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AHHOTaums

HacaeacTBeHHbIN remoxpomatos (HI'X) — 3aboaeBaHue C ayTOCOMHO-PELIECCUBHBIM TUIIOM HACAEAOBaHMsI, 0OYCAOBAEHHOE reHETUHECKUM
Ae(PEKTOM, MPUBOASILLMM K BLICOKOMY MOTAOLLEHMIO KEAE3a B KMLIEYHMKE M MEPBUYHOMY OTAOXKEHMIO B MAPEHXMMATO3HbIX KAETKAX MeYeHn 1
APYIUX OpraHoB. ITO caMoe pacnpoCTpaHEHHOE HACAEACTBEHHOE 3a60AeBaHUE CPeAM NMPEeACTaBUTeAel OEAOM pachl, HacTOTa €ro COCTaBASIET
npumepHo 1 cayyai Ha 250 yerosek. PacnpoctpaHeHHocTs HIX He 0AHOpoAHA, GOAbLLE STOMY 3a60AEBAHUIO MOABEPXKEHbI AOAM, KMBYLUME
B CEBEPOEBPONENCKUX CTpaHax, ocobeHHo B CkaHAnHaBCKMX. [pumepHo B 90% cayyaes npuunHon HIX siBasietrcs myTauums B rete HFE.
Mpu HIX 1M36bITOK KeAe3a OTKAAABIBAETCS MPEUMYILECTBEHHO B LIMTOMAA3ME MAPEHXUMATO3HbIX KAETOK PA3AMUYHBIX OPraHOB U TKaHEM:
B MeYEHM, MOAKEAYAOUHOM XKeAe3e, IHAOKPUHHBIX XeAae3ax, koxe 1 cycTtaBax. KanHuueckas kaptuHa HIX xapaktepusyercst pa3BuTHMeM KAaac-
CMYECKOM TPMaAbl: LMPPO3a MEeYeHM, CaxapHOro aMabera U rmneprnurMeHTaumm KOXHbiX nokpoBos. [posiaeHnem HIX Takxke MoryT 6biTh
Pa3AMYHbIE SHAOKPUHOMATUM (TMMOYHKLMS TUNOhH3a, HAAMOUEHHUKOB, LUMTOBUAHOM XKEAE3bI, TMNOTEHUTAAM3M), APTPOMNATUM, KAPAMOMMUO-
natusi. Amardoctmka HI'X ocHoBaHa Ha onpeaeAeHmu nokasateaen 0OMeHa JKeae3a: CbIBOPOTOYHOIO XKeAe3a, caTypaumu TpaHcgeppuHa, Ko-
AMHecTBa (DEPPUTUHA; AASI TIOATBEPXKAEHMSI AMArHO3A MCMOABL3YIOT FeHETUHECKMIA aHAAM3, AaHHble Guoncuu nedenn. HecMoTpst Ha To UTO
HI'X siBAsieTcst XOpOLLO M3y4YeHHbIM 3a00AEBaHUEM, B PSIAE CAYYAEB BO3HUKAIOT TPYAHOCTH €r0 AMArHOCTUKM. OAHOM M3 MPUUMH, 1O KOTOPOM
aHaAM3 Mnokasareneit obMeHa eae3a He MH(POPMATUBEH, SIBASIETCS PA3BMBLLASICS Y MALMEHTA NMOCTreMopparniyeckas aHemusl.
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Anst umtupoBanusi: [oazonkos B.M., TNokposckas A.E., Baprurna T.C., OraHecsH K.A. TpYAHOCTH AMArHOCTUKM HACAEACTBEHHOIO FEMOXPO-

maroza 'y OOAbHOK C [OCTremMopparm4eckosi —avemwmes. TepaneBtudeckmi  apxms. 2019; 91 (4): 118-121. DOI:
10.26442/00403660.2019.04.000170

Diagnostic difficulties of primary hemochromatosis in a patient with posthemorrhagic anemia
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Hereditary hemochromatosis (HH) is a disease with an autosomal recessive hereditary type, stipulated by the genetic defect that leads to
a high intestinal absorption of iron and primary accumulation in the parenchymal cells of the liver and other organs. This is the most com-
mon hereditary disease among White population, the frequency is about 1 case per 250 people. The prevalence of HH is inhomogeneous,
people from countries in Northern Europe, especially Scandinavian, are more susceptible to this disease. Mutations of the HFE gene ac-
count for approximately 90% of HH cases. In HH excess iron deposits mainly in the cytoplasm of parenchymal cells of various organs and
tissues: in the liver, pancreas, endocrine glands, skin and joints. The clinical picture of HH is characterized by the classical triad develop-
ment: cirrhosis of the liver, diabetes mellitus (DM) and hyperpigmentation. HH may also manifest itself as various endocrinopathies (hypo-
function of hypophysis, adrenal glands, thyroid gland, arthropathy, cardiomyopathy). Diagnostics of HH is based on the determination of
the iron metabolism values: serum iron, transferrin saturation, the amount of ferritin, the genetic tests, liver biopsy data are used to confirm
the diagnosis. Despite the fact that HH is a well-studied disease, in some cases it is complicated to diagnose it. Developed posthemorrhag-

ic anemia in a patient is one of such reasons when the iron metabolism test is not informative.
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HI'X — HacneicTBEHHbII rFeMOXpoMaTo3
CJ1 — caxapHblil juadeT
CITK — cuHjpoM neperpysKu >Kene3om

