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Deppumun sT675eMcsT 00HUM U3 BAHCHBIX OETIKO8 8 Opearu3me Hernosexa u omeeuaerm 3a denoHuposarue sene3a. Kpome
moeo, peppumun — mapkep ocmpogasrozo npovecca. ITosviuierue yposHs: heppumuna, mo ecmv euneppeppumuHemus,
MO NPOUCXO0UMDb 1O HecKombKum npuvunam. Haubonee wacmas npusuna — pazeumue 860CHAnUMernvHolx,
ONYX07IeBblX U 0eCPyKMUBHBIX 3a0071e6aHULL SHAUMENLHO 607ee PeOKOTI NPUHUHOLL NOBbIUEHUS YPOBHS PeppumuHa
U CHIBOPOMOUHO20 HceIe3d MOKHen SNIMbCS UCUHHOE Y8enuueHUe IMuUx nokasamereti, npUBOOTUUX K MaK
HA3bI8AEMOLL «nepezpy3Ke sHcene3om». B pesynvimarme OnumenvHoeo nosbiuieHust KOHUEHMPAauUU jese3a 6 Opearume
NPOUCXOOUM €20 OMIONHEHUEe 8 MKAHSX PA3HLIX OP2AHO8, MO NPUBOOUM K Pa3sumuto eemoxpomamosa. IIpuuuramu
BIMOPUHHOTL Nepezpy3KU KHene30M SBITIOMCS makue namonoeul, Kax 3a00nesanust neueru (8UPycHvle 2enamummbol,
A7IKO20TIbHOE NOPAINEHUE), 2eMOTIUMUHECKAS AHEMUST, A MAKIIe HEPAUUOHATIDHOE HA3HAYEHUE NPENAPAIMOB Jere3a.
Ioamomy npu 8visienieHuY eunepdeppumuHemuu 8pawy Heobxo0umo nposecmu muamesnvHoe 00cned08aHUe nayueHma
07157 YMOUHEHUS NPUMUHbL 0AHHO20 1a00pamopHoeo omxnoHeHus. O0HAKO 6cmpeuaromcs u boree peokue 3a0071e6aHUS,
nposiensouiuecs sunepdeppumuremueri u npedcmasiouue 3HaUUMble OudzHocmuUecKue coxHocmu. Lenvto
ONUCAHUST OAHHO20 KIUHUHECKOZ20 CTLYHAsT SIBTISIEMCST CO00UieHe 0 PeOKOTE NAMOTIOZUU — CUHOPOME 2uneppeppumuHemuu-
kamapakmol. B cmamve npuseedervl xapaxmepHole NPU3HAKU HACTIEOCBEHHO20 CUHOPOMA 2unepdeppumuHemun-
Kamapaxmol: NOCMOSIHHO BbICOKULL YDOBEHD CblBOPOMOUHO20 (epPUMUHA, HOPMATIbHVIE NOKA3AMENU KIIUHUYECK020
AHATIU3A KPOBU U OUOXUMUHECKUX MAPKEPOB NOPANEHUS NeUeHU, KOHUEHMPAUULU PACBOPUMO2O CHIBOPOTNOUHOZ0 Heerie3a
u mpanceppuHa, XapaxkmepHbvili «NOPOUKO0OPa3HbIL» 8UO KAMAPAKMbL, HAZUYUE NOO0OHOT NAMOnouy y Ou3KuxX
POOCMBEHHUKOB, OMCYMCMBUE KTIUHUMECKUX CUMNINOMOS, KPOMe HAPYUIeHUS 3peHUsT U3-3a Kamapaxkmol. Pe3ynomamol
TIAOOPAMOPHYIX U UHCPYMEHMAIbHBIX 00CTIE008aHULL NO3BOIUTIU UCKTIOUUMD OPY2ue NPUHUHbL 2Uunepdeppumuremuu

U nocmasumy 710eU4HY10 mMo4Ky 6 CJIOMHOM OUAZHOCUYECKOM NOUCKE.

Kmouesvie cnosa: zuneppeppumuremus, peppumuH, cuHoOpom eunepieppumuHemunu-kamapaxmol, nepeepysKa xenesom
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BBepneHue

DepprTuH SIB/ISETCS OXHUM U3 BaKHBIX [IOKa3arerell Kak
o6MeHa Xefe3a, TaK I TAaKUX IIATONOTMYECKIX MIPOLIECCOB
B OpTraHM3Me, KaK BOCIA/IeHNe VI Pa3BUTIE 3TI0KaYeCTBEH-
HOro HoBoOOpasoBauyst. PeppuTuH HpefCTaB/sieT co60it
KPYIIHOMOJIEKY/IAPHOE COENVHEeHMe, COCTosIee 13 Oenka
aroeppuTHHA ¥ aTOMA TPEXBaIEHTHOTO Xene3a. Kaxmas
MOJIEKY/Ia CBIBOPOTOYHOTO (heppUTHHA CIIOCOOHA aKKyMYy-
/mipoBath 710 4500 atomoB >kenesa [1, 2]. OcHoBHast ponb
aTOrO GeNKa B OpraHusMe — felIoHMpoBanye xenesa. Kpome
9TOl (yHKUMM (PeppUTHH SBISETCS TAKKe MapKepoM
ocrpodasosoro mporiecca. CHyvkeHIe YpoBHs heppuTiHa
B CBIBOPOTKE KPOBY, KaK IIPABIIO, KOPPEIUPYET C HUBKIM
COfiep)KaHIeM JKere3a ¥ SIB/IIETCS TTOKa3aTe/leM VICTMHHOTO
xenesopeduipra. [ToblieHne YpoBHsI peppuTIHA MOXKET

6BITb 0OYCTIOB/IEHO Pa3IMYHBIMIY ITATOMOTMYECKIMU TIPO-
IeccaMy. 3Ha4MTeIbHOE IIOBBILIEH)E 3TOrO MOKa3aTeNsd
OTMeYaeTCs PV BOCIIA/INTE/IbHBIX, OITyXO/IeBbIX U JeCTPYK-
TVBHBIX 3a607TeBanyLX [ 1]. [ToBblnTeHVe ypoBHA (peppuTiHa
B KPOBJ MOXXET OBITH OOYCTIOB/IEHO BEICBOOOXKIIEHMEM €T0 113
TeNaTOLMTOB Py 3a60/MeBaHNAX NMeveHNn. Takoke BO3MOX-
HO 3Ha4/MOe MOBBIIIEHNE eT0 CeKpeLVy IOl BO3[elICTBYEM
LIMTOKIHOB, OHKOTE€HOB ¥ [IPYTUX [YMOPA/IbHbIX (PAKTOPOB,
IIPOAYLIPYeMBbIX IIPU IIATOJIOTIYeCKIIX ITpoLeccax [2].

