHOCTU. [pn ocMoTpe obpaltany Ha
cebs BHMMaHne 6poH30Basg NUrMeHTaUuMs KOXN, UKTEPUYHOCTbL Cknep. B aHann3ax KpoBu: rMnepxpoMHasi Makpo-
uMTapHas aHeEMUS TSXENOM CTeNEeHU, TPOMOOLIMTONEHUS, rMNepbunmpyonHemMus, rmnoanboyMUHEMIS, TMNOKoa-
rynsiums, noBbILLEHVE YPOBHA TPAHCAMUHA3, TMNOHATPMEMUS], NOBbILLEHWE YPOBHS kpeaTuHnHa (CKD DPI 63 mn/
MUWHYTY), @ Takxe BblpaxeHHada runepoepputnHemMus. Npu nccnegoBaHnn aHannsa kana Ha CKpbITY0 KPOBb U Mpu
Or4C paHHbIX 32 KPOBOTEYEHUE He noJly4eHO. MNpu Y3 opraHoB GpOLLIHOM NOAOCTU: MPUSHAKN LLMPPO3a NevYeHN,
nopTasibHOM rmnepTeH3nn (acumT, cnneHomMmeranus). Npn axokapanorpadum BuIIBAEHO pacLlUMpPeEHUE NoNoCTen
BCEX KaMep ceppaLa, CHkeHue dpakumm Boibpoca 00 24% npu OTCYTCTBUM AaHHbIX 32 OCTPbIN MHPAPKT MUO-
Kapaa. Y4uTbiBas BbICOKUI YPOBEHb DEPPUTUHA 1 NMPOLLEHTA HAaChILLEHUS TpaHCheppUHa Xene3oMm, a Takxe no-
JIMOPraHHOE NopaxeHue, Obln 3an0A03PEH NEPBUYHBI FEMOXPOMATO3. [py reHeTUYECKOM UCCNea0BaHNN BbISIB-
neHa mytauua HFE 845G>A, 4To COOTBETCTBYET reMoxpomMarto3dy 1-ro tuna. Bbin cpopmynmpoBaH KNMHUYECKUIA
anarHo3: OcHoBHoOe 3aboneBaHue: femoxpomaTos (romo3uroTHas mytauma reHa HFE 845 G>A (A/A): Unppos
neyeHu, knacc C no Child-Pugh. MNMopTtanbHaa runepTeH3uns: cnieHoMeranus, acumTt. JunataumMoHHas Kkapaomo-
Muonatua. CaxapHbii auabet. OcnoxHeHus: NonvopraHHaa HepgocTato4HOCTh (SOFA 16 6annoB). MNMeyeHouHas
HEAO0CTATOYHOCThL: XENTyxa, rmnoans0yMmmHemMusi, runokoarynauus. HapylieHme putma cepaua v npoBOANMO-
CTU: napokcuamMasnbHaga popma pubpunnaunu npeacepamin. Octpasa cepaeyHO-COCYANCTast HeAOCTAaTOYHOCTb Ha
doHe XCH IIB, lll ®K no NYHA. OcTpas no4ye4yHas Hea0CTaTO4YHOCTb (aHypusi) Ha ¢doHe XBI 3-in ctagmn (CKD DPI
63 M/MUHYTY). TnnepxpomMHas MakpoumTapHas aHeMus cpeaHen ctenenun tTaxectn. OcTpas Hagno4Ye4yHnKoBas
HEeLOCTaTOYHOCTb Ha HPOHE XPOHNYECKON. HECMOTPSA Ha Tepanuio, HanpasiEHHYIO Ha KOMMEHCALNIO cepaeyHo-
COCYOMCTOMN, MOYEYHOM HeA0CTAaTOYHOCTU, TPAHCDY3un anbObyMuHa, NaumeHT ymep. Mo gaHHbIM ayToncum oTme-
YeHa BblpaxeHHas NMHPUIbTPpaums reMoCMaAEPUHOM OPraHoB (Cepaue, XenyaokK, NevyeHb, NoaxenyaoyHas xene-
3a, Jierkne, No4Ku, HaaNnO4Ye4YHNKN).

3akniovyeHue. OCO6eHHOCTb ONMCAHHOIo HAbMIAEHN — Kaccuyeckas KIMHMYeckas KapTuHa, xapakrepHas ons
reMoxpomMarosa: 6poH30Bas MMrMEHTaLMS KOXU, LMPPO3 MeYeHn, caxapHbli anabeT, kapamMomMmonaTtums, Haamno-
Ye4yHNKOBas HeJOCTaTOYHOCTb. TepMuHanbHas cTagus TeYeHUs reMoxpomMaro3a, BblpaXeHHas OeKOoMMeHcaums
CEPAEYHO-COCYANCTON U MOYEYHOM HEeJOCTATOYHOCTU caenany HeBO3MOXHbLIM NpoBeaeHne ¢aedoToMmm u Ha-
3HaYeHNe XenaTopHbIX CPEACTB. JIeTanbHbIN NCXon, Obll 00YCNOBIEH NOAMOPraHHOM HEAOCTATOYHOCTLIO HA POHE
TOTaNbHON NHOUNLTPALMM MOYTU BCEX OPraHOB reMOCUOEPNHOM.

KnioueBble cnoBa: reMoxpomMartos, HacneACTBEeHHas neperpyska xenesom, HFE, amnaraumoHHasa kapamomuona-
TNS, LMPPO3 NEeYEHN

KOH®NUKT nHTEepecoB: aBTOPLI 3as9BNAIOT 00 OTCYTCTBUM KOHPINKTA NHTEPECOB.
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Primary Terminal Haemochromatosis in a 50 Year-Old Patient

Maxim I. Gonik, Maria S. Zharkova, Olga Yu. Kiseleva, Elena V. Berezina, Shauki A. Ondos, Yulia V. Lerner, Evge-
niya A. Kogan, Vladimir T. Ivashkin*

Sechenov First Moscow State Medical University (Sechenov University), Moscow, Russian Federation

Aim. A clinical description of end-stage hereditary haemochromatosis manifested with chronic alcohol abuse.

Key points. A 50-yo patient referred with marked general weakness as a major complaint. The patient had a his-
tory of long-term alcohol consumption at toxic doses, putative cirrhosis, paroxysmal atrial fibrillation, type 2 dia-
betes mellitus. The patient’s severity on admission was conditioned by marked hypotension. Further examination
aimed at excluding occult gastrointestinal bleeding, adrenal insufficiency, decompensated heart failure. Bronze skin
and icteric sclerae were positive. Blood tests revealed severe macrocytic hyperchromic anaemia, thrombocytopae-
nia, hyperbilirubinaemia, hypoalbuminaemia, hypocoagulation, elevated transaminases, hyponatraemia, elevated
creatinine (CKD DPI 63 mL/min), severe hyperferritinaemia. Faecal occult blood test and EGDS for bleeding were
negative. Abdominal ultrasound exposed signs of liver cirrhosis and portal hypertension (ascites, splenomegaly).
Echocardiographic evidence of dilated cardiomyopathy of all chambers, a reduced 24% ejection fraction at absent
acute myocardial infarction. Primary haemochromatosis was suspected upon high ferritin, transferrin iron saturation
and multiple organ dysfunction. Genotyping revealed the HFE 845G > A variant diagnostic of haemochromatosis
type 1. Clinical diagnosis: Primary disease: haemochromatosis (homozygous variant HFE 845G > A (A/A)): liver cir-
rhosis, Child-Pugh class C. Portal hypertension: splenomegaly, ascites. Dilated cardiomyopathy. Diabetes mellitus.
Complications: multiple organ dysfunction (SOFA 16). Liver failure: jaundice, hypoalbuminaemia, hypocoagulation.
Cardiac rhythm and conduction disorder: paroxysmal atrial fibrillation. Acute cardiac failure with underlying CHF lib,
NYHA class 3. Acute renal failure (anuria) with underlying CKD stage 3 (CKD DPI 63 mL/min). Moderate macrocytic
hyperchromic anaemia. Acute and chronic adrenal failure. Despite a cardiovascular and renal failure compensation
therapy and albumin transfusion, the patient died. Autopsy revealed a marked organ infiltration with haemosiderin
(heart, stomach, liver, pancreas, lungs, kidneys, adrenal glands).

