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Mockea
Hacnencreennsri remoxpomaros (HI'X) sBmsercss pacmpocTpaHEHHbIM

HACNCICTBCHHBIM AYTOCOMHO-DELIECCHBHBIM 3a607eBAHIEM, XapaKTEpH3YIO-
UMMCA HADYIIEHHEM OGMeHa Xee3a M ero H3GHITOYHBIM HAKOIUICHHEM B
OPFAHAX W TKaHsX. BomblmucTBO cryvaes HI'X BRI3BAHO IBYMs MyTaLHSIMH
B rese HFE. Mpeanonaraercs, yro 6enox HFE cHypkaeT CpOECTBO TPaHC-
(beppuroBoro pererrropa x TPaHCGEpPHHY, HAIPYXEHHOMY XeJe30M. 3aMeHa
HMCTenHa B 282 nonmoxenuy Ha TMpo3uH (C282Y win G845A) npuBOIHT K
Hapyuiermio crpykryprt HFE, wro BEAET K ycHieHMIO abcopbiuy Xkenesa B
Kumnewmke. Jlokasana acconmarys romMo3urotHoro reHoruma C282Y/C282Y
¢ HaCNeNCTBEHHBIM TEMOXpOMaT030M, KOTOpas 0COGEHHO BHIAXEHA B €B-
Ig)rlge(ncmx NOMYNAUMAX. Cpesi MAUMEHTOB ¢ KJIMHHYECKHMH TPH3HAKAMH
HacTOTa TOMO3MTOT C282Y/C282Y samucur or sTHHueCKOI npuHa-
Me)lmoc*{u 1 BaPLUDYET OT 64% y uranesHues no noury 100% y xurenc
Ceseproit Esporm:, Ceseproii Awvepuxa u ABCTpauH. .
Bropast myrattus » rene HFE, npusonsuasi k HT'X, sbissisaetcsi 3aMeHOi
THCTHIMHA B 63 IonoXeHuy 1a acnaparuxosyio xucnory (H63D wm C187G)-
HI?EMPﬁa;IO“;O“PHBORHT K HE3HAUUTETLHBIM U3MEHEHUAM B CTPYKTYpE O&TKa
110 CpaBHeHm(? nrgg;;m COCTOSHUM 0bManaeT 6osee HUKOH IEHETPAHTHOCTEO
TBYeT passur ¢ -282Y. B cenepoenponeiickux nonymsaumsax H63D crioco6e-
C282Y. ‘Iacrmo TeMOXpoMarosa o6pasys COCTaBHYIO I€TepO3IUTOTY ¢ MyTallHed
2,6%
B I:I};‘;‘:{‘;‘}){P; H}(l);lyﬂﬂlmn 1acToTt C282Y 1 H63D u ux yuacTie B pasBuTHE
BaHMA s maamg: CTATOIHO, ¥TO 3aTpymHseT MeroNB3OBAKME TCHOTAITHPO-
poBaH nonynsnmom HIX B Poccrn. B casiay c TUM Mbl [POAHAJH3H-
ITHIYeCKOM Mgy TP MYTaluE C282Y 1 H63D y mamt pycekol
¥ Pycckux nalme;:lm ©XHOCTH, a TaKxke onpexemum wacroTH FTHX MyTauHH
Oﬂbenenem:: :ammmecmm SprsHakamu HIX.
TOX MyneTHIIeK CHON OT MyTaumit C282Y y H63D namu paspaboraH ME-
onpenensmy AT 5-Clienu drryr o ITUP. o qacToTy
Ha BHGOPKe nomo 3 . Honynsmuoryio 4act
AJUteNbHan yacrorg MyT Cp°5 PYCCkolt sTHMYecKkoM npuHamIEXHOCTH:
ammv 282Y (740 Ye€N0BeK) cocrapmia 3,4%, a H63D
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(829 yenompek) - 15,3%. D1v naHEbIE 6IM3KU K CPEIHECBPONCHCKIM ATUICTBHBIM
gacroram C282Y u H63D (tabuuua 1).

Tabauya 1.

Honynsimonnas yacrora Myranrbix auieneid C228Y v H63D rena HFE s

HEKOTOPHIX reorpaHIccKuX panonax

(Adrian Bomford, Lancet 2002; 360:1673-81)

Pernon/(n o6cnenorannmix) Yactora amens C282Y YacroTta annens H63D
Hpnaugusa (109) 14,2% 12,3%
Dpannus (254) 9,4% -

Yansc (10556) 8,3% 15,3%
Hranua (2100) 1,6% 13%
Benrpus (996) 3,4% -
Poccus (Haumu ganHEIe) 3,4% 15,3%
Backu - 30%
AdpHxa, Azua 0% 0%

YacToTs! FEHOTHIIOB, BKIIOYAIONMX B CEOA MYTAIMM, TAKKE COOTBETCTBYIOT
CPEAHEMHUPOBLIM (Tabnuiia 2).