¥Y3U — ynabTpa3ByKOBOE UCCIIE/JOBAHNE
HIT — umppo3 neuenun
YCC - yacToTa cepieUHbIX COKpALLEHUI

IIpucTtynas K OnucaHUIO KIMHUYECKOTO Ciydasi Hacleyl-
crBeHHoro remoxpomarosa (HI'X), cuntaem HeoOGXonuMbIM
npoiyTrpoBaTh akagemuka B.T. MBamkuna, npesupenTa Poc-
CHICKOI racTpO3HTeposIorniyeckoii accouuauuu u Poccuiicko-
ro obuecTsa 1o usy4yeHuto neuenu: «HecmoTps Ha 3apy0ex-
HBIl OTIBIT, AMArHO3 HACIIE/ICTBEHHOr0 reMoxpomarosa B Poc-
CHY CTaBSIT KpaiiHe PelKO WJIM He CTaBST BOBCE. DTOMY, 6e3-
YCJIOBHO, CTIOCOOCTBYET 3HAUMTE bHAS (DEHOTUNNYECKAs TeTe-
POT€HHOCTD 3a00IeBaHMSI M OTCYTCTBUE CMIEUM(MPUISCKUX CUMII-
TOMOB, & TaK>Ke HEMOHUMaH1e po6JieMbl Bpauamu» [1].

B HanyoHanbHOM PYKOBOJICTBE MO TaCTPOIHTEPOJOTUHN
HI'X (6pon3oBbIit inabeT, NepBUYHbIA FeMOXpOMATO3) pac-
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CMATPUBAETCS KaK TSKeJI0e MHOMOCHCTEMHOE 3a00JieBaHue,
CBSI3aHHOE C TeHETUYECKUMHU Jie(DeKTaMH, ONPEIIISIOIMMY MO-
BBIIIEHNE BCACBIBAHMS XKeje3a B JKeTyI0UHO-KUIIEYHOM TpaK-
Te, ero HaKOIUIEHNE B TKAHSIX OpraHU3Ma M, KaK MPaBuIIo, TPH-
BOJislIee K HApYUICHUIO (DYHKLUI NMEeYSHU, MOJIKENTyJOUHON
>KeJesbl, cepaua, runodusa [1].

HI'X — npocTaTouHo pacnpocTpaHeHHOe 3a00JieBaHNe TOMO-
3UFOTHOTO HOCUTENbCTBA, BcTpeuaeTcs: B cpefaHeM B 0,3-0,5%
cayuaeB [2]. B HEKOTOPBIX 9THUYECKUX TPyMNIax, TAKUX Kak
WpJIAHILBI, BCTPeYaeMoCTh ropasfo vaie, 10 13% [3]. B Poc-
cun HI'X namGoinee yacTo BcTpeuaercs: y HapojoB KaBka3za.
Oxkono 10-13% HaceneHust sBASAIOTCS reT€PO3UTOTHBIMUA HOCHU-
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TPYAHOCTM AMArHOCTHKI FremoxpomaTo3a y OOAbHOM C aHemmert

TEINsSIMI PElIeCCUBHBIX T€HOB TeMoxpomatosa [1, 2]. MyunHbI
6oseroT npuban3uTensHo B 10 pa3 yalle XXeHIUH, TPU3HAK1
reMOXPOMAaTOo3a MOSIBIISIIOTCS Y HUX B Bo3pacTe cTapiue 40 et
(cpenHuit Bo3pacT Havyasa 3a6oaeBaHus — 51 roj); y KEeHIIMH —
B MNOCTMEHOMAay3aJIbHOM Neprofie (CpefiHMi BO3PacT Hayasa 3a-
GoneBanus — 66 net) [2, 4]. CyliecTByeT Teopusi, COTJIacHO KO-
TOpoil MyTauusi reHa HFE npousomia y KeJabTOB B NEPBbIE
300 ner Hamieil 3pbl (aHHYIO MYTALUIO HA3bIBAIOT elle
«KeIIbTCKOI1»), 3aTeM n3 CeBepHoil EBpomnbl pacnpocTpaHu-
JIaCh B JIPYTHE CTPaHbl. BbICKa3aHO NMPEJoNoKeHe, 4To 3TOT
TeHEeTHYECKHI Ie(heKT COCOOCTBOBAII €CTECTBEHHOMY OTOOPY
B nonysisiuuu. [IpuHuMast Bo BHUMaHKUE TPYJIHOCTH NPONUTAHMUS
TeX BPEMEH U LIMPOKOEe PAcpOCTPAHEHNE Mapa3UTAPHbIX UH-
(pekuuii, MOBLIIEHHOE BCAChIBAHME XKejle3a B OpraHu3Me y HO-
cuteneil reHa HFE OGbII0 XKU3HECOXPAHSIIOLIMM, Y HUX HE pa3-
BMBaJIaCh KenezonepuuuTHas anemus. [lo pesynbTaTam no-
MyJISIOHHBIX uccaenoBannii HI'X mokazano, 4To He y Kaxjio-
IO YeJI0BEKA, TOMO3UTOTHOrO 110 MyTauuu rena HFE, nmpoucxo-
JUT U30LITOYHOE HAKOTUICHUE JKeJle3a U MOSIBIISIOTCS KIMHUYe-
CKHE CUMIITOMBI, YTO TIO3BOJIMIIO BBIJIENUTH 4 KATeropuu roMo-
3UrOTHBIX HOcUTenen myTaiyu reHa HFE [5, 6]:

1) reHeTnyeckas NpegpacnooXKeHHOCTb 03 MPOsIBIEHUI

3a00JIeBaHusI;

2) n30BITOYHOE cofiepXKaHKue Keje3a, HO 6e3 CUMITOMOB

3a00J1€BaHNs] MM TIOPAXKEHUsT TKaHell;

3) U36BITOK KeJie3a C paHHUMM CUMIITOMaMU (Harpumep,

anaTusi, apTpalIrum);

4) n36bITOK XeJje3a C MOPaKeHWeM OpPraHoB, OCOOEHHO

¢ muppo3om neuenn (LIIT).

OcHoBa natoreHeza HI'X — aTo ycuneHHoe BcachiBaHHe
JKenesa B JIBeH/[uaTunepcTHoi kuike. O61iee KOaMuecTBO
JKelle3a B OpraHu3Me 3710pOBOro YesloBeka — MpuMepHo 3-5 T,
y 60nbabIX HI'X — 10 20—60 1. OcHOBHBIE MeXaHU3MbI TOKCHU-
YeCKOro BO3/ICHCTBHS: YCUJIEHUE NEPEKUCHOI0 OKUCIIEHUS JIU-
NUJI0B U 00pa30BaHKE KOJUIAreHa B MECTaX OTJIOXKEHUS XKele3a,
B3anMojelictere atoro metamna ¢ JHK, npusopsmee k nps-
MOMY €€ MOBPEXK/ICHUIO (UTO YBEJIMUYMBAET PUCK PA3BUTHS OH-
KoJjlornyeckux 3abonesanuit) [1, 5-8].

Knunnueckass kaptuHa HI'X oGycrnoBneHa pa3BuTuem
«knaccuueckoi Tpuaabl»: LI, caxapusiit sua6er (CJI), nur-
MEHTAalMs KOXHbIX NOKpoBOB. HeoOxoauMo oT™MeTUTh, 4TO
nannble mposiBaeHust HI'X pegko 4eTKo BbIpa’keHbl U BbI-
SIBIISIFOTCSL YK€ B TEPMUHANIBHOMN cTaguu 3adoaesanus [1-9].
[MurmeHTauMs, OAMH U3 CaMbIX YaCTbIX M PAHHUX CUMITOMOB
reMOoXpomaTo3a, Mo JJAHHbIM Pa3HbIX aBTOPOB, HAOJOflAeTCs Y
52-94 % GonbHbIX. BpOH30BbIN OTTEHOK KOXM OO0JbIIE 3aMe-
TEH Ha OTKPBITHIX YacTsX Teja (Juue, uee, pyKax), B oMb~
1evHbIX BnajguHax [2, 7, 8]. HauGonee yacro HI'X nuarnocTu-
pyercs mo3fHo, yKe Ha ctaguu passurtus LII1, npu atom npu-
3HAKM NMEYEHOYHO-KJIETOYHOI HEIOCTaTOYHOCTH MUHUMAJIbHBbI,
aACUMT M KPOBOTEUEHHUE U3 BAPUKO3HO-PACUIMPEHHBIX BEH MU-
meBoyia BecTpevaroTes pegko. Cumnrombl fekomneHcanuu LIT
XapaKTepHbI ISl TEPMUHATILHON cTafuu [2, 8]. DHIOKpUHHbIE
HapylueHusi o0yciosieHbl pazsutueM B 60-80% ciyvaes CJ1,
KaK MpaBUJIO, MHCYJIMH3aBUCUMOTo. [Ipu3Haku runogyHKunu
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runogusa, HAAMOUYSYHUKOB, IIUTOBUIHON 1 TIOJIOBBIX Kee3

oGHapykuBaioT y !/, maiuenToB. [TopaskeHne cepyua BcTpeva-

ercst y 20-30% 6onbubix HI'X. Kapiuomuonatust conpoBoxk-

JaeTCs YBEJIMUSHNEM Cepyilia, HApyLLEHUSIMU PUTMA, TTOCTETeH-

HBIM Pa3BUTHEM CEPAeIHON HefocTaTouHocTH [2, 7-9]. 1pu-

MEPHO Y %/; GOJILHBIX BbISIBJSIETCSI XapaKTepPHasi apTpONaTusi,

nopaskarouias MmscTHO-(alaHroBbIe, PEIKO Ta300e/JpeHHbIe 1

JIyye3arnsiCTHble cycTaBbl. K 0COGEHHOCTSIM KIIMHMYECKON Kap-

TUHBI 60JbHBIX HI'X MOKHO OTHECTH CKIIOHHOCTH K YaCThIM

MH(EKIMOHHBIM 3200JIeBaHMSIM, YCKOPEHUE Pa3BUTHS aT€pO-

CKJIEpO03a ¥ MOBBIIIEHHYIO CKJIOHHOCTb K Pa3BUTHUIO OIyXOJIe-

BBIX MPOLIECCOB Pa3IMYHON JloKam3auuu [7-9].

