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MauuneHT:

3akas: Koa naumeHTa: [aTa peructpauum:
[ata poxpeHus: Bo3pacT: Mon:
nny: Kopg NNY:

BepeMeHHOCTb (YKa3zaHO BpauoMm/nayMeHTOM Npu 3aKase):

NPUNOXEHMUE 1 (yactb 1): FEHETUMECKAA OUATHOCTUKA TEMOXPOMATOS3A
Kposb ¢ O[TA, 6 Mn

[OwnarHocTuka BpOXAEeHHOro remoxpomarto3sa

HAMMEHOBAHME UCCJIEQOBAHUA PE3YINbTAT

. . C282Y/N - o6HapyxeH BapuaHT nonumopdu3ma, npegpacnonaratroLunii K pa3BuTUIo
HFE:(SZIQBZJIICT izza%ggg§>A remoxpomaro3a 1 TMna, B retTepo3uroTHon opmMe, KNMHUYECKU 3HaYUMbI reHOTHN
(p-Cy v ( ) npu coyetaHun. CHmkeHne hyHKLUMOHaNbLHOW aKTUBHOCTU (hepMeHTa.

HFE (High Iron Fe): c.187C>G

(p.His63Asp) (rs1799945)

MyTauuit H63D He o6HapyxeHo

S65C/S65C - o6HapyxeH BapvaHT nonumopdurama, npeapacnonararoLwmi K
pa3BuUTUIO reMoxpomaro3sa 1 Tuna, B roMo3MroTHoM ¢opmMe, KNMHUYECKN 3HAYUMBIA
reHoTUn npu coyeTaHun.CHMxKeHne (pyHKLUMOHaNbLHOW aKTMBHOCTU hepMeHTa.
OBHAPY>XEHA TOMO3UIOTHAA MYTALIUA B uccnepyemMbix obnacrtax
reHeTUYeCKUX MapKepoB

HFE (High Iron Fe): c.193A>T
(p.Ser65Cys) (rs1800730)

3aknioyeHve

T eHeTUYECKMIA PUCK HacNeaCTBEHHOro reMoxpomarosa BbICOKUN.
Heobxoammo o6paTuTLCsi 32 KOHCYnbTaUMel K Bpady-crneLmanucry.
MpeacTaBneHHble AaHHbIE U UHTEepnpeTaLus pe3ynbTaToB COOTBETCTBYIOT pekomeHaaunsm European Molecular Genetics Quality Network (EMQN).

OOMNONHUTEJIbHbLIE ®AKTOPbLI PUCKA:
PaLMOH, HACHILLEHHBIN XEe30M, arnkoronmam.

WHdopmauums 06 nccnenosaHmm

CtpaHuya 2 us 3




MauuneHT:

3akas: Koa naumeHTa: [aTa peructpauum:
[ata poxpeHus: BospacT: Mon:
nny: Kopg NNY:
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NPUNOXEHMUE 1 (yactb 2): FEHETUMECKAA OUATHOCTUKA TEMOXPOMATOS3A
Kposb ¢ O[TA, 6 Mn

AunarHocTuka BpOXAEeHHOro reMoxpomaro3sa

HAUMEHOBAHMUE UCCNEQOBAHUA PE3YNILTAT

emoxpomarto3s npeacraensiet Co6oi CnekTp HacneaCTBEeHHbIX 3a60neBaHnit, BOSHUKAIOLLMX NPU HOCUTENLCTBE ONpeaeneHHbIX annenemn reHos,
y4acTByloLIMX B METABONM3Me MOHOB Xenesa. PeaynbTaToM ABNAETCA Ype3MEpHOE HaKONMEeHMe Kenesa B TKAHAX U OpraHax, YTo Bbi3biBaeT
HapyLLeHne nx hyHKUUIA 13-3a NOBLILLIEHHOW NpoAyKUMM cBOBOAHbIX pagukanoB. Hanbonee pacnpoctpaHeH | Tun remoxpomarosa.