Conclusion. The case describes a classical clinical manifestation of haemochromatosis: bronze skin hyperpigmen-
tation, liver cirrhosis, diabetes mellitus, cardiomyopathy, adrenal insufficiency. Terminal haemochromatosis, severe
cardiac and renal failure decompensation precluded phlebotomy and chelation therapy. A lethal outcome was condi-
tioned by multiple organ dysfunction with underlying massive haemosiderin deposition in most organs.

Keywords: haemochromatosis, inherited iron overload, HFE, dilated cardiomyopathy, liver cirrhosis
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MOPTATbHON Tuneprensun. [larmenty Ha TOT MOMEHT
ObL7Ta TIpoBe/ieHa aHTHOaKTepuasbHas, HH(Y3noHHAs
Tepanusi ¢ MOJOKUTETbHON KJINHUYECKOH JUHAMIKON.

OuepeHoe  yXY/IIEHNE COCTOSHUS — TPOU3OIILIO

Kimnnueckoe 11a6J11011e1me

B KAWHMKY TIPOTIE/IEBTUKN BHYTPEHHUX 00JIe3-
Heli, TacTpoaHTeposornu u rematojgorun nM B.X. Ba-

CUJIEHKO mocTynua Mykuuna S0 jer ¢ sxkamobGamu
Ha BBIPAKEHHYIO OOIIyI0 CJa00CTb, OJBIIKY B MO-
KO€, TSIKECTb B O6JIACTU Cep/illa, YBeJIUYeHUe KUBOTA
B 00beMe, OJIeTHOCTh KOXKHBIX TTOKPOBOB € yY4aCTKaMu
TUIEePIUTMEeHTAIIN

N3 aHaMHe3a HacTOSIEro 3a60J€BaHUST W3BECT-
HO, YTO YXY/IIEHHE COCTOSIHUS OTMEYEHO C Mapra
2017 roma, Korga MOSIBUJINCH 3KaqoObl Ha OOHIYIO
caabocTh, OAbIIKY. llanueHT ObLT TOCIHUTATU3UPO-
BaH B KJIMHUYECKYIO GOJIbHUILY 1O MECTY JKUTEJbCTBA,
rJle €ro COCTOsiHHE ObLIO PACIEHEHO KaK MPOsiBe-
HUe TTHEBMOHWHW. B aHaqm3ax KpPOBW BIIEPBbBIE OTMe-
yajack TpoMmGonuronenua (76x10°/71), mosbleHne
yposHs Tpancamunas (acnapratammunorpancdepasa
(ACT) 98 En/n, anannnamunorpancdepasa (AJIT)
44 Ep/m). Jlng yTouHeHMs Xapakrepa H3MeHEHHMit
B TeUeHM MAIMeHTy OblIa IPOBE/EHA KOMIbIOTEpHAas
ToMorpadus opraHoB OPIONTHON TOJOCTH, T/e BIEp-
Bble ObLIM BbISIBJAEHBI IPU3HAKKU IUPPO3a IE€YEHH,

B mione 2019 ropa. ITaruwenTt GbLT rocHUTAIN3UPOBAH
B OJIHY M3 KJIMHUK MOCKBBI ¢ jKaj00aMi Ha BbIPAKEH-
HYyI0 OOIyI0 ¢Ja6oCTh, TOJOBOKpYy:KeHue. Ha ToT Mo-
MEHT COCTOSTHUE TalleHTa ObLTO PACIleHeHO KaK MPOsIB-
JIeHUe 1Mppo3a nevyeHn. B aHanmms3ax KpoBW obpaniaim
Ha ceOs1 BHUMaHUe TIPU3HAKK TUIIOATbOYMUHEMUH, TH-
nepOuaMpyONHEMIH, TIOBBIIICHIE YPOBHS IEJIOYHON
docaraszwr (D), AJIT, ACT. Tlo gaHHBIM yJbTpa-
3BYKOBOTO MCCJIEOBAHUS OPTAHOB OPIONTHON MOJIOCTH:
NPU3HAKU TIMPPO3a TEYeHU, MUHUMAJIbHOTO acIuTa,
noptajabHoil runeprensun. Ilammenty Oblia mpoBesieHa
Tepanus [UypeTuKaMu, MeTabOJIMIeCKUME TIperapaTa-
MU 6e3 ToJI0KuTeNbHO AunaMuku. C BbIpa’KeHHbIMU
’Kasro6aMIl Ha OIBINIKY TTPH MIHUMATBHON (DU3NIECKOi
Harpy3Ke, a TakKe TKeCTb B 00JIACTH Cep/iia TOCIH-
TanmanpoBaH B Havase asrycra 2019 roxa. [lannbie ja-
60OpaTOPHBIX TIOKa3aTeseil pe/craBienbl B Tabauie 1.
[Tpu o6patennu B craimoHap ObLJIO BIEPBbIE BbISBJIE-
HO pasBHUTHE MAPOKCU3Ma (DUOPUIIISIIMK TIPeJICep/Inil:
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Tabauya 1. Jlanubie 1aGopaTOpPHBIX MOKasateneil B Hauamne asrycra 2019 r.

Table 1. Blood panel in early August, 2019

IIokasarenb 3HaueHne Pedepencublie 3HaueHns

Indicator Value Reference
AnpOyMITH 29 32—48 v/
Albumin 32—48 g/L
Bunupy6un o6iuii 70 3—21 MKMOJIb/ JI
Total bilirubin 3—21 umol /L
Bunmupy6un npsmoii 35 0—5 MKMOJIB,/ 1
Direct bilirubin 0—5 umol /L
Ilemounas docdaraza 400 70—360 ex. /o
Alkaline phosphatase 70—360 U/L
AJIT 84 en./n 10—40 ex./n
ALT 84 U/L 10—40 U/L
ACT 40 en./n 0—34 exn./n
AST 40 U/L 0—-34 U/L

[IPOBe/IeHa 9JIEKTPOKAPIMOBEPCUSI C BOCCTAHOBJIEHUEM
cuHycoBOro purMa. I1o gaHHBIM TIPOBEIEHHONW HA TOT
MoMenT axokapauorpadun (IxoKI) Obum ycraHoB-
JIEHbI TIPU3HAKN [IAJIATAllMd TIpeAcepauil, (pakins
BoiGpoca (DB) cocrasasna 50%. Hacrosmee yxyme-
HIIE€ COCTOSIHME Yy TAllUeHTa BO3HUKJIO B KOHIIE aBrycra
2019 roza, Kora BHOBD TOSIBUJINCDH W YCUJINJIUCDH 5KaJI0-
Obl Ha BBIPAKEHHYIO OOIIYI0 CIa00CTb, OBIIIKY B I0-
KOe, TSDKECTb B OOJIACTH CEPJIA, YBEJUYEHHE KUBOTA
B 00beMe, GJIEIHOCTb KOYKHBIX MOKPOBOB € yYacTKaMu
TUTEPITUTMEHTAINH, YYBCTBO JHCKOM(OPTa B MPABOM
mojipebepbe.