IIpu BocanmuTeNbHBIX MIV OHKOIOTMYECKMX 3a00/IeBaHMAX
HepeaKo HaOMIoflaeTCs CHYDKEHHBI YPOBEHb CHIBOPOTOYHOTO
’KeyTe3a [PV MOBbILIIEHHOJ KOHIIEHTPAaIyt hepPUTIHA, a TAKKE
TOBBIILIEHNE APYTUX MapPKePOB BOCIIA/IATEILHOTO IIPOLIecca.
3HauNUTeNbHO 60JIee PENKOil IIPUYIHON HOBBIILIEHNS YPOB-
Hs (eppUTIHA U CBIBOPOTOYHOTO JKefe3a MOXKET ABUTbCS
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MCTUHHOE YBe/IMYeHNe ITUX [I0Ka3aTenell, IIPUBO/SIINX
K TaK HasbIBaeMOIl «Ileperpyske >kene3oM». B pesynbrare
JUTUTENLHOTO TIOBBILIEHN KOHIIEHTPAIUM JKefle3a B Opra-
HIM3Me IIPOUCXOMIUT €TO OTNOXKEeHNe B TKAHsX PasHBIX Opra-
HOB, YTO [IPUBONNUT K PasBUTIIO TeMoxpoMaTosa. [Ipuunua-
M FeMaxpOMaTo3a MOTYT GBITh [IepeTO3MpPOBKA [IPENapaToB
JKeTe3a, OBBILIEHHAA a0COPOLIVLS, YCKOPEHHBII TFeMON3 VI
YJacToe MepeBaHye SPUTPOLIUTAPHOI Macchl [3, 4].

ITo faHHBIM Pa3HBIX ABTOPOB, MOBBILIEHNE YPOBH: (eppu-
TIHA, KaK IPABIJIO, CBS3AHO C CUCTEMHBIM BOCIIA/IEHIEM I/II
OITyXO/IeBbIM 3a60/1eBaHyeM 1 TOTBKO 10% crydaeB roBOpSIT
00 UCTUHHOII Ieperpyske ene3oM [5].

I[1py M3ydeHUM MATOTEHETUYIECKMX OCOOEHHOCTell THIep-
(beppuTHHEMIN TIPY BOCIIATUTENBHBIX 3a00/IeBaHIAX, 0CO-
6enHo B neprop; naugemmyt COVID-19, 65110 BbICKa3aHO
IPEATIONIOXKEHIE, YTO YPE3MEPHOE TIOBBILIIEHVIE COTEPYKAHVIS
(beppnTHHa B CBIBOPOTKE KPOBU YCUIMBAET IIPOLIECC BOCIIA-
JIeHVSI, CTUMY/IMPY$ BBIPAaOOTKY IPOBOCIIA/INTENTBHBIX TYMO-
PaJIbHBIX areHTOB, IPUBOJ K TaK HAa3bIBAEMOMY «LIMTOKIHO-
BOMY IITOPMY>» [5, 6].

JKeneso mpoHmkaeTr mpeuMyIECTBEHHO B IeIATOLUTHI,
HO Taloke B ApEeHXMMATO3HBbIe KJIETKY CEP/LIA, ITOIKETyI0d-
HO >KeJIe3bl, IMTOBM/HOM XKeIe3bl ¥ LIEHTPa/IbHON HEPBHO
CUCTeMBI, IPUBOAS K (PYHKIMOHATILHON HETOCTATOYHOCTI
JIAaHHBIX OPTraHoB [3-5].

3aboreBaHus, BHI3BIBAIOLINE [IEPETPY3KY JKeme3a, MOXKHO
pasfenuTh Ha IepBUYHbIe (TeHeTHYecK) 06yC/IOoBIeHHbIE)
¥ BTOP/YHBIE, Pa3BUBAOLIMECS B pe3y/IbTaTe Pas/IIiHbIX I1a-
TO/IOTMYECKVIX HIPOLieccoB. IIpu 3ab0/meBaHNsIX, CBA3aHHBIX
C TeHHBIMII M3MEHEHWsIMIL, IPOVICXOAT HAPYIIIeHNe CUHTe3a
TeNCUAVHA VIV CHIDKeHMe ero QyHKImm. B pesynbrare mo-
BBIIIAETCA KaK a0copOLIys Xelesa B KUIIIEYHMKe, TaK 1 BbIC-
BobOXeHMe ero 13 Makpogaros. HacnencTenHas mepe-
TPy3Ka JKe/Ie30M TaKKe MOXKeT ObITh CBA3aHA C HAPYLIEHNEM
cuHTe3a TpaHcdepprHa.