BrigensiroT yetnbipe kimuanmueckue ctaguu passutust HI'X [1]:

1. JlaTeHTHasi CTaJ1sl — TEHETUYECKUI JlecpeKT 6e3 CUHAPO-

Ma neperpy3ku xeneszoM (CITXK).
2. BeccumnToMHasi cTaiusl — HET KIMHUYECKUX MPOsIBIIe-
HUI1, TOJLKO JTabopaTopHble npu3Haku CITXK.

3. CITX ¢ paHHMMU CUMOTOMaMU — CUMIITOMBI MaJIOCTIEL-

¢pruHbI (C1aboCTh, HEIOMOTaHKE, AMaTHsI).

. CILX c nopaxKeHreM OpraHOB-MUILIEHEN.

. CornacHo HalMOHATILHOMY PYKOBOJICTBY TIO TaCTPOIHTE-
posiorun, HI'X nenecoo6pasHo BKito4aTh B iuddepen-
UUATbHO-IMATHOCTUYECKUI TOUCK TPU OOHApYy>KEHUN
y GOJILHOTO TeMaTOMEraIni HESICHOTO reHe3a, HeJIOKaJH-
30BaHHBIX YNOPHBIX GoJedt B xkuBoTe, CJ1 2-ro Tuma, fie-
reHEpPaTUBHON apTPONATUU, TMIIOTOHA/IN3MA HESICHOM
9TUOJIOTUH, TUTIEPIIUTMEHTALUH KOXKU [1].

Jnarnoctrka HI'X ocHoBaHa B mepByro ouepefpb Ha orpe-
JeNeHnN ToKa3aTteseil ooMeHa skenesza. KomndyecTBo chiBopo-
TOYHOTO >Kejie3a TMOBBIIMIAETCS M COCTABJSET B CpEIHEM
180-300 mr/pn (Hopma 60—180 mr/min). Konuenrpauus eppu-
THHA, OCHOBHOT'O KJICTOYHOI'O OeJiKa, HaKaIJIMBAIOIIETro XKeJe-
30, y eHIWH nosbimaercs 1o 120—-6000 Hr/Mi, y My>KUrH 10
150-6000 ur/ma npu Hopme 15—150 u 20-200 Hr/ma cooTBeT-
ctBeHHo. Carypauus (HacblieHue) Tpancgeppuna >45% (Hop-
Mma 20—40%), onpepenieHre 3Toro noka3aTess sSBJsSeTCs BbICO-
KOUYBCTBUTEIBHON MeTOIUKOM (90%), 9TO MO3BOJISIET UCTIONb-
30BaTh €€ B CKPUHUHI-UCCJIEIOBAHUSX . AHAIM3UPYS JaHHbIE
JTA0OPATOPHBIX MCCIIE/IOBAHUI, HEOOXOIMO MOMHUTh, YTO BbI-
HIeyKa3aHHbIe MOKAa3aTeNI MOT'YT HAXO[UTHLCS B Npefiesiax Hop-
MaJIbHBIX BEJIMYMH, YTO HE UCKJroUaeT auartos [1, 2, 7-11].

[ns Bepucukaumu CIT2K ncnonb3yroT gaHHble GUONCUU
neyeHu. [1J1s1 3Toro onpeessitoT KOHUEHTPALMIO JKese3a B neve-
HU, PACCUUTBIBAIOT MHIEKC NIEYEHOYHOT O Kene3a [ 1-14], Bbimou-
HsttoT okpammBanue no [epncy (Perls). [Tpu okpammBannm o
[lepncy BU3yanbHO OLEHMBAIOT CTENEHb HAKOTIJICHUS XKee3a —
ot 0 1o 4+ (B HopMe 0, 1+), TakKe 3TOT METOJ| MO3BOJISIET Bbl-
SIBUTh HEPABHOMEPHOCTb PaClpe/ieIeHus! Xee3a Mo NeYeHou-
HOW JIONIbKE, UYTO XapakTepHo nmeHHo st HU'X [1, 8—11].

Tak kak nokazarenu oOMeHa »eJje3a He Bcerja uHgopma-
TUBHBI, 00JIee TOUYHbIM MeTO/IoM inarHocTuku HI'X siBnsieTcst
onpejenenue MmyTtauuu rena HFE. OGbIYHO ONpPefesIsiioT ABe
nzyueHnble mytanun: [uc282Tup n ['mc63 Acn. Heo6xoammo
MOMHUTB, UTO B 6% ciiyuaeB myTtauusi rena HFE He BbISIBIISICT-
ca[l,8,9,11,12].

CoriacHo KIMHUYECKUM pekoMeHjanusM EBponerickoro
ob1ecTBa o n3ydenuro 3a6onesannii neuenn (EASL) 2010 r.,
KpuTepusiMu noctanoBku auarno3a HI'X ssrnsirores [9]:

° [IO/ITBEP>K/ICHNE Te€HETUYECKOW MPUPOJIbl 3a00JIeBAHUS

(HFE-renotunupoBanue);

|9 RN
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B./. NoA3oAKoB 1 coasBT.

e paymune CITXK;

°* COOTBETCTBYIOLINE KIMHNYECKIE CUMIITOMBI.