Tabruya 2.
Yacrora MYTAHTHBIX F¢HOTHIIOB
Cc282Y H63D Yacrora reHOTHIIA B YcpenmenHas 4acToTa TeHOTHIA
FEHOTHITH PYCCKOR HONynguUH (CHIA, Hranus, Ppaniun)
(HauIH gaHHbiEe) (Elaine Lyon, Clinical Chemistry
2001; 47:7 1147-1156)
Wt/Wt Wt/H63D 247 % 23%
Wt/C282Y Wit/ Wt 53% 8.6 %
Wi/ Wt H63D/H63D 2.9% 3.1%
C282Y/C282Y Wt/ Wt 0.3% 0.0 (0.5) %
Wt/C282Y Wi/H63D 1.1% 1.3%

st onpenenennst Bxnana Myramuii C282Y u H63D B passutee HIX y
GONBHBIX pycCKOi STHIYECKOH TPHHAUIEXHOCTH GbLI HPOBEJEH aHAIU3 FEHO-
THIIA ¥ 12 GONbHBIX ¢ KTMHWIECKHMH M Guoxumurdeckimu npusHakamy HI'X
(rabmmia 3). Jiuws y ogHoro nampenTa U3 12 obHapyxena Myrauust C282Y B
FETEPO3UTOTHOM cOCTOSTHUH (Tabimmua 4). Myranus H63D npucyrcrsopaia B
FETEPO3HUTOTHOM COCTOSIHHM Y 7 M B TOMO3HIOTHOM COCTOSIHMH y | manteHTa.
Taxum obpazom, pug pycckux nampenros ¢ HI'X xapakTepHH TaK HasHBAc-
MBI€ «aTHIIMYHEIE» T'eHOTHIIE, TO 6CTh OTCYTCTBHE TOMO3MIOTHOCTH 110 C282Y
MYTAllMHK, WM COCTAaBHO# rereposuroraocte C282Y/H63D.
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Tabauya 3.

uvrenodidy

Tenoduaznocmuxa uncpexyuonnsx 6on
y 12 6omsueix ¢ HI'X. CekBeHHpOBaHHE BCEX
YM LIENSIM He BBIIBHJIO HU OJHOTO OTIMYMS OT
Kmnwieckne napamerpw or6opa namsenros ¢ HIX

YKICOTHIHOIO HOJIHMOp(l)HBMa BO BTOPOM HHTPOHE

On nocienosarenbHocTy HFE, 3a uckmouenmeM OmHOTO paHee
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Tabnuua 4.

FenornnupoBanue nanyenTor ¢ KAMHHYECKOH kaprunoi HI'X
(12 yenosex)

cas2y Heé63D Konmnvecrso yenonex
TeHOTHIIbI
Wt/ Wt Wt/H63D 6
Wt/C282Y Wt/ Wt 0
Wt/Wt H63D/H63D 1
C282Y/C282Y Wt/Wt Y
Wt/C282Y Wt/H63D I
Wt/Wt Wi/ Wt 4
BuiBosibi.

1. Hacrorsl myraumit C282Y u H63D B pycckoit nomynaunu GiM3KH K
1acToTaM B €BPONEHCKUX MOMYJSIMSIX, B KOTOPBIX 3TH MYTalMH SABISIOTCA
OCHOBHBIM FEHETHYECKHUM MeXaHu3MoM passutust HI'X.

2. B rpynne 601bHBIX ¢ KIMHHYeCKHM anarHozoM HI'X myrauus C282Y
0bHapyxeHa b y 1 nanuenTa u3 12 (8%). Taxum obpazom, Myraumst C282Y
HE HMrpaeT cyuiecrBeHHoM ponu B pasButuy HI'X y pycckux.

3. B rpynne 6ompHBIX ¢ KIMHHYECKUM anarHoszoM HIX myrauns H63D
O6HapyxeHa y 8 yenoBek u3 12 (66%), 4To B 2 pa3a NpeBbILIACT YacTOTy B
obuwei nonyaaumu, u B 7 pa3 MPEBBILIAET YACTOTY TAKMX TEHOTHNOB Y 60/b-
HbIX ¢ KaMHuKoil HIX B mMupe (Elaine Lyon, Clinical Chemistry 2001; 47:7
1147-1156).

Takum o6pasom, B pycckoii nomyssiunn BapuanT H63D accounuposan ¢
PasBHTHEM KiMHUYeckux nposeieHnit HIX u MOXeT CIyXKUTb AOITONHHUTEb-
HBIM KPHTEpHEM IipH II0CTAHOBKE AUArHO3A.
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