[IpyumHaMy BTOPUYHON IIEPETPY3KM HKeNe30M SIBIIIIOTCS
TaKMe MaTO/IOTHY, KaK 3a00/IeBaHsA TedeHN (BUPYCHBIE Te-
HATUTBL, AJIKOTO/IbHOE TopakeHue). CBA3aH 3TOT MeXaHM3M
C BBICBOOOXK/IEHVEM [IEIIOHIPOBAHHOTO Kejle3a IIPU paspy-
menny renatorutos. Oco6oe BHUMAHE B HACTOSIIIEE BPEMS
yOenAeTcs CMHAPOMY HepPerpysKM JKele30M Y TaI[ieHTOB
C HEaJIKOTOJIbHO XKMPOBOIT OO/Ie3HBIO TTeYeHN U MeTaboM-
4eCKUM CUHIPOMOM. IIpOrHoCTIYeCcKast BEKHOCTD BIIVISTHIS
TIOBBIIIEHHOTO COIEPYKAHYIST XKe/le3a B TKAHI [IeYeHN Y ITally-
€HTOB C MeTabO/MIYeCKM CHHAPOMOM IIOCTYXKI/Ia OCHOBA-
HIEM JyIA BBeIeHN TePMIHA «MCMETab0IIeCKIi CMHIPOM
neperpysku xenesom» (JCIDK, Dysmetabolic Iron Overload
Syndrome, DIOS). [Tj1s1 sT0ro 3aboeBaHs XapaKTepHO Hali-
Jile He MeHee [IBYX [IPU3HAKOB MeTabO/MIIECKOTO CHHPOMA:
OXIIpeHIe, HapylileHNe XXNPOBOro 00MeHa, BBICOKOE apTepyi-
abHOE JiaB/IeHNe 1 IpobmeMsl ¢ yrnesofamu. Kpome Toro,
HaO/TIoflaeTCs1 MOBbIILEHe YPOBHSA (eppUTIHA B KPOBI, IIPU
9TOM HACBILIIeHNe TPAHC(EPPIHA XKeIe30M OCTAeTCs B IIpefie-
JTaX HOPMBI, A TAK)Ke Pa3BUBAETCS CTearos meveHi. [leperpys-
Ka >KeJIe30M 1PV JAHHOM CYHPOMe IIPVBOJUT TAKXKe K II0-
BPEX/ICHMIO KJIETOK TTOIKeTyJ04HO XKe/esbl, YTO IOBBIIIAeT
11 6e3 TOro BBICOKMIT PUCK PasBUTHSA CaxapHOro auabeta [7-9)].
Eme onHoI maTonormet, NpMBOJALLEN K IIEPETPy3Ke XKefe-
30M, SIBJISIOTCS KaK BPOXKIEHHBIE, TaK U IPUOOpeTeHHbIE
reMo/ATNYeCKyie aHeMuy. HeoOXOfMMO YInTBIBATh U BO3-
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MOJXHBI/ ATPOT€HHbINI MEXaHU3M IIE€PErPY3KU JKee30M
B pesy/bTaTe Iepefo3MpOBKM IperapaTaMu JKenesa, bec-
KOHTPO/IbHOTO ITPMMEHEHNS XKeIe30CofiePyKallyX MUITIEBIX
I06aBOK, YaCTOTO MepeMBaHIA SPUTPOLIUTAPHOI Macchl [3].
ITpu mofo3peHy Ha TeMOXPOMATO3 HEOOXOIVMO He TO/IBKO
OLICHNUTb YPOBEHb CHIBOPOTOYHOTO XKejle3a 1 (heppUTHHA,
HO U OIIpeNe/INTD caTyparyio Tpancdeppuna. [Tpy nosbie-
HMY YpoBH ¢epputuHa > 200 MKI/7 Y skeHIIH 1 300 MKT/1
y MY>K4nH, caTypaiun TpaHcepprHa > 45% y >KeHIMH
1 50% y My>K9MH ¥ OTCYTCTBUM ABHOI IIPUYMHBI IIEPErPy3-
KU JKele30M HeOOXORMMO IIPOBEEHIE TeHeTNYECKOro 06-
crefoBadus [4].
[ToMMMO OT/IOXKEHMS U3OBITOYHOTO JKe/le3a B TKAHAX IIede-
HM, TIOJPKETYJOYHOM >Kelle3bl, MMOKap/a, BOSMOXKHO TaKXe
HOpaXXeHNe K/IETOK MO3Ta. DT TeHETIYeCKY 00YC/IOB/IeHHAs
IIATOJIOTVL HOCUT Ha3BaHMe «HeJpodeppUTHHONATIAL» YN
HelTpojiereHeparyis C HaKOIUIEHVeM Kerle3a B Mo3re (B MeXIy-
HapopHoit teparype NBIA - Neurodegeneration with Brain
Iron Accumulation). Cy1iiecTByeT MHOTO K/IMHIYECKIX Pas-
HOBMIHOCTEN HeilpopeppUTUHONATUN, IPOABIAIOIVIXCA
Pa3MIYHBIMM BapMaHTaMJ HEBPOTIOIMYECKON MaTOMOTH,
B 3aBMCHMOCTY OT JIOKa/IM3ALVV OTTIOKEHNS XKele3a — 9KCTpa-
MMpaMIJHbIE PACCTPOIICTBA, HAPYLIEHNE 3PEHNs, KOTHUTVB-
Has gucdyHkuy. CBA3aHBI 9TY NPOSBICHNA C MyTalVAMY
pasmdHbIX reHoB. OfHIM 113 TEHOB, My TaIA KOTOPOTO IIPH-
BOJWT K pa3BUTHIO HelipodepputiHonatuy, seaercs FIL.
JlaHHBIiT TeH KOAMpPYeT 6eMoK JIerkolt teru deppuryHa. My-
TalMy 3TOTO TeHa MPUBOJAT K PasBUTHIO HEBPOIOTUYECKOI
IIATO/IOTMY, KaK IIPAaBMU/IO SKCTPAIIVPAMUIHBIX PacCTPOVICTB
BO B3poc/ioM Bospacte [10]. Ho Takke BcTpedaroTcs My Talym
reHa FTL, mposBAtommyecs pefkor ayTOCOMHO-OMIHAHT-
HOII runepgeppuTHHeMyell ¢ pasBUTHEM KaTapakTbl. Ha-
CTIECTBEHHDIIT CHHAPOM THUIeppeppUTHHEMIN-KATAPAKTBI
(Hereditary Hyperferritinemia - Cataract Syndrome - HHCS)
XapaKTepU3yeTcsl BBICOKMM YPOBHEM ChIBOPOTOYHOTO (hep-
putuHa 6e3 neperpysku >xenesoM. Karapakra passuBaercs
U3-32 OTVIO>KEHMIT L-(peppuTiHa B XpycTaiKe 1 IMeeT Xapak-
TEPHBIIT «IIOPOIIKOOOPasHbIi Biz». BrepBeie nH(OpMaLys
00 3TOM CHHApPOMe MOSIBIIACH B KOHIIE 90-X IT. XX B. PasHblie
ABTOPbI 3aHVMA/IVCD OIVICAHMEM CEMENHBIX C/Ty4JaeB JAHHOM
TaTO/IOTVY, HO HaM He YHanoCh HaliTH yOeMTe/TbHBIX CTaTIC-
TUYECKMX JJAHHBIX O BCTPEYAEMOCTH 3TOTO CMHPOMA B JIO-
CTYIHbIX MCTOYHVKAX /INTepaTypbl. IIpy aHa/mMse omcaHHbIX
B HAaY4YHBIX MICTOYHMKAX CTy4aeB ObUIM CHOPMYINPOBAHbI
OCHOBHBbIE KIVHIKO-TA00paTOPHbIe KPUTEPYM IIOCTAHOBKY
IAHHOrO Ayaryosa [11]:
®= TIOCTOSHHO BBICOKUII YPOBEHD CBIBOPOTOUHOTO (heppUTHHE;
= HOPMA/IbHas1 KOHIIEHTPALVsl PaCTBOPMMOTO ChIBOPOTOY-
HOT0 JKefle3a 11 TpaHCeppUHa;
= HOpMaJIbHble TI0Ka3aTemy KIMHIYECKOTO aHa/3a KPOBI
¥ GMIOXVIMITIECKVIX MapKePOB IIOpaKeHNs IIeYeH;
= XapaKTePHBIIT «IIOPOIIKOOOPA3HbII» BUJ KaTapaKThI;
= Hajm4ue HOfFOOHOI [ATONIOruN y ONM3KUX POLCTBEH-
HIKOB;
= OTCYTCTBME K/IVMHWMYECKMX CUMIITOMOB, KpOME Hapylle-
HMA 3pEHNA 13-3a KaTapaKThlL.
ITpu moATBEP)KIEHNN JAHHOTO [MAarHo3a JiedeHne He Tpely-
€Tcs1, KpOMe 3aMeHbI XPYCTa/MKa, TaK KaK 9Ta IIaTO/OIMA Xa-
pakTepusyeTcs 67aroIpUATHBIM IIPOTHO30M M OTCYTCTBUEM
KaKyMX-/M00 K/IVHUYECKIX TIPOsIBIICHUI.
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KnuHuueckuin cnyyail cuiapoma runepdepputnHemum
CKaTapakToii

B peanbHOI aMOY/IaTOPHOIT MPAaKTUKe HAOGMIOAA/ICA TAKO
KIMHMYECKMI CTy4ait: 06paTmIach JXeHIyHa, 60 e, 6e3
XPOHMYECKIX 3a00/IEBaHNMIT B aHAMHE3e, He 00CTIeI0BaIach,
JIeKapCTBEHHbIE IPeTIapaThl He IPYHIMAIA.
HacrencTBeHHOCTD He OTATOLIEHA.