Hemenukamentosnoe neuenne HI'X 3akimouaercs B nepByro
ouepefb B I€Te — OrPAaHUYEHUH MPOAYKTOB C BLICOKMM COJIEp-
>KaHueM xene3a. CiieffyeT NOMHUTb, YTO OOJIBIIMHCTBO MYJIb-
TUBUTAMUHHBIX TPENapaToB COAEpXKAT >KeJe30, MO3TOMY MX
pHeM JOJIKeH ObITh UCKItoueH. COryIacHO BCEM COBPEMEHHbBIM
peKoMeHiauysiM, Harbosiee OCTYMHBIM CIOCOOOM JIeYEeHUs!
HI'X sBnsiroTcst KpOBOMyCKaHMsI. XenaTophl XKene3a TakxkKe J0-
CTYNHBI ¥ MOKA3aHbl TEM MaLMUEHTaM, KOTOPbIE He NEPEHOCST
KpPOBOIyCKaHHUE, JIMOO eCJI OHO TPOTHBONOKa3aHo [1,5, 7-11].

IIporuo3 pas 6onbHbIx HI'X 3aBucHT B nepByto ouepeasb
ot Toro, cpopmuponadcs au LI, umeercs mu CJI. [Iporuos
yJyulIalOT peryJjsipHble KPOBONYCKAHMSI, BbDKMBAEMOCTb
B TeueHue 5 JeT y JeueHblx 6oibHbIX HI'X B 2-3 pasa Beiue,
4yeM y HesleueHbIX. Hy>KHO TOMHUTB O TOM, YTO TIEPBUYHbIN
pak neuenn y 6onbubix HI'X pasBuBaeTrcst ropaspo uaie,
B 15-30% cnyuaes [2, 5].

ITpuBoauM KIIMHUYECKOE HAOJIOACHHUE .

Boabnas 3., 51 roga, rocnuranu3upoBana B YKB Ned
ITepsoro MI'MY um .M. Ceuenosa 01.07.2015 B ninanoBom
MOPSIIKE C IMATHO30M: ACLUT HESICHOTO I'eHesa.

2ZKano6bl npu nocTynieHn Ha yBeJIMYeHne B 00beMe SK1-
BOTa, OTEKN HIPKHUX KOHEYHOCTEH, yBEIMYMBAOLUECS K Beve-
pY; OABILIKY U cepyiebrueHne mpu yMepeHHo! (hu3nueckoil Ha-
rpyske; oouyto ciadoctsb. bonbHyro nepuopnyeck 6ecroKou-
JIM TOUIHOTA, CYXOCTb BO PTY, XXax/a. Takxe npepbspisiia
>KaJI00bl Ha GOJIE3HEHHOCTD B JIy4e3ansCTHbIX,, MSICTHO-(halaH-
FOBBIX CyCTaBaX; KPOBSAHUCTBLIC BLIACJICHUS U3 BJlarajauviia.

Anamnesis vitae: B pocTe W Pa3BUTHM HE OTCTaBaja OT
CBEPCTHUKOB, BpeJIHbIE MPUBBIYKY oTpuLaeT. CemeitHoe 1moJio-
JKEHHe: 3aMy>KeM, UMeeT cblHa. [Ipodeccronanbable BpeiHO-
cTh OTCYTCTBYIOT. CeMelHblil aHaMHEe3: MaTh yMepJja B BO3-
pacte 42 neT ot paka eJjyJjKa, 6paT ymep B Bo3pacte 3 jeT
(mpuunHa Hew3BecTHA). [ MHEKONMOrnYecKuil aHaMHe3: 0 MEHO-
nay3aibHOro nepuopia 6e3 oco6eHHOCTel, MeHomnay3a ¢ 46 mert.
ITocnepnue 2—3 Mec MosSIBUIMCHL METPOPPAruu, y TMHEKOJIOra
He 00CIefloBaIach.

Anamnesis morbi. IIpu paccnpoce BbISICHEHO, UTO BIIEpBbIe
YXy/LIEH!e CaMO4YyBCTBHUSI, KOTOPOE MPOSIBUIIOCH BHAYAJIE CHU-
>KEHUEM alMneTUTa, NOXY/IEHUEM U OO0IIel Cl1ab0CTbiO, BO3HUK-
70 B utoHe 2014 r., npuMepHO TOrJja >Ke MOSIBUIACH OJIbIIKA
pu XoAb0e, MHTEHCUBHOCTb KOTOPOIi MOCTENEHHO HapacTaa.
C pekabps 2014 1. 6ecoKOsIT apTPAITUN B Ty4e3arnsCTHBIX,
MSICTHO-(panaHroBbIx cycTtaBax ooeux pyk. C mapra 2015 r. co-
CTOsIHUE OOJILHOW MPOrPEeCCUBHO YXY/IIAIOChH: YBEJIUYMIICS
B 00beMe XKHUBOT, MOSBUIIMCH OTEKH HUXKHUX KOHEYHOCTEN, Cy-
XOCTb BO PTY, Xaxna. He o6cneoBanace, 1ekapcTsa He MpU-
Humana. [ToBopgoM st oOparenus 3a MEIMLMHCKON MOMOILLBIO
CTaJIM HAPACTAOLME OTEKU HUXKHUX KOHEYHOCTEH, CHUDKEHHAS!
TOJIEPAHTHOCTb K (PU3MUYECKON HArPy3Ke U YCUIIMBAIOLIUECS
METpOpparuu.