Tabauua 2. Jlannble 1a60paTOpHBIX TOKazaTenei B
Table 2. Blood panel in late August, 2019

N3 anaMHesa 5KM3HU M3BECTHO, YTO TMAIMEHT YIO-
Tpe6JsI alKoroJb B ToKcmuecknx josax (mo 2 Oy-
TBLIOK BUHA B AeHb) o Mapra 2016 roma. Taxxe
nanuent panee kypua (¢ 20 po 45 aer, UKY 240).
CeMelfHBIIT aHaMHE3 OTSTOINIEH CO CTOPOHBI OTIA:
oH y™mep B 50 JieT, NpU KU3HU JUATHOCTUPOBAHDI
NBC, caxapubiii auaber 2-ro Tuma, a TakKe OTMe-
yaJlach THUNEPIUTMEHTAINs KOKU, MPUYNHA KOTOPOH
ObLIa He SICHA.

[Ipn nocrymnenun B KuuHWKY cocTosHue Ta-
HMeHTa pacileHeHo Kak Tspxesoe. OO6paianin BHU-
MaHue O0JIe[HOCTh KOJKHBIX ITOKPOBOB € GPOH30BOI

KoHtle asrycra 2019 r.

[Tokasaresnnb 3HaueHne Hopwma [Tokasaremn 3Havenus Hopma

Indicator Value Reference Indicator Value Reference
OPUTPOITUTHI 2,01 (3,8—5,7)x1012 I'mokosa 7,5 4,1—5,9 MMOUIb,/ 1
Erythrocytes 2.01 (3.8-5.7)x10"2 Glucose 7.5 4.1—5.9 mmol /L
T'emorsio6mH 78 117—180 v/ Deppurux 3624,8 30—310 =Hr/ M
Haemoglobin 78 117—180 g/L Ferritin 3624.8 30—310 ng/mL
MCV 121,5 76—96 ¢ Bumipy6un o6uuit 78,8 3,0—21,0 MxMob/ 11
MCV 121.5 76—96 fL Total bilirubin 78.8 3.0—21.0 umol /L
MCH 31 27-38 ur 6}114‘3111‘}1’)’%% 40,3 4—15 MKMoOuIB /1
MCH 31 27—38 pg Indirect Bilirubin 40.3 4—15 umol /L
T'emaToKpuUT 24,4 35—52% [Ipsimoii GunpyGus 38,5 0—5 MKMOJIb/ 11
Haematocrit 24.4 35—52% Direct bilirubin 38.5 0—5 umol /L
TpoM6ouThI 69 (150—450)x10°/n AJIT 80 10—49 en/ 1
Platelets 69 (150—450)x10°/L ALT 80 10—49 U/L
JIeAKOIUTDI 4 (4,0—11,0)x10° ACT 97 0—34 en/n
Leucocytes 4 (4.0—11.0)x10° AST 97 0—34 U/L
Heiirpodubr, % 38,3 45—72% XoJecrepuH 2,85 3,2—5,6 MMOJIb,/ ML
Neutrophils, % 38.3 45—72% Cholesterol 2.85 3.2—5.6 mmol/mL
CO> 39 2—15 MmM/4 Kopruson (20:00) 102 65—310 nMoab,/ 11
ESR 39 2—15 mm/h Cortisol (20:00) 102 65—310 nmol /L
11T 1,16 0,8—1,05 Harpuit 126 132—150 mMMoJtb/ 1
CI 1.16 0.8—1.05 Sodium 126 132—150 mmol /L
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Puc. 1. dnekrpokapanorpamma. Putm cunycosbiii. PQ = 0,16; QRS = 0,10; OT = 0,40; UYCC = 88 yu/MuH.
Peskoe orknonenne DOC BaeBo. biokaja nepenneil BeTBu JeBoil HOKKHU Tyuka [nca

Fig. 1. Electrocardiography. Sinus rhythm. PQ = 0.16; QRS = 0.10; QT = 0.40; HR = 88 bpm. Sharp left axis
deviation. Left anterior fascicular block

Puc. 2. /lannbie OxoKT mamuenTa. /lwmaranus Bcex moJiocTeil cep/iia. BeipaskeHHOe CHIZKEHUE TIIO6ATBHON U JIO-
KaJIbHOI CHCTOIMYeCKON (PYHKINH JeBOTO Kemynouka. CHIKeHne rIo6aabHOI CHCTOMMYecKol (DYHKIINI MTPaBOTO
Keqynouka. /lmacrosmdeckast AUCYHKIUS JIEBOTO JKETYy0UKA 3-TO TUTIA. ATEPOCKJIEPOTHYECKNE U3MEHEHUs KOPHS
aopTbl. AopTaibHas HegocTtaTouHOCTh 0—1-if cTenenn. MurpasbHasg HeJOCTATOYHOCTD 2-ii cTernienu. Tpukycrnuaanib-
Has HeJOCTaTOYHOCTb 2-if crenenu. Jlerounas runepreHsust 2-ii creneHu

Fig. 2. Echocardiography. Dilation of all cardiac chambers. Marked global and local left ventricle systolic
hypofunction. Global right ventricle systolic hypofunction. Diastolic left ventricle dysfunction type 3.
Atherosclerosis of aortic root. Aortic insufficiency grade 0—1. Mitral insufficiency grade 2. Tricuspidal

insufficiency grade 2. Pulmonary hypertension grade 2

TUTIePIIUTMEHTAIMEN HA 1lee U CIUHE, a TaKxXe cyO6-
UKTePUYHOCTh CcKJaep. OTMedasacss BBIPAKEHHDBIN
oTeK rojeHeil m crom. lIpm ayckyJabranuu JIETKUX
BBICJYIINBAIOCH OCJAAa0JIeHHOE BE3NKYJIPHOE [[bIXa-
Hue, B 6a3aJbHBIX OT/EIaX — HE3BOHKHME MEJKOIY-
3pIpyarble BJAAXKHBbIE XpUNbl. YacToTa JbIXaTeTbHbIX
JIBUKEHWH cocTaBisiia 24 B Munyty. IIpm ayckysib-
TallMM CepJIla: TOHbI apUTMUYHBIE, OTMEYAJCs TPY-
ObIil CHCTOJIMYECKHWI 1IyM HaJ aOpTOil, dYacToTa
CepleuHbIX CcoKpaimieHuit cocraBasna 120 ymapos
B MUHYTY, apTepuajbHOE JaBjeHHe Ha 006euX py-
Kax cocrtaBiasno 84 u 54 mMm pr. cr. JKuor maru-
eHTa ObLJI YBEJIMYEH 32 CUeT HEHANPSIKEHHOTO acCIu-
Ta, Mpu najbnanuu Obl1 6e360Jie3HEHHBIN BO BCEX
orgesax. Iledenp BbicTynasa Ha 3 caHTUMeTpa
n3-moji Kpasi peGepHOU Jyru, Kpail ee 3aKpyTJieH,

KOHCHUCTEHIUsI IJIoTHas. [luypes y marueHTa ObLiI
camked (1o 800 M B cyTKm).