Brepsbie B 2022 I. OSBMINCD >Kao0bl Ha C/1abOCTb, ChIITb
Ha ThUIbHOJ IIOBEPXHOCTM IIPABOJ CTOIIBI T€MOPPArN4€eCKOrO
XapakTepa, Iepuoandeckyio 607p B cycraBax. Obparunach
K Bpady-peBMaToOry, 6blIa 00C/IeoBaHa.

IToxasarem KIMHNYECKOTO 11 OMOXMMUYECKOTO aHA/IN30B
KpOBM ObUIH B IIpefienax ped)epeHCHBIX 3HaYeHmit. PeBmaro-
upHblit pakrop coctasmn 7 ME/mm, AL (antrTena K 1u-
KIMYeCKOMY IMTPY/UIMHCOiepKaleMy IenTuny) — 4 En/mr.
BoLaByieHO MoBblIeHNe YPOBHA (epputyHa 1o 4000 Hr/M1
(nopma o 200 Hr/m).

YuuTbIBas MOAB/EHNE TeMOPPATIIECKON ChIIN ¥ BBICOKMI
ypoBeHb (heppuTHHA, ObUT BBICTAB/IEH [IYATHO3 «BACKY/IUT»
U Ha3Ha4YeH MeTIIIPEHU30/IOH B jo3e 8 Mr B ieHb. Ha ¢one
TepaIy COCTOsTHYE He MEHSIOCh.

Crycrs AT MecAIeB Tepaluy IIpy IOBTOPHOM OCMOTpe
COXPAHSINCD JKa7I00BI Ha CNab0CTh, EPUOANIECKYI0 60Tb
B cycraBax. [Ipu yTrouHeHMu xapakrtepa 60U OKas3amoch,
9TO 6OJIb MOSBIIIACH [PV PUSMUECKOI HATPY3KE VIV IIOCTIe
Hee, IPEUMYIIECTBEHHO B BEeUEepHIE Yachl, MHOI/A BO3HM-
KaJIa IIpy M3MeHeHMY TIOJIoKeHnsA Tena. Vicxops us aToro,
MOYKHO C/IeTIaTh BBIBOJ, O PasBUTUM Y TIALVEHTKN GOMM Me-
XaHIYecKOoro xapakTepa. ChlIlb ¢ MOMEHTa IIepBOTO 3MM3072
He HOAB/LIACh. YPOBEHb (PeppPUTIHA COXPAHICA B IIpefieNiax
2000-4000 Hr/m1.

I1pu pentreHorpadmy Ta300eNPEHHbIX 1 IIEYEBbIX CYCTa-
BOB BBIABJICHO CY>KeHIe CYCTaBHOI! Iel MeHee 4eM Ha 1/3
OT HOPMBI, EVIHIIHbIE OCTEO(UTEL.

C y4eToM 60/IM B CycTaBaX MeXaHUYECKOTo, a He BOCIA/IN-
TEIPHOTO XapaKTepa, Pe3y/IbTaToB peHTreHorpaduy, OTCyT-
CTBUL IMHAMUKY 3a007eBaHNA Ha (POHE MeIVKaMEHTO3HOII
TepaIi, HOCTAB/IeH IMATHO3 «OCTE0ApTPUT».

Tax Kak reMopparidecKas CbIIlb IIOTHOCTBIO IPOLIIA U PeLy-
JVIBOB ee He ObUIO, AVaTHO3 «BAaCKY/IUT» ObUI CHAT. [JyarHos
BaCKy/MTa KaK OFJHOTO 113 IIPOSAB/IEHNIT ayTOMMMYHHOTO 3a-
60/eBaHyAA MOT OBITH IPABOMOYEH TPV COYETaHNM 607N B CY-
CTaBaX BOCIA/ITEIHOTO XapaKTepa, FeMOPPArndecKol ChIIIN
U TIOBBILIEHHOTO YPOBH:I HECKOTIBKVX MAapKepPOB BOCIIA/IEHVIAL
ITareHTKA >Ke UCIBIThIBA/IA O0O/Ib MEXAHIYECKOTO XapaKTepa
B COYETAHNM C EAVHIYHBIM SIM30I0M CBIIIN, K TOMY >Ke ObUII
BbLAB/IEHbI HOpMasibHble yposHU COJ, CPB, PO, AIILII, uto
He MOXKeT ABJLATbCA KpUTepYeM LA IIOCTAHOBKY [MarHo3a
«BacKy7mT». OTHAKO [WIATHO3 «OCTE0APTPUT» OO BACHSIT 60/b
B CYCTaBaX, HO He BBICOKII YPOBEHb (heppUTHHA.

INaryeHTKe ITOCTENEHHO OBbIT OTMEHEH MEeTVIIIPEHI30IOH,
IpoBefieH OHKOCKPYHVHL, B paMKaX KOTOPOTO IaTOIOTHSA
He BbIABJICHA.

JJOKyMeHTaIbHBIX TIOATBEP)KAEHNIT HEeT, HO CO C/IOB IaIy-
eHTKM IIPOBOJVINCH PEHTTeHOrpadys OpraHoB IPYRHOI
KJIETKY, MaMMorpaduist, TacTpo- U KoroHockorms, Y3 op-
raHoB OprolHoIt onocty, Y3V opranos Maoro Tasa. Bee
Pe3y/IbTaThl 00C/IEOBaHY HAXOIWIVCh B IIpefielax HOPMBL
PexoMeHI0BaHO 0OpaTUTBCS K FeMATOJIOTY UL VICK/TIOYEHVIS
CUHJIPOMA NEPErpy3Ky SKee30M.