IIpu dpusnyeckom o6cnenoBaHnu: 001ee COCTOSIHIE CPefi-
HEWl TSKeCTH, CO3HaHMe sicHoe. TeslocaoXKeHne npaBuiibHoe,
KOHCTUTYLMSI HOpMocTeHnueckasi. Poct 164 cm, macca tena
70 kr, nHAeKc macchl Tena 26 kr/m?2. KoxkHble TOKpOBbI, CKIle-
Pbl ¥ BUIUMBIE CIIM3UCTbIE 000JOUYKHN CyOMKTEPUYHBI, B MECTAX
VHBEKIUI BbIpAXKEHHbIE FeMOPpParuy CUHSIYKOBOI'O TUNA, OT-
MeuaeTcsl MUTMEHTALMs KOXKH KUCTell 06enx pyk. B obmactu
Jy4e3arnsCTHBIX, MSICTHO-(hATAHIOBBIX , MEXK(aTaHTOBBIX CY-
CTAaBOB YMEpEeHHasl NPUMyXJIOCTh 0e3 MPU3HAKOB BOCNAJICHUs,
NpY JABMXKEHUSIX Oonie3HeHHbI. [Ipu 0ocMOTpe HUXKHUX KOHEYHO-
CTeil — MacCUBHbIE OTEKH TrojieHeil  cTomn. OpraHbl IbIXaHUS
6e3 ocobeHHOCTel. ['paHniia OTHOCUTENLHON CepIeYHON TYIO-
CTHU Cepjlla paciiMpeHa BieBo Ha 2 cM. ToHbI cepaua puTMuy-
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Hble, rymMoB HeT. YacToTa ceppeunbix cokpamiennii (UCC) —
92 ynapa B MUHYTY, apTepuanbHoe aapnenue 125/80 mm pT. cT.
SI3bIK BiaKHbII, 00JI00KEH HAJIETOM IO BCEll OBEPXHOCTH, 3€B
yuCThbIi. ZKMBOT MATKUii, 6€300JI€3HEHHBI, YBEJIMUEH B 00be-
Me 3a cueT acuuta. Pazmepsl neuenn no Kypmosy 12x10x9 cm,
HUXKHUI Kpail NajJbNMpoBascs Ha 2 CM HIKe peOGepHoll yru,
TJIaJIKUi, 3JTaCTUYHbINA, 6e300Je3HeHHbIN. Pazmepsl cesne3eHkn
npu nepkyccun 6x8 cM, He nanbnupoBanach. CTyln peryJsp-
HBIi, OJIH Pa3 B JIeHb, 0€3 MaToJIorMyeckux npumMeceii. Moye-
BbIJIeJINTENIbHAs cucTeMa 6e3 ocobenHocTeil. HeBponoruue-
CKMIi1 CTaTyC: CO3HaHHUE SICHOE, OPUEHTHPOBAHA B MPOCTPAH-
CTBE, BPEMEHH U COOCTBEHHOI1 JIMYHOCTH.

B kaMHMYECKOM aHalln3e KPOBU — MPU3HAKK HOPMOXPOM-
Hoi1 anemuu [3p. 2,76:10'%/n, Hb 86 r/n, MCH (mean concen-
tration hemoglobin) 31 nk] u TpomGoumTonenun — 149-10%1,
COD 53 mMm/u. Mapkepbl aHEMUM — BCe II0KA3aTeId B HOpMe:
ChIBOpOTOUYHOE Xeje3o — 13,9 mxmousb/n, BuramuH B, —
749 nr/ma, ponuesast kucaota — 8,57 ur/mn. O61uil aHanu3
MOYM B Npejiesiax HOpMbI. B 6GnoXummnyeckoM aHanmse KpoBu
NMpU3HAKM CHUHJpOMa XoJiecTasa (nmpsMoll OunupyOouH —
13,2 MKMoOIB/1T, raMMa-TayTaMunTpancnentuasa — 158,0 en/m,
menoyHas gocdaraza — 1299 en/n), cuHapoma neyeHOUHO-
KJIETOYHOI HEIOCTATOYHOCTH (001t 6esoK — 60,2 /11, anboy-
MuHbI — 29,6 r/1). BbIsiBieHa KoarynonaTusi: TPOMOUHOBOE
Bpemst — 21,2 ¢, MeXKyHapOJHOE HOPMAJIM30BAHHOE OTHOIIIe-
Hue — 1,37, oubpuunoren — 1,6 r/11, N(pOTPOMOMHOBBII MHAEKC —
56,8%. I'ntoko3a kposu 7,2 mmous/in. RW, BUUY, HbsAg, antu-
HCV otpunarenbHbl. AHANIN3 Kaja Ha CKPbITYIO KPOBb OTPU-
LATEbHbIN, UMEIOTCS MPU3HAKKM BHEIIHECEKPETOPHON Heo-
CTATOYHOCTU TOJPKENYI0UHON >Kese3bl. [ MCKItoueHus
ayTOMMMYHHOT'O F'eHe3a MOopaKeH!sl IeYeHH OTpeJIe/IeHbl aHTHU-
HyKJIeapHble aHTHUTEJa — Pe3yJIbTaT OTpULaTeNbHbIN. [IpoBo-
JMJIOCh UCCIIE/IOBaHNE OHKOMApKEPOB: 3HaYeHue alb(a-eTo-
nporerHa HopmansHoe (3,57 ME/mi), CA 15-3 n CA 19-9 oka-
3JIMCh TOBBIIIEHHBIMM M COCTABWJIM COOTBETCTBEHHO 34,9
u 74,2 ME/mi.