BBuay TsskecTd COCTOSIHESI, OOYCJIOBJIEHHOTO T'H-
HOTOHKEH, MaIKeHT GbLI FOCIUTAIM3UPOBAH B OT/IeIe-
HIIe HHTEHCUBHON Tepanuu. /[ yTOUHEHUs TPUYNHDBI
BBIPDAYKEHHON CTOMKOI TUIMOTOHUN HEOOXOAMMO ObLIO
UCKJIIOYNTH JIEKOMIIEHCALUIO CEPAEYHON HeJ0CTaTou-
HOCTH, CKPbBITOE KpPOBOTeYeHHe, HaANOYeYHUKOBYIO
HE0CTATOYHOCTD.

B anammsax xposu (cM. Ta61. 2) OTMEYEHBI TUIIED-
XPOMHAsl MaKPOLMTapHas aHeMUsl TsDKEJIOH cTermeHu
(spurpomurer 2,0x10'2/1, remormo6un 78 /1, MCV
121,5 ¢, userosoii mokasarens 1,16), TpoMGoruTo-
nenns (69x10°/1), runonarpuemus (126 MmMomb/ 1),
HOBBIIIIEHNE YPOBHS TJIIOKO3bI 10 7,5 MMOJb,/ 1, AJIT
(80 EA/n), ACT (97 Exn/n), runepOunupy6uneMust
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(78,8 MMoOJIb/ 1), CHUKEHHME YPOBHS aibOyMuUHa
1o 27 v/ n, runokoaryssamus (MHO 3,13), Boipaxken-
uast runepdeppurutemust (3624,8 Hr/Mi1) U TOBBIIITE-
HUEe TPOIEHTA HACBINeHuS TpaHc(eppruHa Keae30M
10 119%. TIpu sTOM aHAIN3 Kada Ha CKPBITYIO KPOBb
OBLTT OTPUTIATEBHBIIA.

[To panupiM IKI npu3HAKOB CBEXKEOYAroBOTO MO-
BpPEXJEHUS MUOKAp/a IMOJyd4eHO He ObLIO, YPOBEHD
tpononnHa 6bu1 B HopMe (puc. 1). o manubm IxoKT
(puc. 2) orMevanach AnIaTalsA BCEX TOJIOCTEH cep/l-
112, BBIPAJKEHHOE CHIKEHUeE TJI06AJIBbHON U JIOKAJIbHOM
CUCTOJIMYECKON (PYHKIMU JIEBOTO W TIPABOTO K-
JI0YKa, TPUKYCIUAQJIbHAS U MUTPAJIbHAS HEIOCTATOY-
HOCTb 2-if crenenn, MB camxkena 10 24%.

[To pannubiM ITIC TPU3HAKOB COCTOSBIIETOCS
MW TIPOJTOJIZKAIOIIETOCS] KPOBOTEUEHMS He OBLIO BBISB-
seno. Ilo ganubiM Y 3U opranos OpronrHOil TOJOCTH
OBLITH OTMEYEHDI TIPU3HAKK BBIPAKEHHDBIX T HY3HBIX
M3MEHEeHMI IleYeH! 110 TUILy [UPPo3a, CUHAPOMA 0p-
TaabHON TuTepTeHsun (CIIeHOMEraaust, PacilMpeHne
BEH MOPTAJIbHON CUCTEMbI, acIlUT), PACIIUPEHNE HIK-
Hell MO0 1 MMeYeHOYHBIX BeH.

Takum 06pasoM, MO JAHHBIM KJIMHUYECKOTO CTa-
Tyca, pe3yJabrataM JaGOpaTOPHBIX ¥ WHCTPYMEH-
TAJbHBIX METO/OB WCCJIEOBAaHMS OblIa BbIABJIEHA
BBIpAKEHHAS TUTEPHUTMEHTAIUS KOXHU, Tutnepdep-
PUTHHEMUS, IPU3HAKK IIMPPO3a IIeYeHH, KapAHOMUO-
natus. [lpoBomgmics nuddepeHmaababIil  IHaTHO3
MEXK/IY CJeAYIONMMHU 3a60/I€BAaHISIMU: JIOKATbHBIN
TeMOCH/IEPO3, ATKOTOJbHAS GOJIe3Hb TeYeHU € CUH-
JIPOMOM BTODUYHOH IIeperpysKu Kesae3oM, IT03/HSA
KOKHasi mop(upusi, HACTEICTBEHHDBIH TeMOXPOMaTO3,
remaronesmoasapaas kapiunoma (IIK). JlokaabHbIR
reMOCHIepo3 He ObLT MOJATBEPIK/IEH BBUY OTCYTCTBHS
CUMIITOMOB XPOHUYECKOTr0o KpoBoTeueHus. 1o jaHubIM
MIPOBE/ICHHOTO 00CJIE0BAHNS JTOCTOBEPHBIX JAHHBIX
B nosipdy I'IIK Takke mosnydeno He 6b110. B cropony
AJTKOTOJIBHOM GOJTe3HN TIeYeHU CKJIOHSI aHAMHE3 JKI3-
Hu GosibHOTO (yroTpe6ieHne ajKoroJas B remnaToTOK-
cuuecknx fosax). CHHAPOM TIEPErpysKH JKeNe30M MOT
ObITb BTOPUYHBIM IIPU ATKOTOJIbHON GOJIE3HU TI€UEHH,
HO, TIPUHUMAs BO BHUMAaHWE BBIPAKEHHYIO MUTMEH-
TAIUIO KOXKHU, HOpa)KeHHe cepiia, ITOIXKeJyI0uHON
JKeJIe3bl, MPEANONOKITETHHO HAMMOYEUHIKOB, HEO06-
XOZMMO OBLIO UCKJIIOYUTH HACJEICTBEHHBII TeMOXpOo-
MaTo3.

lFenetnyeckoe ucciaeoBaHUe MOKA3aJl0 HaJnune
romosurotHoii myTtaiuu B reae HFE 845G>A, dro co-
OTBETCTBYET TeMoxXpomaTosy 1-ro Tuma.