ITocme KOHCY/IbTAIY TeMATOIOra ObUIM IPOBEMIEHbI JOIIOI-
HUTeNbHBIe McCenoBanyst: pepputyH — 3100 ur/vr, KHTOK
(k03¢ ¢uimenT HachleHNs TPaHCPEPPUHA JKee30M) —
32,4%, OYKCC (o61mas Kene30cBA3bIBaIOLIAsA CIIOCOOHOCTD
CBIBOPOTKM) — 45 MKMOJIB/TIL, >kene30 —14 umonb/n, HXKCC
(HeHACBILIEHHAA JKeIE30CBI3bIBAIOIIASL CIIOCOOHOCTD) — 30
MKMOJIB/11. Bee mokasarernu o6MeHa >kefiesa, 3a UCK/TIOYeHIeM
¢eppyTuHa, 66N B IIpefieniax HopMbL. I1o pesybraTaM aHa-
TM30B CYHJPOM IIEPETPY3KM JKeNe30M MCK/TIOYEH.
IIposeneno renernyeckoe TectupoBanue rena HFE, ot-
BETCTBEHHOTO 32 PEry/LIII0 0OMeHa JKele3a B OpraHu3Me.
JlaHHDBIIT TeH pacno/IokeH Ha KOPOTKOM IlIeue ILeCTOl Xpo-
MOCOMBI ¥ MOXKET TIOfIaB/IATD NIEPEHOC KOMILIEKCA «TPaHC-
(eppuH — Xeme30» yepes MeMOpaHy KJIETOK, B pe3y/bTare
9ero >kesie30 B Bujie (peppUTHMHA HAKAIUIMBAETCA B SHTEPO-
mure. I10aTOMY JTaHHOE TeHeTHYeCKOe TeCTMPOBaHye TIpef-
Has3Ha4YeHO UL BbIABIECHNUA Hambosee YaCThIX MyTaLWil B
rene HFE, KOTOpbIiT OTBEYAET 3a pasBUTIE HACTIEIICTBEHHOTO
reMoOXpoMarosa. Pesynbrar TecTMpoBaHMA OTPULIATEIbHBII.
[emaTonor MCK/IIOYIIT PasBUTHE TIEPETPY3KI JKEIE30M U Ha-
CIEICTBEHHbII FeMOXPOMATO3.
B manbHelieM, Ha IpyeMe Y Bpada-TepareBTa, IMalyeHTKa
Ka/IoBa/ach Ha C/MabOCTb, MOBBIIIEHHYIO TPEBOXXHOCTD
Ha (poHe IepeXXnBaHMit O CBOeM [uarHose. Pe3ynbrarsl a-
6OPATOPHBIX MCCIIETOBAHMIL ITPENCTAB/IEHDI B TAO. 1 11 2.
Tak KaK OCHOBHBIE IIPUYMHBI ryTiepdeppUTIHeMUM (OHKO-
TIOTMYECKUI IPOLIeCC, BOCTIATUTENbHbIE 3a607eBaHIs, 3260-
TIeBaHVA TIeYeH, TIeperpy3Ka JKefie30M, HacIeICTBEHHbIIA re-
MOXPOMATO03) GBIV MCK/TIOUEHBI, IIOC/Ie M3YYeHNsT HAyIHbIX
VICTOYHVKOB OBbUIO CIE/IAHO IIPEMIIOIOXKEHIe O Ha/IYNY Y T1a-
I[VEHTKM CMHIPOMA HaCTIeICTBEHHOI runepheppUTIHEMUNL.
B nonp3y sToro auarHosa cBUJETENbCTBOBA/IN OCTOSHHO
BBICOKIIT YPOBEHb CBIBOPOTOYHOTO (peppUTHHA, HOPMAJIb-
Hasl KOHIIGHTPALVA CBIBOPOTOYHOTO XKeye3a ¥ TpaHcheppu-
Ha, HOpMaJIbHbIe II0Ka3aTe/Iy KIMHIIECKOTO aHa/In3a KpOBI
U OMOXMMIYECKVX MapKepoB HopaxeHys nedenn. OfHako
3Ta TUIOTe3a TpeboBaja yTOUHEHN aHaAMHe3a.
B x0fie IIOBTOPHOTO OIIpOCa U HOJPOOHOro cbopa aHaMHe3a
Bpay BBLACHWIA, YTO B PAaHHEM JIeTCTBE IMATHOCTMPOBaHA
BPOXKfIeHHAA OBYXCTOPOHHSAA KaTapaKTa, IIPOBEMIEHO Olle-
paTuBHOe BMelaTenbcTBo. Kpome Toro, y 6mokarimmx pop-
CTBEHHNKOB (y Marepy, IBYX CecTep, CbIHa, IIEMsIHHVKOB)
TaKKe IMArHOCTMPOBaHa BPOXKIeHHas KaTapakTa. Bee pon-
CTBEHHVIK, VIMEIOIIVe B aHAMHe3€ BPOXKJIEHHYIO KaTapaKTy,
CHa/ aHa/IV3 Ha YpoBeHb (peppuTuHa. BiAB/eHa KOHIEH-
Tpauus depputyHa = 2000-4000 Hr/Mi1. Taxoke IpuIeTbHO
OBbUIM YTOYHEHBI 0OCTOATENbCTBA BOSHMKHOBEHNS CHIINIL:
TTAIYIEHTKA BCIIOMHIIA, YTO ChIITb HA HOTe TOSIBI/IACH TI0CTIE
TOT0, KaK OHA YPOHI/IA TsDKEIBII IIpeaMeT Ha HOTY.
B pesynbrate 06cmeoBanys 1 IOBTOPHOTO cOOpa aHaMHe3a
ObUI BBICTAB/IEH MATHO3: «HACTIEACTBEHHAs IUnepdeppuTu-
HeMMsI», TaK KaK OTMeYasloch COOTBETCTBIE BCEM KpUTepH-
SIM, @ UMEHHO:
= IIOCTOAHHO BBICOKII1 YPOBEHb CHIBOPOTOYHOTO (heppUTHHA;
= HOpMA/IbHas KOHIIEHTPALVIs paCTBOPMMOTO CbIBOPOTOY-
HOTO Kefe3a I TpaHcheppyHa;
= HOpMa/IbHbIE TTOKA3aTeNMy KAMHIYECKOrO aHa/IM3a KPOBU
¥ GUOXVIMITIECKIX MAPKEPOB IIOPaKEHIIS [IeYeHs;
= Ha/IM4ye KaTapaKThl B aHAMHe3€;
= Ha/IM4ye IOOOHON TATONIOTMY Y O/IMSKIX POTICTBEHHIKOB;

JddekTBHAA dapmakoTepanua. 8/2025



Ta(fmma 1. Pesyﬂbmamm KAUHUYECK020 aHanu3a Kkposu

KNMHNUeCkaa npakTika

IToxasarenn Pesynprar Epyaunpl u3mepeHus PedepencHbie 3HaYEHUS
Temorno6uH 138 T/n 112-153
OPUTPOIUTEI 4,53 x 10%/n 3,8-5,15
Iemaroxput 41,10 % 34,9-46,6
CpepHimit 06beM SpUTPOLIUTOB 90,7 b1 82-98
Cpernnee copiep>xanne Hb B apurpornmre 30,50 nr 26,7-33
Cpennsis KoHueHTpays Hb B apurponmrax 336 /1 314-349
IIBeTOBOII MOKa3aTeNb 0,91 0,85-1,00
TpoM6onUTEL 282 x 10°/m 152-372
JIeiKOITh 5,25 x 10°/n 374-10.8
Hesperble rpanyonuThI 0,01 x 10°/n 0-0,09
Hespenple rpanynonuTht 0,2 %

HeiiTpoduisl cerMeHTOsARepHbIE 2,44 x 10°/n 1,5-6,8
HeitTpodusl cerMeHTOsAepHbIE 46,50 % 38,85-74,57
S031HOGUIIBI 0,08 x 10°/1 0-0,4
So3nHOGUIBI 1,5 % 0,2-5,1
basodnb 0,03 x 10°/n 0-0,7
Bbazoduibt 0,6 % 0-1
MoHoLuTEL 0,41 x 10°/1 0,3-1
MoHoITBI 7,8 % 4,2-12,5
JInm¢ouuTs 2,29 x 10°/1 1,1-3,3
JInmdouuTs 43,6 % 21,9-50,3
CO?3 (mo Becreprpeny) 12 MM/4 0-20

= OTCYTCTBME KIVHNYECKMX CMMIITOMOB, KpOMe Hapylle-
HILA 3pEHIIA M3-3a KaTapaKThl.

