HacnenctBeHHbln  remoxpomaTo3 —  3aboneBaHue,  xapakTepusytolleecs
BPOXOEHHbIM HapylleHneM obmeHa >Xenesa B OpraHuame 4ernoBeka, NpUBOSALMM K
n36bITOYHOMY HAKOMMEHMIO XXenesa B TKaHAX. B pesynbrate HakonneHus nsbbiTka xenesa
HabnogaTCa HapylweHns OYHKLMIA NeYeHn, NoMAKenyao4yHON Xenesbl, cepaua u apyrmx
opraHoB. HecBOeBpeMeHHO HayaToe JiedYeHue WM ero OTCYTCTBME MOryT MpuBECTU K
PasBUTUIO TSXKENOW NOIMOPraHHON NaTonormu.

[AnarHocTnka remoxpomMartosa He npeacTaBnseT TPyaHOCTEN B pa3BepHYTOMN cTaaun
BOonesHn npu coyeTaHuMn UMppo3a MedYeHW U TakMX CUHOPOMOB Kak caxapHbli guaber,
HeJopasBMTUE MOMOBbIX Xenes, cepdeyHas HedoCTaToOMHOCTb UM cneunduryeckoe
n3MeHeHne uBeTa Koxum (OpoH3oBast koxa). B HavanbHOM cTagum 3aboneBaHus
XapakTepHble  KIMHUYECKME CUMMTOMbI MOFYT OTCYTCTBOBaTb, [LMarHOCTUYECKUMU
KpuTepusiMm B 9TOM criydae cnyxart nabopartopHble nokasartenv obmeHa xenesa (YypoBeHb
CbIBOPOTOYHOrO Xenesa un ap.).

PaHHee npoBegeHWe AMAarHOCTUKM remMoxpomarto3a MMeeT OrpomMHoe
3Ha4yeHMe, MOCKONbKY BOBpeMsi HayaToe HecCJioXXHoe ne4vyeHue (npoBeaeHue
neyeOHbLIX KPOBOMYyCKaHWW) CNOCOOHO nNpeaoTBpaTUTL  MporpeccupoBaHue
3aboneBaHuA ¢ CUCTEMHbIM NOpPaXeHMeM opraHu3ma.

lMokasaHnemM K NpPOBEAEHMIO ONArHOCTUKM MOXET CRYXUTb Hanuune npuBeaeHHbIX
Bbille MposiBNEHWA 3aboneBaHusl, Hanuume OnNU3KMX pPOACTBEHHMKOB, OOMbHbIX
reMoxpomMaTo3oM, UNun NpoBefeHHOe reHeTU4YecKoe TeCTUPOBaHUE, NOKa3aBllee Hanmyne
MyTaumn B reHe HFE. Ha HacTosLwumn MOMEHT M3BECTHO HEeCKOoribko MyTauun B reHe HFE,
CBSAI3aHHbIX C PUCKOM pPasBUTUSA reMoxpomaTosa, Hanbosnee 3HadyMmble M3 HUX — C282Y,
H63D n S65C. lNo gaHHbIM 3apybexHbiX aBTOPOB, MPUBNN3UTENBHO KaXObl OeCATbIN
Xutenb EBponbl ABNAeTcs HocuTenem MyTaHTHoM reTepo3urotel no reHy HFE, Te.
noABePXXeH puUcky 3aboneBaHUs reMoXpoOMaTO30M.

Heobxogumo OTMETUTb, YTO Hanuume MyTaumin B reHe HFE B 6GonblnHCTBE
crnyyaeB He MpVBOAWT K PasBUTUIO reMOXPOMAaTo3a, HO MOXET SBMATbLCS MOKasaHWeM K
NpoBefEeHNI0 PerynsapHbIX nNpodunakTuyecknx obcrnenoBaHnii C LeNbio CBOEBPEMEHHOIO
OBOHapyXeHUsi MPU3HaKOB YBENUYEHUS Xene3a B KPOBM WM Ha3HA4YeHUs Heobxoaumoro
neyeHus.

Komnanuen «[HK-TexHonorus», paspaboraH komnnekt peareHToB «leHeTuka
HacneacTBeHHbIX  3aboneBaHun. [emoxpomaTto3»  npegHasHa4yeHHbIM  Ans
onpeaeneHusi reHeTU4eCKUX NOosIMMOpcuU3MOB, acCOLMUMPOBAHHLIX C pa3BUTUEM
remoxpomaTto3a, metogom [ILUP. B coctaB KomMnnekra BXOAAT peareHTbl Ans

onpeaeneHus cnepyowmx mytaumm B reHe HFE: C282Y, H63D n S65C.



Komnnekt peareHToB «[eHeTuka HacneacTBeHHbIX 3aboneBaHun. FemoxpomaTtos»
BbIMyCKaeTCd B BapuaHTe C [JeTekunmenm B pexume «peanbHOro  BpeMeHWy,
afanTUpoOBaHHOM ANA AeTekTupyrowmx amnnudgukatopos cepum AT, npomssoactea OO0
«HMO OHK-TexHonormsay.

MaTepuanom ana uccnegoBaHWa CRYyXUT nepudepuyeckas Kposb. Bxogsauime B
COCTaB KOMIMJSIEKTA peareHTbl MNO3BONAKT BbIABMASATL  3aMeHbl  HYKNeoTUAOB B
onpegeneHHblx nosvumsax [OHK, npuBogswme K 3amMeHe aMUMHOKUCIIOT B 6GenkoBom
npoaykTe.

B Tabnuue 1 npuBeaeHbl BapuaHTbl HYKNEOTUA0B M aMUHOKUCIOT A5l HOpMarbHbIX

N MyTaHTHbIX anneneun reHa HFE.

Tabnuua 1

HasBaHwne Hopma MyTauns

MyTaumm

HyKneoTng aMUWHOKMCNOTa HyKneoTug aMUHOKMCoTa

187 C>G C His (H) G Asp (D)

(H63D)

193 A>T A Ser (S) T Cys (C)

(S65C)

845 G>A G Cys (C) A Tyr (Y)
(C282Y)

PasBnTMe remoxpomaro3a 4alle BCEro CBSI3aHO C TOMO3UIOTHbIM COCTOSIHUEM
myTaumm C282Y B reHe HFE. Okono 0,5% npeacraButenen ceBepoOeBpPONEencKon
nonynsaumm siBNAOTCA rOMO3UIOTHbIMK NO MyTauum C282Y, ogHaKo Kak npaBuio TOMbKO Y
MOMOBMHbI ~ FTOMO3UFOTHbLIX  HOCUTENEW  pPas3BUBAKOTCA  KIIMHUYECKME  MPU3HAKM
remMoxpomartosa. [1py reTepo3nroTHOM HOCUTENBLCTBE KIMHUYECKN BbIPAXXEHHbIE CUMMTOMBI
BCTPEYATCA NULb B HEOOMBLLOW YacTu CriyvyaeB, NPU 3TOM 3HAYUTENBHYK PONb Urpaet

Hanu4ne mytaumm H63D n S65C.