Ha ocroBanum npoBeieHHOro 00CTeIOBAHNS TTAllH-
eHTY ObLT BBICTABJIEH KJIMHUYeCKUil 1uarios: OcHOBHOE
3a6onesanne: ['eMoxpoMato3 (rOMO3UTOTHAST MyTaIlHst
rena HFE 845 G>A (A\A) (rs 1800562): Iluppos
meuenn, kiaacc C mo Child-Pugh. Ilopranpras ru-
nepTeH3ud: cIuieHoMerasjaus, acuut. /luinaranmonnas
kapauomuonatus. Caxapubiii jguaber. OcCIOKHEHUS
[TeyeHoyHas HEZOCTATOYHOCTD: KEJITYXa, THUIIOAJb-
OyMWHeMUs, TuUnokoaryJsnusg. Hapyienne purma
cep/illa M IPOBOANMOCTH: HapoKcusMasbHas (opma
pubpunnsam npegcepanii. biokaga mepexneit BeTBI

JeBoil HOokKM mmyuyka ['mca. Ocrpas cepeuHo-cocy/u-
crasg HegocTatouHocTb Ha (orne XCH IIB, III DK
no NYHA. Ocrpast nmoyeuynasi HeZI0CTaTOYHOCTD (aHy-
pusi) Ha one XBII 3-ii cragun (CKD DPI 63 mu/
MuH). [umepxpoMHas MakpoIlUTapHast aHeMUs CPe/l-
Hell CTeNeH! TSIKeCTH.

B xiunuke narmeHTy Oblia NPOBEEHA Teparmus,
HanpaB/JIeHHAsA HAa KOMIIEHCATINIO THIMOTOHMN (JIoTaMuH
(5 mxr/xr/vun), docdokpeatun (1 r B/B Kamesb-
HO), mexcamerason (16 mr B/B B 100 M1 (pusnoso-
IUYECKOr0 PacTBOPa)), TMEYEHOUHOH HEAO0CTATOYHOCTH
(pactBop ambbymmua 20% — 100 mMa B/B KameabHo,
L-opuurun L-acmaprar 20% — 20 ).

OtMeueHa oOTpHIIATETbHAS [UHAMHUKA: OJUTYPUS
BILJIOTb /IO aHYPUU, TIPOrPECccusi CUMITOMOB MOJIHOP-
rannoil megocrarounoctn (mkana SOFA 16 Gannos).
HecMotpst Ha mpoBouMble B KJIWHUKE MEPOIPUSTHS,
COCTOSIHHE TAIlMEeHTa OCTABAJOCh KpaifHe TKeJabIM,
COXPaHsIJIaCh apTepuasbHast TUIIOTOHNUS, aHyPUs, TIPO-
TPECCUPOBATN CUMITOMBI HEJIOCTATOYHOCTH KPOBOO-
6paleHust, KJINHUYECKAas KapTUHA OTeKa TOJOBHOIO
Mmosra. Ha 7-if penp rocuuranusalyy MalueHT yMep
BCJIEJICTBIE OTeKa MO3Ta, JeKOMIIEHCAIUN CepAevHOil,
TTOYEYHOH, HA/IIMTOYeTHIKOBOH HEOCTATOYHOCTH.

Oocy:kaenue

[Tposenenue T depeHIIaIbHOTO JarHosa
B Kparyaiiliiie CPOKU UMEJIO TIPUHIUITNATBHOE 3HAUEHIEe
npu BefeHuu naienta. OCHOBHBIMU KJIMHUYECKUMU
CUMITOMAMU ObLIM THIIEPIIUTMEHTAIMS KOXKU U BbIPa-
JKeHHasl PE3NCTEHTHAS THUIOTOHUS; MOKHO BBIIETUTD
CJIeyIolNne KJINHUYECKUe CUHJIPOMbI: TIeYeHOYHAs He-
JIOCTATOYHOCTD, CepieuHast HeJJOCTaTOYHOCTD, HA/IIOuey-
HUKOBAsl HEIOCTATOYHOCTD. [IepBbIM TpeIooKeHEM,
KOTOPOE BO3HHMKAET y KJINHUINCTA B CBSI3U C OITMCAHHBI-
MU cuMIIToMaMu, GyieT 60Ie3Hb AJUTHCOHA.

HauboJsiee pacrnpocTpaHeHHONH NPUUYNHON MEepBHUY-
HOW HAAIIOYEUHUKOBOI HEJOCTATOYHOCTU HA CETO/HS
SIBJITIOTCS AyTOUMMYHHDBIE TIOpPa)KeHusi, TyGepKyJies,
OTIYXO0JIEBBIE TOPAXKEHUS, PA3JUYHbIE HACJE/[CTBEH-
Hble CHUH/JPOMbBI. B OTHOIIEHNN KIMHUYECKON MaHU-
decranuu 6e3ycJIOBHBIM KJIACCUYECKUM CUMITOMOM
apyisiercst OpOH30Basi NMUTMeHTaIus KoxKu. Kpome
TOTO, Y TAKUX MAIUEHTOB TaK)Ke HAOJIOAAETCS TUIIO-
TeH3us, 60b B o6jacT yKuBoTta. B aHammsax Kpo-
BU perucrpupyercst runonarpuemus. OJQHAKO OJHUM
13 OCHOBHBIX IIOKa3aTeJiell, CBI3aHHBIX C IOCTAHOB-
KOHW [auarHo3a TMepBUYHON HAAMNOYEYHUKOBON HEJIO0-
CTATOYHOCTH, CJY>KUT HU3KUN yPOBEHb KOPTH30.Ja
[1]. ¥V mHacrosiiero mnaiueHTa KOHIEHTPAIUS JAH-
HOTO TOPMOHa OKaszajach B MpeaesaX HOPMaTbHbBIX
3HAUYeHWUH, 4YTO JeJjiaerT auarHos O6ojesHu AarcoHa
MaJIOBEPOSTHBIM.

[Tpu reMoxpoMarose OTMEUAIOT TPU CTAJUU TEUEHUS
3aGosieBannsi. HauanmbpHasi xapakrepuayercsi oOIeit
€1a60CTHIO, TOBBINIEHUEM YTOMJISIEMOCTH, CHUXKEHHEM
Macchl TeJia, MOSIBJIEHNEM TSIKECTH B IIPABOM T10pebe-
pbe, HapyienueM tojoBoil gyukiuu. /lannas gasa
MOJKET JJIUTHCS HECKOJIBKO JIeT U Jajiee MepexXOauT
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B CTAJINI0 BBIPAKEHHDBIX KJIMHUYECKUX TIPOSIBJECHMUIA,
KOTOpbIe BKJIOYAIOT KJACCHYECKYIO TUIEPIUTMEHTA-
o koxku (80%), tmppos neuenn (60%), caxapHbiii
mmaber (CIT) (80%), arpoduio smaex (20%), Kapano-
muonaTuio (30%). B TepMUHAIBHON CTaiuyl pasBUBa-
FOTCS IPU3HAKY BBHIPAKEHHON TIEYeHOYHO, cepIedHO
HejgocraroyHocTtu, gekomuencaruu C/l BILIOTD 10 Aua-
6eTruecKoil KoMbI [2].

B kamHWYECKO KapTUHE y OMUCHIBAEMOTO MaIHeH-
Ta BaKHOE MECTO 3aHUMAaJa BbIPAKEHHas cep/leuHast
HEIOCTaTOYHOCTh. [Ipm remMoxpomarode TMOpaskeHue
cep/illa pa3BUBAETCA B pe3yJsbTare U30bITOYHOTO OTJIO-
JKEHUS KOMILIEKCOB 3KeJsie3a B Muokape [3]. IIpu atom
CTOUT 3aMETHTDb, YTO Yalie Mmojo0Has WHOUILTPAINS
HAGJII0IAETCS B TKAHSIX JKETYI0UKOB CEP/Ia: UCXOA0M
MOIOGHOTO  TIOBPESK/IEHUST SIBJISIETCS  IUJIATAI[MOHHAS
KapanoMmuonatusi. Kpome Toro, oTJoXeHHe :Keje3a
MPOUCXOJUT W B CTPYKTYpPax TPOBOJISAIIEH CUCTEMBI
cep/iiia, TPUYEM dYalle BCETo TOPasKaeTcsi aTPUOBEH-
TPUKYJISIPHBIH y3er [4].