PentreHorpacdus opraHoB rpyJjHON KJETKH — MPaBOCTO-
POHHMIT MaJlblil TUAPOTOPAKC. DIEKTPOKapAOrpadus: puTM
CUHYCOBbIi, npaBuibHbIl, YHCC 86 B Munyty. ¥ 31 opranos
OpIOLIHON TOJIOCTU: TNOpTajbHas runepreHsus (V. portae
1.3 cm), npusHaku audpy3Horo rematosa, acuuT, pudpos (?)
MOJKETY/IOUHON YKese3bl. D30(haroracTpoayofeHOCKOIHS: T0-
BEPXHOCTHBIN TacTPOJyOICHUT, NPENUIOPUYECKUE IPO3UU.
Kononockonusi: AMBEpPTUKYJIE€3 CUTMOBUHOM KUILIKU, XPOHU-
YECKWI CMEILaHHbI BHYTPEHHUI reMoppoii. MynbTrcnupaib-
Hasi KOMIMbIOTepHAasi TOMOrpacusi OpraHoB GPIOIIHON MOJIOCTH:
KapTuHa acuuTa, A Qy3Hble U3MEHEHUS IEYSHU U MOJKeTy-
TOYHOU KeJe3hbl.

Bomonnena 6uoncus neuenn: MmonosoOysipubiii LI, B up-
TOIJIa3ME MHOTUX IeNaToOUUTOB U KyNepOBCKUX KIIETOK I'Py-
Oble OypO-KOPUYHEBbIE TPaHYJIbl, BO3SMOXKHO 'eéMOCH/IEpPUHA.
Heo6xonuma peakuust Ilepica ayis yTouHeHMs XapakTepa
BKJTFOUeHMi1 B renaronuTtax. Peakuum [lepmica 3+.

ITo noBofy ynopHbIX MeTpOpparuii poBejieHa KOHCYJIbTa-
1Msl THHEKOJIOra: JJAHHBIX, CBUJICTEILCTBYIOIMX 00 OCTpOii I'i-
HEKOJIOTMYECKO MaToJIOTMH, He BbISBIIEHO. Y 31 >KeHCKUX mo-
JIOBBIX OPraHOB: ACUMUT, MMOMa MAaTKHM, COOTBETCTBYIOLIAs
10 nen 6epemenHocTr. Y 31 MOOYHBIX Keje3 — OYaroBbIX U3-
MEHEHMI1 HeT.

[TonyyeHHbIE HAMU JJaHHbIE AHAIN30B U MHCTPYMEHTAIIbHBIX
WCCJIe[IOBAaHUI1, HA MEPBbIN B3IJIs/], BECbMa MPOTUBOPEYMBDI.
HeiicTBUTENEHO, HEBO3MOKHO 3anofo3puth CITK y 6omnbHoi ¢
aHeMuell 1 HOpMaJIbHbIM YPOBHEM ChIBOPOTOUYHOIO eune3a. Pe-
3yabTar peakuyu [epica nomyyeH HaMu y>Ke TOCIIE BBIMUCKU
6OJIbHOI U3 CTALIOHApa, UMEHHO MO3TOMY HAMH HE ompefierie-
Hbl Takue nokaszatean HI'X, kak carypanust TpaHcgeppuna

TEPAMEBTUYECKUW APXVB 4, 2019



TPYAHOCTM AMArHOCTHKI FremoxpomaTo3a y OOAbHOM C aHemmert

1 (eppuUTHH CHIBOPOTKM KPOBU. PazBuTHuio aHemun crnocoo6-
CTBOBANIM JITIUTEJbHbIE MATOYHbIE KPOBOTEUEHUSI, UHTEHCUB-
HOCTb KOTOPBIX yCyryOHUsach reMOpparnyeckiuM CHHIPOMOM Ha
¢one UIT. IMeHHO MeTpopparuul CTany MpUYMHON HOpMasn3a-
LMW YPOBHSI CbIBOPOTOYHOI'O JKeJie3a y Hallleil MalUeHTKH.

