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O6Hapy»XeH BapvaHT nonvMmMopdunsma, npeapacnonaratoLmii K
pa3BMTMIO reMoxpomMaTosa I Tmna, B reTeposvroTHon gopme.

HFE (845 G>A)

G/G

BapvaHT nonumopcusma, npeapacnonaraowmnii K passuTumio
reMoxpomartosa I Tuna, He 06Hapy>XeH.

BHuMaHne! B aneKTpOHHOM ak3eMnnsipe 6/1aHKa Ha3BaHUE UCCef0BaHNs COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/ ¢ onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABNIAKOTCA ANAarHO30M, HeobxoanMa KOHCY/1bTauua cneunasncra.
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Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

[Marment @O npoTecTUpOBaH HA HATMUKE HanOOJIee YacThIX MyTanuii B rene HFE
(tect Ne 7779HFE).

HacaeacrBeHHbIM reMOXpPOMATO3:
[IpoTecTupoBaH rex:

e HFE (C282Y (¢.845G>A) u H63D (c.187C>G)) — ren remoxpomarosa 1-ro tumna
(KmaccuuecKui reMoXpoMaro3).

FCMOXpOMaTO?) — 9TO CUCTEMHOC 3a6OJ'IeBaHI/Ie, XapaKTCPU3YIOICCCs ITPOrpeCCUPYIOINM
HAKOIIZICHHUEM 3aI1aCOB JKCJIC3d B OPraHU3ME, €0 OTJIOKCHHUEM B OpraHax M TKaHAX C
MMOoCJICAYIOIIUM TOKCHYCCKHUM IMOBPCKICHUCM KIICTOK.

Kitaccuuecknii reMoXpomaTo3 Ui TeEMOXPOMATo3 1-ro Thma sBiIseTcs: caMon
pacrnpoctpanénHoit popmoii (6osee 95% Bcex cimydaeB). Tun HacaeJ0BaHUS —
ayTOCOMHO-PEIeCCUBHBIN. Pa3BuTre 3a00JIeBaHuUs CBA3BIBAIOT ¢ MyTanusmMu B rene HFE.
Hawnbonee yacto BeisBisroTcs mytamuu C282Y u H63D, onHako onucaHbl € TMHUIHBIC
Clly4au TeMOXpOMaTo3a, MPUYMHON KOTOPOro SABJIAIOTCS Apyrue myrauuu resa HFE.
CumMnToOMBI 3200JIEBaHUSI MOTYT BKJIFOYATh B ¢€0sI TUIIEPIIUTMEHTAIIUIO KOXKH, CaXapHbIN
nuadeT, renaToMerainuio (Kjaccuyeckasi Tpuaja), HapyleHus o CTOPOHBI AeSITETbHOCTH
cepala, apTpornaTuio, TMIOroOHau3M. J[MarHo3 ycraHaBIMBaeTCs JieUallluM BpauoM Ha
OCHOBAHHMH XapaKTEPHOU KIMHUYECKOW CUMITOMATHUKH, OLIEHKH MMapaMeTPOB
MeTaboJIM3Ma JKelle3a U JAHHBIX MOJICKYJIIPHO-TEHETUYECKOT0 TECTUPOBAHUSI.

Kpowme Toro, cymiecTByroT 60see pefikue GopMbl IEPBUIHOTO (HACIEICTBEHHOTO)
reMOoXpoMaTo3a, aCCOIMUPOBAHHBIC C APYTUMHU T€HAMH, & TAK)KEe BTOPUYHBIN
reMOXpOMAaTo3, MPUINHON KOTOPOTO SIBISIETCS M30BITOYHOE MOCTYTUICHUE Keje3a B
OpTaHU3M.

B pesynbrare uccnenoanus B rene HFE oonapyxena myrtamus H63D (c.187C>G) B
rerepo3uroTHoit popme (rerotun C/G).

Tak kak HacJIeACTBEHHbI reMoxpomaTo3 1-ro Tumna nepenaercs mno
ayTOCOMHOPEIIECCUBHOMY THUITY, T.€. JIJIsl TPOSIBJIICHHSI 3a00JIeBaHMsI HEOOXO0IUMO
HAJIMYKUE MyTaIlii B TOMO3UTOTHOM popMe (M3MEHEeHHSI Ha 00EMX TOMOJOTUYHBIX



XPOMOCOMAX), TO MOJyYEHHBIE JaHHBIE HE TTO3BOJISIOT NOATBEPAUTH WU OIPOBEPTHYTh
HaJIM4Me TaHHOU IMaTOJIOTHH.

Jlst mpoMIaKTUKY HAKOTUICHHSI JKeJie3a B OPTaHU3ME PEKOMEHTYETCS:

1. KoHcynbTanus TepaneBTa, raCTpOIHTEPOJIOra, renaToaora U SHA0KPHUHOJIOTa.

2. KoHTposib OMOXHUMHYECKHUX IMOKa3aTeIe oOMeHa )kelie3a B opranu3mMe (ypoBeHb
’Kelle3a B CBIBOPOTKE KPOBHU, OOIIIast KEI€30CBI3bIBAIOIIAs CIIOCOOHOCTD CHIBOPOTKH
(OXKCC), Tpancheppun, Haceimenue Tpancheppuna (HTXK), cerBopoTounsrit
bepputun).

3. Y3U opranoB OpIomHON MOJIOCTH, C MPULIETBHBIM 00CJIEIOBAHUEM IIEYEHHU.

>

[TomHbIN OTKa3 OT NpUEMA AJIKOTOJISL.
5. U3zberath npuéma renaToOTOKCUYECKHUX JIEKAPCTBEHHBIX MIPEHapaToB.

B cnyyae He0OXOAMMOCTH MOTY4YEHUS AOMOJIHUTEIbHON NH(OPMALIMH 1O PE3YJIbTaTaM
TECTUPOBAHUSA PEKOMEHYETCs OYHAsl KOHCYJIbTalys Bpadya-reHEeTHKA.

K.M.H., Bpau-reHeTukK ML.IL. / Iloanuce Bpaya