BasxkubiM  cummitoMoM it indpepeHInaabHOro
JINaTHO3a OKA3aJICS TTOBBINIEHHBIN YPOBEHD (PeppuTu-
Ha. B nmogo6HOil cutyaiun HeoOXOAMMO ObLIO MCKJTIO-
yaTh Te 3a00JieBaHUsl, B MaToreHe3e KOTOPBhIX HMeeT
MecTo HapylieHne romeocrtasa xemnesa. C OfHOM CTO-
POHBI, K TAaKUM MOKHO OTHECTH KOXKHYIO MOPGUPHIO,
B-rasacceMuio, HACJIEICTBEHHDBIN IeUINT MUPYBAT-
KWHA3bl, HACJEICTBEHHYIO aTpaHchepPUHEMIIO, B TOM
YucJie HACae/ICTBEHHbII reMoxpoMaros [5]. OcHoBHBIM
METOIOM BepU(pUKAINH TTOAOGHBIX UArHO30B CJIYSKHUT
MpOBe/lIeHNe TeHeTUYecKoTo uccjieaoBanus [6]. Y Ha-
11ero maruerTa Oblia TeHeTHYECKU MOATBEPIKIEHA My-
taiusa B reie HFE, 4To roBOpUT MMEHHO B IOJb3Y
HAJIMYUST TEMOXPOMATO3a.

Tabauya 3. Tuubl HACIECTBEHHOTO TEMOXPOMATO3a
Table 3. Hereditary haemochromatosis types

[TepBuunblii remoxpomaros (IIT) — aro ayrocom-
HO-pellecCHBHOe 3a60JIeBaHne, KOTOPOe XapaKTepusy-
eTcst HapylreHueM abcopOumu skeqesa [7]. Ilpu atom
MPOUCXOUT OTJIOMKEHWE Kele3a B TKaHSAX M OpraHax,
Pe3yJIbTaTOM Yero SIBJSETCS PA3BUTHE TAKUX OCJIOXK-
HEHWH, KaK IMPPO3 MeYeHN, KapANOMUOTIATUS, caXap-
HbIi quaber u nosmaptput [8]. [lasg 6osee riay6oko-
ro TIOHWUMaHUs MaToreHe3a 3a60JieBaHus HE0OXOINMO
06paTUTbCSI K OCHOBAM MeTabo/Iu3Ma 3Keje3a U ero
peryssiun. yKesnezo ABiseTcs He3aMEeHUMBIM MUKPO-
9JIEMEHTOM /IS MeTabo/iu3Ma KJI€TOK ¥ BKJIIOYAETCS
B COCTaB TeMOMPOTENHOB, TAKNX KaK reMOTJIOOWH, MU-
orno6uH, nutoxpoM P450 [9]. Boabiras vacts sxemresa
B OpPTaHU3Me YeJIOBEKa PACTIPEESIETCS 0 00beMY Te-
Morsio6una (2,1 1), 3HAYUMast YacTh HAXOAUTCS B Ma-
kpogarax (600 mr), mumorno6mue wmprmr (300 Mr).
Bénbirast 4acTb BHEKJIETOYHOTO JKeje3a JeOHNPYeTCsI
B neuenn (1 r) [10].

AJIIMEeHTapHOe JKeJle30 BCACBIBAETCS IpPeuMYyIile-
CTBEHHO B JIBEHAAIIATUTIEPCTHON Kutike. [Ipw ygactun
epMenTa ABEHAAIATUIIEPCTHON KUIIKU IIUTOXpOMA b
(Dcytb) npouncxoaur penyxumst Fe¥* no Fe’*. [lanee
JIBYXBaJIEHTHOE JKeJIe30 MOCTYIIaeT BHYTPb SHTEPOIH-
Ta MPHU TOMOIIM JBYXBAJEHTHOTO METAJIOTPAHCIIOP-
tepa-1 (DMT1). Ilo maHHBIM psa MCCAEJOBAHMIA,
CYIIECTBYeT ellle OJWH MOKa HEeW3BECTHBIH MeXaHW3M
TPAHCIIOPTA KeJie3a B IIPOCBET HHTEPOIUTA: TI0 ITOMY
mytn Fe3* mepexomur B Fe?" yepes remoxcureHasy-1
(HO-1). [Tanee Fe** uepes 6azomnarepaibHyio MeMOpa-
Hy NpHU TOMOIN (hepporopTHHA MOCTYMAeT B KPOBO-
TOK. 3areM sKCKpeTupyeMoe Fe?' BHOBb OKuCIsIeTCs
Jo mHepTHOTO Fe’" 1 cBA3bIBaeTcs ¢ GeIKOM-TIEPeHOC-
uynkoM tpancdeppunom (Tf), xKoTopbiil U KOoCTaBIsSIET
skeme3o K TkaHaM [10]. Maxpodarn daromurnpyior

Tun remoxpomarosa Hacnenosanue [ToBpeskieHHbIN TeH DyHKIUA TeHa
Hemochromatosis Inheritance Affected gene Gene function
type
CuHTe3 TeTCuInHa TTOCPEACTBOM
1 AyTOCOMHO-peIeCCUBHOE HFE BMP6, Bzanmogeiicteue ¢ TFR1
Autosomal recessive HFE BMP6-mediated hepcidin synthesis,
interaction with TFR1
% AYTOCOMHO-PeIeCCUBHOE HJV CuHTe3 rerncujania
Autosomal recessive HJV Hepcidin synthesis
CHIKeHIe BBICBOOOKIEHHS JKele3a
AyTOCOMHO-PEIECCUBHOE U3 DHTEPOI[UTOB
2b . HAMP . .
Autosomal recessive Downregulation of enterocyte iron
release
3 AyTOCOMHO-PETIECCHBHOE TER2 CuHTe3 TercunHa
Autosomal recessive Hepcidin synthesis
4 AyTOCOMHO*L[OMI/IH.aHTHOG SLCA0A1 BricBoOosx1eH1e Keme3a
Autosomal dominant Iron release

ITpumeuanue: TFR1 — rpancdeppunossiii penenrop 1; HFE — xomupyer 6enok HFE; HJV — xomupyer remoioBenn;
HAMP — xomupyer rencuans; TFR2 — koaupyer TpancdeppunoBbiil perientop 2; SLC40A1 — xomupyer ¢depponopTHH;

BMP6 — kocrHblil MopdoreneTndecKkuii 6eJIoK.

Note: TFR1 — transferrin receptor 1; HFE — HFE protein gene; HJV — hemojuvelin gene; HAMP — hepcidin gene;
TFR2 — transferrin receptor 2 gene; SLC40A1 — ferroportin gene; BMP6 — bone morphogenetic protein.
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cTaperone JSPUTPOIUTHI, KOTOPbIE COJEPXKAT TeM.
[To aHajOTMYHOMY C SHTEPOIHUTAMHU MEXAHU3MY
yepe3 Tpancroprtep ¢eppomoptur Fe? moctymaer
B KPOBOTOK, T/l¢ TTPW TOMOIIH TePyIOTIa3MITHA OKUC-
asietcst 1o Fe¥*, Kotopoe cBsidbiBaercst ¢ TpaHcheppu-
HoM [10].