ITanmeHTKe pasbACHUINM, YTO HajbHENIIas Tepanus
He TpeOyeTcs, ITOCKONbKY B JAaHHOM CITydJae U30BITOK (ep-
PUTMHA HAKAIUIMBACTCA B XPYCTA/IMKE I71a34a, BbI3bIBA Ka-
TapakKTy, HO IIOC/IE OLEPaTVBHOTO BMEIIATEeNbCTBA STOrO
IPOMCXOAUTD He 6ymeT. [Ipyrie OpraHsl u CUCTEMBI He I10-
BPEX[EHBI.

ITocrne KOHCY/IbTallIM1 CAMOYyBCTBJE NMALVIEHTKN YTydIIN-
7I0Ch, TPEBOXKHOCTD Gorblle He Gecriokomma. JJaHbl peko-
MEHJALM 1O MeVKAMEHTO3HOM ¥ HeMeMKaMeHTO3HO
TepaIny 0CTeOAPTPUTA. JTAIIbl 06C/IENOBAHNSA U YCTAHOBKY
AVarHo3a ManeHTKN IPEICTaB/IEHbI Ha PUCYHKE.

06¢cyxpeHne

Ecny y maumenTa BbisABNeHa runepdepputuHemMusi, He-
00XOIMMO TPOBECTH TIATENbHOE 00CTIeNoBaHIe, YTOObI
OIIpEeeNUTh IPUYNHY ITOTO TA6O0PATOPHOTO OTKIOHEHVISL.
B x/mHMYecKoi paKTyiKe MOBBIIIEHNE YPOBHA deppUTHA
B CBIBOPOTKE KPOBM MOYKET OBITh CBA3aHO KaK C BOCIIA/IN-
Te/IbHBIMIL WJIV OHKOJIOTMYeCKVIMI [IPOLIECCAaMM, TAK M € TaTO-
JIOTVISIMY, BBI3BIBAIOIVIMY IIEPEIPY3KY OPTaHU3Ma XKee30M.
B cBs13u1 ¢ 9TMM B IIepBYI0 OYepenb HEOOXOVMO UCKITIOUNTD
CUHJIPOM IIeperpy3Ky Xele30M, [IPOSABICHNAMU KOTOPOTO
SIBJIAIOTCS. HEMOTVBYPOBAHHAA CTabOCTb, TMIIePIUTMEHTa-
V51 KOYKH, TIPYU3HAKY TIOPKeHIs TIeYeH I, apUTMILS, Ceped-
HasI HEIOCTATOYHOCTb, YIIOpHBIe apTpanrun. JlabopaTopHsie
KpUTepyy JaHHOTO CYHJpOMa Crienytomye [12]:
= CTOVIKO€ TIOBBIIIIEHNE COflEPYKaHNSI CBIBOPOTOYHOTO ep-
putuHa (cBbie 1000 MKI/T) B OTCYTCTBUE OYEBIUIHOTO
BOCIIQ/IUTEIBHOTO, [ECTPYKTMBHOTO WM OITYXO/IEBOTO
TIPOLIeCCa;
= CHIDKeHMe CofiepyKaHusi TpaHcdepprHa B CbIBOPOTKE KPO-
Bu u OXKCC;

Kapmonorm‘a I1-aHruonorua

Tabnuya 2. Pesynomamot 6U0XumMu4ecko2o0 aHanusa Kposu

IToxa3arennb Pesynbrar Emymmusr
V3MepeHus
TupeorpomHblii TOpMOH 2,680 MKME/mn  0,27-4,2
Tnroko3a 5,6 mMonb/n  4,1-6,0
XonecrepuH 5,70 MMOJIb/ I
Xomnecrepun JITIBIT 2,17 MMOJIb/JI
Xonectepus JIITHIT 2,93 MMOJIb/TI
(psimort MeTox)
Tpurmunepnmpr 1,13 MMOJIb/JI <1,7
AnanvHamuHoTpaHcepasa 22,8 En/n <33
AcnapraramuHoTpaHcdepasa 21,2 En/n <32
KpearunknHasa 104 En/n <170
(xpeatnHpOCchokmHa3a)
Qepputun 3500 HI/MJT 15-200
CbIBOPOTOYHOE >Ke/Ie30 14 MKMO/b/n  8,96-30,43
Tpaucdeppun 2,5 r/n 2,0-3,6

= IOBBILIEHVe K03 duIMeHTa HachlleHys TpaHcdeppuHa
>kernesoM (> 60%);

" IOBBIIIEHHAsI SKCKPELsI JKele3a ¢ MOYON (CIIOHTaHHasI
¥ VHYLPOBAaHHAsI BBETEHVeM fle(pepOKCaMIHa — «JIec-
(beparoBblit TeCT»).

ITpu BbLsABIeHNHM TAOOPATOPHBIX UM KIMHUYECKUX IIPU-

3HAKOB IIEPErpysKi XKejle30M JanbHeliiree 06cenoBaHme

B 3aBMCUMOCTH OT K/IMHIYECKOI CUTYALMI MOXET BKJIIO-

Yarh:

= TUCTOJIOTMYECKOE VCC/IENOBAaHNE KOCTHOTO MO3T C BbIAB-
JIleHVieM HOBBILIIEHHOTO KOMIYeCTBa CHAepoOIacToB;

= OUOIICHIO TIeYeH C OIpefe/ieHNeM COTepyKaHusl JKeesa
B TKaHI;

" MarHMUTHO-PE3OHAHCHYIO TOMOTPA(IIio IIeYeHN ¥ CEpALA
B pexxume T2.

