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UccnepoBaHue 3HauyeHue En. nam. HopmanbHble

3Ha4YeHuA

FEEHETUYECKUE UCCINEAOBAHUA

TepaneBTUYeCKUe uccnenoBaHusA

HacnencrBeHHbIN reMoxXpomMaTo3 A27.05.010, A27.05.009 (Mpukas M3 P® Ne 804H)
[lama uccrnedosaHus:

Cemoxpomatos HFE: His63Asp (H63D) Asp/Asp
Ob6HapyxeHa 20M03u20mHas Mymauusi

Femoxpomato3 HFE: Cys282Tyr (845 G/A) Cys/Cys
Mymauus He obHapyxeHa

Femoxpomato3 HFE: 193 A>T (S65C) Ser/Ser

Mymauyuu, omeemcmeeHHoU 3a pa3sumue 2emoxpomamosa 1 mura, He 8bisi8/IeHO

Bbiaenenue [JHK u3 kposu BbinonHeHo
[Hama uccnedosaHusi:

3akntoyeHne Bpava-reHeTuKa no ogHOMy BUAy uccnenoBaHun BeinonHeHo
[Hama uccnedosaHusi:

P/
7 Edpemenko 3.A.

NOJNUCH Pacumdposka nopnucu

3asenytonias nadoparopueii

Ctpannua 113 3



664007, Hpkyrckaa obaactsb

V24 TOHUUAAD oabiT

TeA.(3952) 288-688

UccnepoBaHue Pe3synbTaT

HFE: 193 A>T (S65C) Ser/Ser

HFE: His63Asp (H63D) Asp/Asp

HFE: Cys282Tyr (C282Y) Cys/Cys
3asiroueHume:

Mpu - NpoBeaeHWM  MONEKYNSPHO-FEHETUYECKOro  uccnegosaHus  nonumopdusmos  reHa HFE,
OTBETCTBEHHOIO 3a pa3BuTMe remoxpomato3a 1 Tuna obHapyxeHa Hambonee 4acTo BCTpevarolwasics MyTauus
(His63Asp) B roMo3UroTHoi (opmMe, 4To NOATBEPXKAAET ANArHO3 reMoxpomaTto3 1 Tmna (Kraccuueckuin).

Fen remoxpomarto3sa (HFE) koavpyeT MeMbpaHHbIli 610K, BO MHOFOM MOXO0XMWMIA O CBOMM CBOMCTBaM
Ha 6efikn OCHOBHOro Komnnekca rucrocoBMectumoct — HLA. [lpeanonaraetcsd, 4to 6enok HFE perynupyet
mMeTabonusm xenesa 6narogapsi CBOel CNOCOBHOCTY TECHO CBS3bIBATbCA C  PELEnTOpPOM K TpaHCheppuHYy U, Takum
06pa3oM, M3MeHSTb CPOACTBO PeELenTopa K HECYWEMY >ene30 TpaHc(eppuHy, UYTO MPUMBOAWUT K HapyLIEHMIO
TpaHCropTa »ene3a B LuTonnasMy Knetok. Hambonee yactbiMm MyTauusmm B reHe HFE aBnsiotca Tpu: C187G
(His63Asp), T193A, G845A (Cys282Tyr) — Ha nx gonto npuxoamTcs okosno 97 % cnyyaeB 3aboneBanns. B pesynbtate
MyTaUmMii Npou3BoAUTCS GENoK C HapyLLUEHHOW CMOCOBHOCTBIO K CBSI3bIBAHWUIO C PELIENTOPOM TpaHcpeppuHa. [pu
BapuaHTe His63Asp MpoVCXOAUT MOBbILIEHME KOHLEHTpaUuM Xenesa B LMTOoMNJa3Me KIETOK 3a cyeT 6I0KMpOoBKM
OTpULUATENbHOM PerynsaumMm 1 Bo3pacTaeT pUck passBuTus reMmoxpomatosa. Kak mpaBuno, aphekTbl 3To MyTauum He
NPOSIBNSIIOTCS MPU FETEPO3UrOTHOM HOCUTENbCTBE, OAHAKO MOMYT MPOSIBUTCS B KOMMayHAe C reTeposuroToi no
Apyromy BapuaHTy reHa HFE Cys282Tyr.

FeMoxpoMmaTo3 - HacneacTBeHHoe 3aboneBaHve, CBSI3aHHOE C  HaKOM/eHWeM U3BbITOYHOMO
KonmuecTBa xenesa. B opraHu3M YenoBeka eneso MOCTYNaeT C MULLei U yCBaMBaeTCs KETKaMW KuleYHuKa. Y
60/1bHbIX FEMOXPOMAaTO30M ero BcachlBaeTcs 6osblie, YeM 3TO HEOHX0AMMO UM, TakuM 06pa3oM, OHO HakanIMBaeTcs B
KNeTKax pas/INyHbIX OPraHoB, YTO NPUBOAWT K HaPYLUEHWIO UX (PYHKLIMNA,

Ha paHHuMx cTagusix 3abonesBaHue npoTekaeT noyTtM 6ecCUMNTOMHO, OAHaKo CO BpPEMEHEM HauMHaeT
NpoSIBNATLCA Yepe3 pasfivyHble CUCTEMbl OpraHn3Ma. HakonneHue sxkenesa B KeTKax neyeHn NpUMBOAWT K LMppo3y,
UTO YBENMUMBAET PUCK paka neveHn. Ero v3nuiukv B NogkenyznoqHON enese cnocobCTByOT pa3sutuio avabeTa.
Koxa u3-3a u3bbiTKa >kenesa npuobpeTaeT TeMHbI OTTeHOK (BpoH30BbIN). 3aboneBaHWe Takke MPUBOAUT K
KapavomuonaTtum u npobriemaM B CycTaBax.

PekoMeHAOBaHbl AOMOJIHUTENIbHbIE WUCC/IEeA0BaHMUS:

1.0npeaeneHnst xenesa B CbIBOPOTKE KPOBU;

2.0npepenenne deppuTUHa B CLIBOPOTKE KPOBM;

3.0npegenexne  TpaHcdeppuHa B CbIBOPOTKE KPOBW;

4.0npeaenenne obLiel Xene3ocBasbiBaroWen cnocobHocTn kposu (OXKCC);
5.0npepenenne amuHoTpaHcdepas (AnAT, AcAT);

6.KT nnn MPT opraHoB 6ptoLLHOI NOI0CTY;
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MpakTnyeckne pekomMeHAauUMnu:

1. PekomeHayeTCs OrpaHuunTb n0Tpe6neHV|e NpPoOAYKTOB C BbICOKMM COAEPXXAHWEM >XKene3a (MﬂCO, neYyeHb,
rpevyHeBas Kpyra, a610KkK, rPaHaThbl, KpacHoe BVIHO), OTKa3 OT anKorons

2. Kaxgble 3 Mecdua peKOMeHAyeTCs MpOXOAMTb KOHTPOSIbHblIE OCMOTPbI € Y4YacTMEM racTPO3HTEPOSIOra,
Kapauonora, remartosiora.

3. [lesuHTOKCMKaLMOHHas Tepanus, nnasmadepes, remocopbuusi.

4. JleyeHvie BTOPUYHbIX OCIOXHEHUI rEMOXPOMaTOo3a.
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3aBenyromas nabopatopueit [ Edpemenko 3.A.
MOJMHKCEH Pacumdposka nognucu
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