OCHOBHBIM PETYJISITOPOM MPOIECCa BBICBOOOKI€e-
Hug Fe?* u3 sHTEPOIUTOB CJIYKUT OEJOK TETCH/IIH.
[TepBuuHo oH 06pa3yercsd B renaToUTaX U HAXOJAUTCS
B HeaKTUBHOI (hopMme. [lanee GeOK TTEPEXOANUT B CBOIO
aKTUBHYIO KOH(MUTYPAIUIO U BO3/IeficTBYeT Ha (heppo-
noptuH myTeM ero dochopunupoanns. OCHOBHBIM
(akTOpOM, KOTOPBIN PETyINPYET BBIPAKEHHOCTH IKC-
MPECCUN TENCUINHA B TEMAaTOIMTAX, CYUTAETCS YPO-
BEHb JKeJsie3a WJIH JKe, eCJIM TOCTYIJIEHUe W/IeT U3 Ma-
kpodaros, mporecc Bocnangenus [10].

[IpuywnHOii HacJI€JICTBEHHOTO TeMOXPOMATO3a BbI-
CTyNalOT HAapyNIEeHUS B CTPYKTYpe TEHOB, YYaCTBY-
IONMX B KOAWPOBAHUM CHCTEM TPAHCIIOPTA KeJe3a.
Bceero Boinensior 4 tuna [II': HFE-acconmmnpoBannbiit
(1 Tun), oBeauabHbIi (2a TH), He cBsA3aHHbI ¢ HFE
(2b Tim), ayrocoMHO-OMUHAHTHBIH (3 THIT), TEMOXPO-
Maro3 HOBOpOKAeHHbIX (4 Tum) [7]. Xapakrepuctuka
JaHHBIX (DOPM TIpe/icTaBIeHa B Tabsmie 3.

[Tepsblit TN sBAsIeTcss Hambojiee pacrpocTpa-
HeHHbIM — okosio 80% cayuaes IIT [7]. IIpu arom
yarie Bcero Bcrpevaiorcss myranuun C282Y u H63D
[8]. IlepBoHayambHO MPEANOJIATAIOCH, YTO IATOTE-
HeTn4yeckoir ocHoBHOH manHoro tuma IIT gaBagercs
HapylmreHne aucyabduaaoil csasu B HFE, xoropas
uMeeT penraolee 3HaYeHue JIJIsT ero CBSA3bIBaHUS C 2-
MUKPOTJI0OYIMHOM. JTOT KOMILJIEKC B3aUMO/IEHCTBYeT
¢ penenitopoM TpaHcdeppuna 1, a Myramusi TpUBO-
JINT K CHIDKEHUIO CPOJICTBA K TpaHC(eppuHy W Hapy-
neHnio abcop6ium kese3a B aHteporurax. OmpHako,
MO0 JTAHHBIM COBPEMEHHBIX HCCJETOBAHUI, OCHOBHYIO
POJIb OTBOJISIT HAPYIIEHUIO CUTHATBHBIX TTyTeit BMP6,
SBJSIONUXCS OJHUMHU U3 OCHOBHBIX PETYJISTOPOB 9KC-
npeccuu rercujuHa [7].

IOBenubHbI reMOXPOMATO3 XapaKTepusyercs My-
tareit B HJV u HAMP. Tlepsbiii ren koaupyet 6emok
TeMOIOBEJINH, YYacTBYIONIUI B CHHTE3€ TelCH/IITHA, BTO-
poii — HEeNOoCpPe/ICTBEHHO KOJAMPYET CUHTE3 TeTCUIHA.
B kimHmdYeckoii kaptuHe HamGoJsiee 4acto HaOJI0/A-
I0TCSI Kap/IMOMUOIIATHS, TUTIOTOHA/IM3M, TOBPEXK/EHIEe
HmevYeHN U sHAOKpUHHAS aucdyHkims. Tpermit tum 11T
XapaKTepU3yercss HapyIIeHueM 3axBaTa JKese3a, CBsI-
3aHHOTO ¢ TpaHcheppuHoM, TenarornuTamu. [laTorenes
peakoro ayTtocoMHO-goMuHaHTHOTO Tumna IIT cBsizan
C 3a/IEP’KKOI JKesie3a B Makpodarax [7].

OCHOBOI /IJII MOCTAHOBKU KJIMHUYECKOTO JMArHO-
3a TeMOXPOMATO3a CJIYKUT MOJATBEPKAECHUE MyTaInit
M0 JIAaHHBIM TEHETHYECKOTro uccjeqoBaHust. Tak, co-
TJaCHO KIMHUYeCcKMM pekoMeHgammsm EASL, mma-
ruo3 [1I" 1-ro Tuna cunraercsl yCTaHOBJIEHHBIM TP Ha-
Juann roMo3urotHocTn C282Y 1 MOBBINIEHNN 3a1MacoB
JKeJie3a B OpraHu3Me C COOTBETCTBYIOIIMMU KJIMHIYE-
ckumu cumnroMamu win 6e3 wux [2]. CoBpemenHble
KPUTEPUU TOCTAHOBKHU JMATHO3a BBITJISIIAT CJEIYT0-
M o6pasom [2].

1. CuHIpPOM HeperpysKu >Keae30M, BKJI0YAs:

a) KOHIEHTPAIINIO JKeesa B neyeHn
>200 MKMOJIb/T;

b) neuenounniit uHgexc xenesa >1,9 Mmoub/
KTXTO/T.

2. IloarBepsk/ieHne TeHETUYECKON MPUPO/IbI 3a60-
JIEBAHUSI.

3. IlporeHT HACBIEHUST TPaHC(PEPPUHA KeTe30M:

a) y KEHIMH JI0 HACTYILIEHUs] MeHOnay3bl >50%;

b) y sKeHmMH TOCTE HACTYIIEHUS MEHONAY3bI
1y MykurH >60%.

4. MeppuTHH KPOBU:

a) y OKeHIIUH 10
>200 MKr,/;

b) y SKeHIMH TOcae HACTYIJICHUST MEHOTay3bl
n y mMyskunH >300 MKr/ 1.

5. O61ag keyie3ocBasbiBaoas ClioCOOHOCTb Chl-
BOPOTKH <28 MKMOJIb,/ 1.

Y mnanueHTtoB ¢ BbISIBIEHHOH MyTainueil B reHe
HFE o6s3aTebHbIM SBJSETCS UCCTE0OBAHNE ChIBOPO-
tounoro ¢depputuna. IIpu ero nosbiennu Tpebyercs
MIPOJIOJIKUTD UCCIE0BAHNE JTaOOPATOPHBIX TAHHBIX:
YPOBEHDb MEeYeHOUYHBIX TPAHCAMMHA3, TJHKHPOBAHHO-
rO TeMOTJIOOWHA, TI0Ka3aTelb TEeCTOCTEPOHA, CBIBO-
porouHoro gepputnHa, a Takke mposejeHne IKI.
[Ipn 3HadeHWSX CBHIBOPOTOYHOTO (epputmHa OGoJiee
1000 Mmkr/s Tpebyercsi MPOBEAEHHE 3JIACTOMETPUU
u 6uoticun medeHu. [Ipu moaTBepsKAeHNE J1abopaToOp-
Hoil Mauudecraiy 3a6oJeBaHusT HEOOXOANMO WHHU-
[IMUPOBATh HAYAJIO JIeYeHWS y TalMeHTa, a MMEHHO
nposejiennst Ghae60TOMUE ¢ KpaTHOCTbIO 1 mian 2 pasa
B Mecan (o 400—500 M1 [0 AOCTHIKEHMST YPOBHS
deppuruna 50 Mr/Mir). TIpu HEBO3MOKHOCTH UCTIOJb-
30BaHUA JJAHHOTO METO/Ia TepPaliy MaIlieHTaM MOKHO
Ha3HAvYaTh XeJIaTOpHbIE cpecTBa [2].