Knaccuyeckuin HacneacTeeHHbI remoxpomaros (HIM) obycnoeneH mytauuamm B reHe HFE. 'eH, oTBeuYaloLwmil 3a Knaccu4ecknii HacneaCTBEHHBIN
remoxpomaros (HFE), nepepaercs no aytocoMHo-perieccuBHomy Tuny, nokyc HFE pacnonoxeH Ha y4actke p21.3 XpoMocoMbl 6. Y Kaxaoro
yeroseka ecTb Ase konuu resa HFE - ogHa yHacnegosaHa ot matepu, a apyrasi ot otua. MNpeagnonaraetcs, 4to 10% HaceneHus UMeloT OaHY Komuio
reHa remMoxpomarosa (reTepo3uroTHoe HoCUTENbLCTBO). HO Tak Kak 9TOT reH peLiecCUBHbIN, TO y STUX NIOAEN CUHAPOM NEPErpy3Kku XKeneaom He
BO3HMKaeT. Y Myx4uH 3abonesaHune Bctpeyaetcsi B 5—10 pas yalle, YeM Yy KEHLLMH; Y XEeHLMH 3aboneBaHune yalle BCero passnBaeTcs B
NOCTMeHoMay3e, MOCKOMbKY BO BPEMSA MEHCTPyarnbHbIX KpOBOTEUYEHWIA MPOMCXOAUT PerynsapHoe BbiBeAeHWe N36LITOYHOrO Xenesa U3 opraHuama.
MaHudecTauus 3abonesaHus, CONPOBOXKAAIOLLASICS XapaKTEPHBIMU KIMMHUYECKUMU CUMMTOMaMM, BblsiBNseTcsi 06bI4HO B Bo3pacTe 40—60 neT, Ho
naTteHTHas (NpeuuppoTryeckas) ctaaus 60ne3HU MoXeT bbiTb AMarHOCTUPOBaHa 3HAYUTENBHO paHblle. K HacTosALEMy MOMEHTY BbIABNEHO
HECKOIbKO CBA3AHHbIX C PUCKOM pa3BUTUSA reMoxpomMaTosa myTauui B reHe HFE, Hanbonee 3Hauyumble u3 kotopblx — HFE: 845 G>A, HFE: 187 C>G
M HFE: 193 A>T. 311 MyTauum HacneayeTcs no ayTOCOMHO-PELIECCUBHOMY TUNY.

MeHeTpaHTHOCTb, T. €. YacToTa KIMHUYECKOTO NPOSBEHNst pekux annenbHbiX opm reHa HFE, coctaensieT 70% v Tonbko y 10% nauveHToB
HabniogaeTcs THKENoe MynbTUCUCTEMHOE NOPaXKEHNE OpraHoB.

PaHHUMKM cuMnToMamMu Knaccuyeckux hopm 3aboneBaHus SBMAIOTCA apTpanrusi, XpOHUYecKas yCTanocTb, HapyLueHue OyHKLMK Ta30BbIX OPraHoB Y
MYXXHYMH U aMEHOPEes Y KEHLLUH, NOTEPsi BOMOC, @ TakKe renatoMeranisi, runepnurMeHTaLmns KOXHbIX NOKPOBOB U apTpuT. B aanbHeniuem y
NaLWeHTOB C HAaCNeACTBEHHLIM rEMOXpOMaTO3a MOXET pa3BMBaTLCS HapyLLEHWe (hyHKLMIA NeYeHn BNnoTb [0 LUMppo3a, a Takke caxapHblil anabet 2
TNa U KapauomMuonaTus.

HFE: 845 G>A (C282Y) - Haubonee 4yacToin reHeTu4eckon abeppaunen, npueoasilen K pa3sutuio Havbonee Tsokenblx hopm HIT, saBnsieTcs
roMO3uroTHoe HocutenbCcTeo annenu C282Y B reHe HFE, o6Hapyxueaemoe B 80-85% cnyyaes, TO eCTb B TOM Criyyae, korga obe Konuum reHa,
[0CTaBLUMECs OT poauTenen, HecyT aToT aedekT. ObHapyeHne romoauroTHoro nonnumopguama C282Y 1 H63D B reHe HFE ¢ knaccuyeckon
KapTUHOW reMoXpomMaTo3a NoATBepXaaeT KMMHUYECKUA anarHoa. [ins sepudukaLum auarHo3a B 3TUX criyyasx He Tpebyerca npoeeaeHns 6uoncum
neyeHu. Mpu o6HapyXeHUN NepeUNUCIEHHbIX MyTaLmUin Y 6eCCMMNTOMHOTO HOCUTENSA UMEETCS BLICOKUIA PUCK Pa3BUTUA CUMMTOMOB HaCrNeCTBEHHOTO
remoxpomarosa B 6yayLiem.