PedepencHble 3HAUEHUS

LleneBoit ypoBeHb onperenaercs
CTelneHblo pyicka passutisa CC3



KnHnyeckas npakTuka

Kamo6br: cTaboCTh, CHIIb Ha JIEBOJI TOBEPXHOCTY IIPABOJi CTOIBI FeMOPPATriMIecKOro XxapakTepa, Heprofireckas 607b B CyCTaBax.
JuarHocruka: pepputun (4000 Hr/mi), PO, AT, KIMHMYIeCKWiT ¥ OYIOXMMIYECKIIA aHaIN3bI KPOBY B IIPefieNax

pedepeHCHbIX 3HAYEHMIL.
Jaraos: BacKyJInr.
Tepanus: MeTUIIPEFHU3ONOH — 8 MI B [ieHb

JKano6sr: cnabocrs, meprofmdeckasi 6071b B CyCTaBaX MEXaHMYECKOTO XapaKTepa.
JuarsocTuka: bepputuH B jyHamuKe (2000-4000 Hr/MiT), peHTreHOrpadus Ta300ePEHHbIX ¥ I/IeYeBBIX CYCTaBOB, OHKOCKPYHIIHT,

OTpV[IIaTe)IbeI]}‘[ peSyHbTaT TE€HETNYECKOrO TECTUPOBAHVIA.
JMarHo3: 0CTe0apTpPUT.
Tepanusi: 0OTMeHa METH/IIIPESHI30/I0HA

7Kamo6s1: cmaboCTh, MOBBILIEHHAS TPEBOXKHOCTb.

JOuarHocTuka: GepputuH (3500 Hr/MT), KIVMHUYECKUIT M OMOXMMIYECKUII aHaIM3bI KPOBY B IIpefienax pedepeHCHbIX

3HAYEHU.
JIuarHo3: HacIeICTBeHHas TuIepdeppUTHHEMISL.
Tepanus: He TpebyeTcst

Bpemennas wxana nocmanoexu 0uazno3a y o6cynoaemotl nayueHmxu
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TiarenpHbIl COOp aHAMHE3a — KIIFOYEBON POLIECC ISt BbI-
SIBJIHVIS IIPUYVH IIeperpy3Ki >kenie3oM. [ToaTomy HeoOxopu-
MO BBIACHUTb CJIETYIOIIe MOMEHTDL:
= HaaM4Me B aHaMHe3e TeMaToIOTMYEcKUX 3a0O07IeBaHMIA,
TIPOSIB/IAIOLIVIXCS TEMOIM30M;
= [IpUeM >KeNe30COfePKallyX MPerapaTtoB M MUILEBbIX JI0-
6aBOK;
= Ha/I/4ye XPOHMYECKIX 3a00/IeBaHit, B TePaIy KOTOPBIX
MIPYMEHSUIVCh TTOBTOPHbIE TeMOTPaHCy3Iu;
= Ha/IM4ye XPOHMIECKIX 3a00/IeBaHMIT [IEYeHI.
Criefiyet nMeTh B BUJLY, YTO y HEOOC/IETOBAHHBIX paHee IIa-
LIMEHTOB I'eMO/II3 MOXKET OBITD BbLABJIEH BIIepBble. [loaToMy
Ipy 00CTIeRoBaHMY HeOOXOAMMO OLIEHVBATh COIEpKaHIe
cB06ORHOrO (HempsiMOro) 6umMpy6uHa, MOBbIIIEHNE KOTO-
POro XapakTepHO VIMEHHO st reMonusa. [Ipu oneHke mo-
Kasaresiell K/IMHIIECKOro aHanmmsa KpoBy HeoOXOaMOo 00-
pallaTh BHUMAaHMe Ha KOMIYECTBO PETUKYIOLIUTOB, TaK KaK
PETUKY/IOLUTO3 XapaKTepeH L TeMO/I3a.
Y 6OMBIIMHCTBA TALIEHTOB [TPY Ha/IYMY JIATETBHO CYIile-
CTBYIOLL[ETO TeMO/II3a OOBIYHO PA3BUBAETCSI HOPMOLIUTAPHAS
aHemys1. Ho y yacTy manyeHTOB Y XOpOILLIeli pereHepaTop-
HOJT CITIOCOOHOCTY KOCTHOTO MO3Ta YPOBEHb IeMOIIOOMHA
MOXeT ObITh B HOPMe VIV HESHAYUTEIbHO IIOHVDKEH.
IIpu guarHocTMKe 3a60/MEBaHMIT ITeYeHN, OCHOBBIBASCH
Ha K/IVHIYECKIX, TA00PATOPHBIX M IHCTPYMEHTA/IbHbIX [JAH-
HBIX, C/IeyeT YYUThIBATD, YTO CYLIECTBYET IBa BO3MOXKHBIX
YTV B3a¥IMOCBSI3M MEXTY TTaTOJIOTMEN TIeYeHN U Tieperpys-
KO >KeTIe30M.
Bo-mepBbix, mobas 607me3Hb MmeveHy, COMPOBOYKIAMOIIASICS
Paspy1LeHIeM TeITaTOLITOB, MOYKET IPUBECTI K M30OBITKY JKe-
7e3a B OpraHmsMe 13-3a ero BbIXOfja U3 KIeTOK. Bo-BTODBIX,
M30BITOK >KejTe3a, 00pa30BaBILIAIICS B pe3y/IbraTe IlepedrCcreH-
HBIX Bblile (JaKTOPOB, MO>KET OTK/IJbIBATHCA B ITEYEHN.
YT06bI YCTAHOBUTb TOYHYIO IIPUUNHY U CIEACTBIE IOPaXKe-
HYIA [IeYeHN U IIeperpy3KI JKele30M, HeOOXOMMMO TILATe Tb-
HO V3y4MTDb aHAMHe3, BK/II0Yas HaC/e[CTBEHHBIN (akTop.
Taxoke pexomenpyercst mpoBectyt MPT 1 6uorncuio nedeHi.
ITpy Ha/muMY IPUSHAKOB IIEPETPY3KM JKENE30M M OTCYTCT-
BUY BBIAB/IEHHBIX IIPMYMH STOV IATOJIOTMY TIPEIIONaraT
ee IIepBUYHBIIT XapaKTep, 4TO TpeOyeT IIpOBeeHIs TeHeTH-
YecKoro obcnenoBanms [3, 4].

IIpyroii, Hanbosee 4acThiit BapyuaHT runepdeppurnHe-
MUM — OTCYTCTBIE IIePETPY3KM SKee30M. B Takux cmyvasx
BBIABJIAETCA TOBBIIIEHIE YPOBHSA CBIBOPOTOYHOTO (ep-
PUTHHA IPU HOPMAIBHBIX WM TIOHVDKEHHBIX KOHIIEHTpa-
LMAAX JKe/e3a 1 caTypaunu tpancdepprHa. Hepenko BbI-
ABJIAETCA Y TUIIOXPOMHAs WY HOPMOXPOMHasA aHEMIUS,
TaK HasblBaeMas aHeMMs XPOHMYECKUX 3a00/IeBaHMIL.
B Takux cnydasx HoBbllIeHMe YPOBHs (peppUTUHA ABIA-
eTCs MapKepOM BOCIIA/IUTEIBHOTO VIV OHKOJIOTMYECKOTO
mporecca. Y TakuXx MaIyeHTOoB IIpu cbope aHaMHesa, (u-
3MKaIbHOM ¥ TA60PATOPHOM 0OCIENOBAHIN HEOOXOIMMO
BBIAB/IATD IPYM3HAKI BOCIIATIEHV VI 37I0Ka4eCTBEHHOTO
HOBOOOPa30BaHMA — HEMOTVBUPOBAHHYIO CNTabOCTb, TH-
HepTepMUIO, CHIDKEHIE MACChl TeMa, a TAK)Ke TIOBBIIIEHIe
ypOBHs Apyrux mMapkepos BocmaneHus: CO9, CPB, ¢u-
OpyHOreHa I T.1.