Oco6eHHOCTD TAaHHOTO KJIMHWYECKOTO HAOTOCHUS
3aKJII0YAETCS B TOM, YTO HMAIMEHT HMOCTYNNI B KJINHU-
Ky B TEPMUHAJIBHON CTaJNN TEUEHMS TeMOXPOMATO3a.
BeipaskeHHbIe HA/IIOUEYHIKOBAsI, TI€UEHOUHAST M Cep-
JIEYHO-COCY/INCTAast HEIOCTATOYHOCTb He TTO3BOJIIIN
npoBectr reborommio. I3-3a aHypum mnpuMeHeHue
XeJATOPHBIX CPEJICTB TaKkKe OBLIO TTPOTHBOMOKA3AHO.

JleranpHblil Mcxon B JaHHOM HabJIOIeHUN OO6Y-
CJIOBJIEH TIOJIMOPTAaHHON HEJIOCTATOYHOCTBIO: TOTAJb-
HOIl MH(UIbTPAIMEIl TTOYTH BCEX OPTaHOB U CHCTEM
remMocuziepuHoM. [loaTBepskaeHNEM 2TOTO MPEANON0-
SKEHUS TIOCIY3KIJT PE3YJIbTaT MATOJIO0T0-aHATOMIYECKO-
ro uccregosanus (puc. 3).

3axaouumevHoli KAUHUYECKUU Juaznos:
Ocnosroe 3a6omeBanme: emMoxpomaros (TOMO3HTOT-
Hag myrtamug rena HFE 845 G>A (A/A): Iuppos
meuenn, kiaacc C mo Child-Pugh. Ilopranphas ru-
HepTeH3us: CIIeHoMerasnns, aciut. /uiararuoHHas
kapaunomuonatus. Caxapubiii guaber. OcCIOKHEHUS
[Monmoprannas wegocrarounocts (SOFA 16 Gasios).
[ledeHoYHAST HEMTOCTATOYHOCTH: JKENTYXa, TUMOATD-
6yMuHeMusi, rumnoxoaryssaius. Hapyuienne putma
cep/illa W TPOBOJUMOCTH: TapoKcu3MaibHas (opma
pubpumgau peacepauii. Ocrpast cepedHO-cocy-
mucrasi HeocratouHocTs Ha ¢pore XCH IIB, II I K

HaCTYILJIEHUA  MEHOIIay3bl
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[Teuenn (okpacka 1o IepJcy).

B kyndepoBcKUX KJIETKAX M TEnaToIuTax royy-
60BaTO-CUHKE TPAHYJIbI TEMOCH/IEPUHA

Liver, Perls’ stain. Bluish haemosiderin
deposits in Kupffer cells and hepatocytes

[Momxenynounas xenesa (okpacka no Ilepacy).
Tosry60BaTO-CHHKE TPAHYJIBI TEMOCH/IEPUHA

B 06J1aCTH OCTPOBKOB

Pancreas, Perls’ stain. Bluish haemosiderin
deposits in islet zones

Haanoueunnk (okpacka no Ilepacy).
Tony6oBaTO-CHHME TPAHYJIbl T€MOCHIEPUHA
B KOPKOBOM BEIIECTBE

Adrenal gland, Perls’ stain. Bluish
haemosiderin deposits in cortex

Muoxkapz (oxpacka no Ilepacy). TonyGosaro-
CHHUE TPaHyJIbl TEMOCH/IEPUHA

Myocardium, Perls’ stain. Bluish haemosiderin
deposits

Puc. 3. [laHmHble THCTOJOTHYECKOTO HCCJIE0BAHIS
Fig. 3. Histological examination

mo NYHA. Octpast moyeunast HeIOCTaTOUHOCTD (aHy—
pusi) Ha one XBII 3-ii cragun (CKD DPI 63 mu/
Mun). [unepxpoMHas MakpoIuTapHas aHeMHUS CPejl-
Heil crernienu Tspkect. OCTpasi HA/IMIOUEUHUKOBAs He-
JIOCTATOYHOCTD Ha poHE XPOoHNYecKOoil. TepMuHa bHbI
OTEK TOJOBHOTO MO3Ta. TepMUHATBHBIA OTEK JIETKUX.
Peannmarmonnsie Mmepornpustus 12.08.2019.
ITamonozo-anamomuueckuil duazno3: Temoxpoma-
103 (romosurornas wmyraumss rema HFE 845 G
(A/A) (rs 1800562), nacwrmenue xeaezom 119,25%.
MenkoyanoBoit 1Tuppo3 nedeHu. [umeprnurMenTtanus
KOKHBIX OKPOBOB. Caxapupiii anaber (KIMHUYECKH:
IJI0KO03a KPOBH 14,2 MMOJIb,/J1), CKJIEPO3 1 JIUIOMATO3
TTO/IKEJTYIOYHOM sKeie3bl. /nmataimonnas KapInoMnuo-
nmartua (Macca cepaia 464 T, TOMIMHA CTEHKH JIEBOTO

skeaygouka 1,0 cm, mpasoro — 0,4 cm). ITopaxkenne
CM3UCTON OOOJIOUKHN KETYyJKA W JIBEHAAIATUIICPCT-
HOM KHIIIKH.

BroiBo bl

B ommcaHHOM KJIMHUYECKOM HAGTIOAEHUN IPE-
cTaBjleHa KJaccuyeckas KapTuHa, XapakTepHas
[Tl TeMOXPOMaTo3a: GPOH30BasT IMUIMEHTAINS KOXKH,
IUPPO3 TeUeH!, CaXapHbIil [uabeT, KapAMOMHUOTATHS,
HA/IIIOYEYHUKOBAsl HEJOCTATOYHOCTL. ¥ [aHHOrO IIa-
I[MeHTa I0Ka3aHa HacJeICTBeHHAs MPIYIHA 3a00J1eBa-
HUS, a UMEHHO HapylineHue B cTpykrype 6enka HFE.
O[IHAKO TJTaBHBIM MTPOBOIUPYIONUM (DAKTOPOM B MTPO-
necce MaHudecTaly HACJEJACTBEHHON Ieperpyskn
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JKeJIe30M M pa3BUTHUU KJIMHUYECKOMN KapTHUHbI B Te4e-
HMEe I10CJaeJHnX JIET CTaJI0 3JIOynOTp66JI€HHe AJIKOI'O-
neM. B utore nacioeHnmne HacjieICTBEHHOTO HapylieHus
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