Okono 0,5 % npeacrasuTeneil CeBepoOEBPONECKO NONysALUKA SBASIOTCA TOMO3UroTHbIMK No MyTauun HFE: 845 G>A (C282Y). Mpu atom
NpaKTUYECKN BCE NaLMeHTbl TakkKe ABMSIOTCA rOMO3UroTHbIMKU HocuTensmu mytaumn HFE: 187 C>G (H63D). Okono 70% nauveHTos ¢ C282Y
romMo3uroTHow mytauuen HFE reHa, MMeloT NoBbILLEHHBIN YpOBEHb (hePPUTUHA, HO TOMbLKO y 0kono 10% 3TWUX NauMEHTOB NPUCYTCTBYIOT NPU3HaKW
ANCPYHKLUN OpraHoB.

Hanuume romosurotHon mytaummn C282Y B reHe HFE unu komnayHa-reteposurotHocTe C282Y 1 apyron abeppauuy noaTBepXaaeT AuarHo3
HacneaCTBEHHbIN.

Hocurensm Hanbonee arpeccuBHon myTtauum C282Y mMoxeT 6blTb peKOMEHA0BaHO NPOBEAEHNE CKPUHWUHT-TECTA Ha YPOBEHb (heppuUTUHA B
CbIBOPOTKE KPOBU M aHanu3 Ha mytauun C282Y u H63D B reHe HFE y 6nuxailumx poacTBEHHWUKOB Ha npeaMeT 6€CCUMNTOMHOTO TeYeHUs
3abonesaHus.

HFE: 187 C>G (H63D) - npu Hanu4uu AaHHOro nonumopduama BelpabartbliBaeTCs rmUKONPOTEUH C HapyLLEHWEM CNOCOBHOCTU CBA3LIBAHUS C
pacTBopuMbIM peuentopom (TfR) TpaHcMembpaHHoro npotenaa - TpaHceppuHoM. B pedynbrare 3T0ro ABneHus B KNETO4HOW LuTonnasme
NOBbLILIAETCH YPOBEHb COAEPXKaHUS Xenesa U yBenUINBaeTCsi BEPOATHOCTb Pa3BUTUS KIMacCUYECKOro reMoxpoMarosa. [OMO3UroTHble MyTalum
H63D BcTpeyatotcs peaKko U UMEIOT TOT e (DEHOTUN, YTO U rOMO3UroTHLIe cnydau C282Y. 310 3aboneeaHne ayTOCOMHO-PELIECCUBHOE, C
roMo3unroTHon Yactortou 1:200 1 reTepo3nroTHon YactoTon 1:8 y nioaen cesepoeBponenckoro nponcxoxaenus. Myraumm C282Y n H63D peaku
cpeav nuL adprKaHCKOTO NPOUCXOXAEHWS, @ Takke peaK1 Cpeam nuL a3uaTckoro MpOUCXOXKAEHUS.

HFE: 193 A>T (S65C) - HapyLUeHWe HYKNeOTUAHON NOCneaoBaTENbHOCTU reHa NPUBOAWT K HapyLLEHUIO aKTUBHOCTMW rencuanHa - npoTenHa, KoTopbilii
y4acTByeT B NpOLIECCe LMPKYNALMK Xenesa B YenoBe4eCKOM OpraHu3Me W BNUAET Ha KOHLEHTPaLuio B KpOBU heppuTiHa (CoXHOro 6enkosoro
KOMMIeKca, BbIMOMHSAIOLEro (yHKLMIO «AEno» Xeneaa B OpraHname).

WccnepnosaHHble Guomatepuanst: Kposb ¢ EDTA
[ara BbinonHeHus: 06.08.2025
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