Y 60/IbIIMHCTBA AL[VIEHTOB C IIOBBIILIEHHBIM YPOBHEM (ep-
PUTHHA B CBIBOPOTKE KPOBM IIPM TIIATENTbHOM 00C/IefoBa-
HMY YHAeTCs BBLIBUTDH BOCIA/IMTE/IbHBII MY OHKOJIOTHYe-
CKMil TIporiecc mb0 CUTYaL[UIo, IPUBEALIYIO K TIEPerpysKe
xene3oM. Ho B Tex cyyasx, korja He yaeTcs BBIABUTD
HMKAKOJT TTaTO/IOTMY, KPOMe TIOBBIIIEHNS YPOBHSA ChIBOPO-
TOYHOTO (PePPUTHHA, CIIEAyeT IOMHUTD O IUnepdeppuTH-
HeMUYEeCKOM KaTapaKTa/lIbHOM CHMHAPOME, IOATBEPXKAasL
CBOM IIPENIIONIOKEHNs TIIATENbHBIM COOPOM aHAMHE3a,
B TOM YICJIe CEMEITHOTO, U IPOBeJeHNEeM TeHEeTYeCKOro
UCCTIeNOBaHMA.

3aKnoueHue

B pyTuHHOI aMOyIaTOPHOI IPAKTHKE BPad B OCHOBHOM
CTA/IKMBAETCS C TUIMYHBIMU KIMHIIECKIMIL CUTYALISIMIL,
IIpY KOTOPBIX aJITOPUTM JUATHOCTUYECKOTO MOVCKA JUKTY-
eTCsl KaK KIVHWYeCKMMI PEKOMEHIALVISIMIL, TaK ¥ OTIBITOM,
CcOOCTBEHHBIM MM cBOMX Komier. OnHAKO MHOIA BO3HIIKA-
0T CUTYALIN, KOTOPBIE BBIXOJSAT 32 PAMKII IIPUBBIMHOTO.
KaxoBbl 5ke TO/DKHBI ObITD IEMICTBIA Bpaya B MOTOOHBIX CH-
Tyauusix? Bo-IepBbIX, TIIATEIbHO COOpAHHBI aHAMHE3 3a-
6omeBaHust 1 ceMeliHblit aHamHe3. [TanmenTy Heo6xomMMO
3ajaBaTh KOHKPETHBIE HABOISLIVE BOIIPOCHI, HEPEMKO Kaca-
FOL[VIECST TABHO IIPOILEIINX COOBITHIA, O KOTOPBIX OH He CU-
TaeT BO3MOXKHBIM COOOIIATD.

JddekTBHAA dapmakoTepanua. 8/2025



Bo-BTOpbIX, TIIaTeNbHOE 00C/IE0BaHe, KOTOPOE IO3BOJINT BbI-
SIBUTD JOTIO/THUTETbHbIE IIPU3HAKY NMEIOLIETOCs 3a00/IeBaHMSL.
B-TpeTbix, Bpad HO/DKEH U3YYUTh HAYYHYIO IUTEPATYPY, KaK
OTeYeCTBEHHYIO, TAK U 3apYOEXKHYI0, YTOOBI HANTY [IOXOXKIE
KIMHMYECKe CITyYay ¥ JIydlle OHATb, KaK [elICTBOBATh
B IIOJJOOHBIX CUTYyaIVAX.

Ha npumepe uctopyyt 607e3HM 9TOM MALVEHTKY, Y KOTOPOI
HaOIIOfA/IOCh CTOJKOE MOBBILIEHVe YPOBHA (peppuTrHa,

Nureparypa

KNMHNUeCkaa npakTika

MOXXHO YBUJETb, KaK Ba>KHO IIPOBECTH IIOJIHOE 0OCTIeIoBa-
HIIe, 4TOOBI MCKTIOYNTD Apyrue 3aboneBanms. Taioke He-
06x07MMO coOpaTh aHaMHe3, YTOObI YCTAHOBUTD Ha/dyie
CeMeITHOrO CUHApOMa rurepdeppuUTHHEeMUI-KaTapaKThL.
ToJbKO IOC/IE 3TOrO MOXXKHO IIOCTABUTb TOYHBIN JUArHO3
U 3aBEPIINTD 3aTAHYBIINICA IPOLIECC HATHOCTUKIL.
Kongnuxm unmepecos. Asmopui 3asensiom
06 OMCYymMCMBUU 803MONCHO20 KOHPIUKMA UHIMEPECOs.
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Ferritin is one of the important proteins in the human body and is responsible for the deposition of iron. In addition, it is

a marker for the acute phase response. An increase in ferritin levels, or hyperferritinemia, can be caused by several factors.
This often occurs in the development of inflammatory, tumorous, and destructive conditions. More rarely, elevated ferritin
levels and serum iron concentrations can be due to a true increase in these markers leading to what is known as 'iron
overload'. As a result of prolonged increases in iron concentrations in the body, iron can accumulate in the tissues of different
organs, leading to hemochromatosis. Some common causes of secondary iron overload include liver disease (such as

viral hepatitis and alcohol-related damage), hemolytic anemias, and inappropriate administration of iron supplements.
Therefore, if hyperferritinaemia is detected, doctors should conduct a thorough evaluation to identify the underlying cause

of the laboratory abnormality. However, there are also rare diseases manifested by hyperferritinaemia and presenting significant
diagnostic challenges. The purpose of describing this clinical case is to report on a rare pathology - the hyperferrinemiacataract
syndrome. The article presents characteristic signs of the hereditary hyperferri-nemic-cataract syndrome: constantly high levels
of serum ferritin, normal results from complete blood count tests and biochemical markers for liver damage, concentrations

of soluble serum iron and transferrin, a characteristic powder-type of cataract, the presence of this pathology in close relatives,
lack of clinical symptoms except for vision impairment caused by cataract. The results of laboratory and instrumental
examination made it possible to rule out other causes of hyper-ferritinemia and end the complex diagnostic process.

Keywords: hyperferritinemia, ferritin, hyperferritinemia-cataract syndrome, iron overload

Kapmonorm‘a I1-aHruonorua

43