OTtpunaresbHble MOKa3aTeM MapKepOB BUPYCHBIX renaTu-
TOB U OTCYTCTBUE AHTUHYKJIEAPHBIX aHTUTEN MO3BOJIAIIN HC-
KJFOYUTh BUPYCHYIO M Ay TOUMMYHHYIO MPUPOJY MOPaKEeHUs!
neyeHn. bosbHast anKoroyib NpaKkTHYECKN HE MPUHUMANIA, BO3-
AEWCTBUS PYTUX TenaTOTOKCUYECKUX (PaKTOpPOB TakKXkKe He
6b110. Juarno3 CITK BepuduipoBas no faHHbIM GUONCUU
nevyeHu. BTOpPUYHBI TeMOXpomaTo3 WCKIHOYEeH, TaK Kak
y OOJIbHOW MOoCcTreMopparnyeckasi, a He reMoJIMTUYecKasi aHe-
mus. [TocTaBneH KIMHNYECKUIT MarHO3.

OcHoBHOe 3a0o0JjieBaHUE: IEPBUYHBII [E€MOXPOMATO3
4-i1 craguu. Lnppo3 nevyeHn HU3KOW CTENEeHU aKTMBHOCTH,
kiacc B no Yaiina-I1sto, cyokommencanusi. CHHIPOM MOPTab-
HOIl TMMEpPTEeH3UU, OTEUHO-ACUUTUUECKUI CHUHJIPOM, MaJIbIi
MTPABOCTOPOHHUI THIPOTOPAKC, CUH/IPOM NEUYEHOYHO-KIIETOY-
HOI1 HEJIOCTATOYHOCTH, XOJIECTATUYECKUI CUHAPOM, TeMoppa-
ruyeckuil cuapom. Pubpo3 nopkenyouHoit Kenesbl. [1an-
KpeaToreHHbI! caXxapHblil iuabeT, cyOKOMIeH Calys.

CoueraHHoe 3a06051eBaHIe: MIOMa MaTKU C METPOPPArusiMU.

OcCoXXHEeHUs: TOCTreMopparnyeckast aHeMusi CpefiHeit cre-
MEHU TSXKECTHU.

OO6cyxaeHne

Oc06eHHOCTBIO 3TOr0 KIMHUYECKOTO CIydast sSIBISIeTCs TO,
yro quarno3 HI'X 3anofo3peH u noctapiieH sKEHIIMHE C aHEMU-
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el 1 HOpMaJIbHBIMH TIOKa3aTeJNISIMA ChIBOPOTOYHOTO 3Kelne3a,
YTO 3HAYUTENILHO OCJIOXKHWJIO JIMAarHOCTUKY 3a00sieBaHMSI.
B nenom sxe onvcaHHbIN KIMHUYECKUI CTy4yail BeCbMa TUIN-
yeH: 3a60seBaHne MaHU(ECTUPOBAIIO y XKeHIuHbI B 50 JeT,
B MOCTMEHOTMAY3aJbHOM Mepuofie (UIUTENHHOCTh MEHOTAY3bl
Ha TOT MOMEHT cocTaBuia 4,5 ropa). 3a6osieBaHNe MPOTEKAIIO
TUNMWYHO: HAOJIOAJIMCH CUMITTOMBI, XapaKTepHbIE IS opa-
SKEeHUSI TIeUeHH, TTOIPKEITY/IOUHOH >KeJe3bl, KOXKH, T. €. POsIBU-
JIMCh BCE MPU3HAKM KIIACCUIECKON TpHUajibl «OpPOH30BOTO JMa-
6eTa». Kpome aTOro nmesanch, CUMNTOMBI, YKa3bIBalOILME Ha
pa3BUTHE KapMOMUONIATUN U apTPONATHUH, YTO TAK>Ke CIelH-
¢uyno s HI'X. K coxkanennto, fuarno3z HI'X B GonbiinH-
CTBE clly4yaeB BepU(PUIMPYETCS MO3/IHO, KOT/Ia UMEIOTCS He-
o6paTuMble N3MEHEHUs] OPraHoB, M HallIel MalMeHTKe MarHo3
nocTtasiieH yxxe Ha ctauu LTI.

EnnHcTBeHHBIN BbICOKOA((PEKTUBHBINA CIOCOO JeYeHUs
HI'X — kpoBomyckaHnue — okaszajcs MpOTUBOMOKA3aH HAIIe
nalnyeHTKe, TaKk KaK Ha MOMEHT NMOCTaHOBKM JIMarHo3a Bbl-
SIBIIEHbI aHEMUsI U runonpoTenHemusi. [loaTomy neuenue, Ha-
3HAYEHHOE B CTAlMOHAPE, HATIPABIEHO HA KOPPEKIUIO CHH-
ApoMa TOPTAbHOW TUMEPTEH3UN, XOJIeCTATUIeCKOTO CHH-
ApoMa, CUHAAPOMA MeYEeHOYHO-KJIETOYHON HEIOCTATOYHOCTH,
OTEYHO-aCUUTUYECKOI0 CUH/IPOMA, H/I0- U 3K30KPUHHOI He-
JOCTATOYHOCTH TOJIKETY0YHOM Xene3bl. BonbHas Bbinuca-
Ha C peKOMEHIAMsIMUA OOpaTUTHLCS B CTIEMAIU3MPOBAHHOE
renaTojIornyecKoe OTAeJIeHUe sl Moji0opa Tepanum XeJaaTo-
pamu xenesa.
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