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VNICCAEAOBAHUE YACTBIX MYTALIUM TEHA HFE V AETEN
C CUHAPOMOM IIEPEIPY3KHN KEAE30M
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Cungapom neperpysku xeaesom (IIVK) B meTcKom BO3-
pacTe ABJISAETCSA YTPOYKAIOIUM COCTOAHUEM U IPUBOIUT K
IIOPaKEHUIO PA3JINYHBIX OPTAHOB U CUCTEM: IIUPPO3Y Ieue-
HU, caxapHoOMy aumabery, Kapauomuonatuu u ap. Cpenu
npuuvH nepBuyHOH [I¥K 6obIIol yaeIbHBINA BeC 3aHUMAIOT
HaCJIeICTBEHHbIe HapyIleHus oOMeHa keijesa. Hawmbosee
PacIpOCTPAHEHHBIM ABJIAETCA HACJIEACTBEHHBIN IeMOXPO-
mato3 1-ro tuna (HI'X 1-ro Tumna), B GOJBIINHCTBE CIyYaeB
obycsoBieHHbIN MyTanuamu C282Y, H63D u S65C B rene
HFE. 3a6oneBaHue HacjeayeTcs IO ayTOCOMHO-PEIeCCUB-
Homy Tumy. Tem He MeHee, M3BECTHO, UTO I€TE€PO3UTOT-
HOe HOCUTeJbCTBO MyTanuii, mpuBogAmux K HI'X 1-ro
TUIIA, MOYKET CIIOCOOCTBOBATH HAPYIIIEHUIO OOMeHa JKejesa
pU psAme COINYTCTBYIOIIUX COMATUYECKUX 3a00JIeBaHUIA.
B surepaType BcTpeualoTCs JUIL eIUHUYHBIE PabOTHI,
nocsAleHHble guarsoctTuke HI'X 1-ro Tuma y poccuiicKmux
nereii. B cayuae guarmoctuku HI'X 1-ro Tuma B JeTCKOM
BO3pacTe BO3MOXKHO MPEAYIpesKIeHre PASBUTUA TAMKEIBIX
OCJIO;KHEHU 3a00IeBaHUA.

B macrosieit pabore mccieqoBaHbl 2 TPYIIIbI A~
eHTOB. 1-a rpymnma BKJouasna 63 pebeHKa ¢ GmoxmMmuec-
kumu npusHakamu cuagpoma IIHK (BIIIIK), v KoTOpBIX
KOHIIEHTpAIlUs ’Keje3a B ChIBOPOTKE KPOBU ObLIa BHIIIE
23,6 MKMOJIB/JI, CTelleHb HACBIIIEHUA TpaHcheppuHa
skemesom — Beime 40% (cpemuuii Bospact 11,9+0,5 jer;
45 manpumkoB u 18 neBoueK). 2-4 rpyna IaleHTOB
ABJSAJIACh KOHTPOJIbHONM M BKJoYasaa 49 mereil ¢ comaru-
YeCKOM MmaToJiorueil, He CBA3AHHOI ¢ HApyIIeHneM o0MeHa
'Kese3a (cpegHuii Bodpact 14,8+0,3 jer; 22 maabuuka u
27 neBouer). [lna remoTunupoBanua myranuii B reie HFE
ucnoab3oBaau oopasisl JHK, BbIeIeHHON U3 IEHKOIITUTOB
BeHO3HO KpoBu. [lerexmuio myranuit C282Y u H63D mpo-
Boauau MeTomoM asuienbcunernupuunoii IIIIP. Briaiaenue
myTtanuu S65C nposogunu merogom IIIP ¢ ompexpenenu-
eM moJIuMOop(dU3Ma AINHBI PECTPUKIIMOHHBIX (PparMeHTOoB,

HUCIIOJIB3YA pPaspaboTaHHBIE HAMU IpAWMephl U TUAPOJIN3
pectpukTazoit Hinfl. CrarucTuueckyio 0o0pabOTKy MOJIY-
YeHHBIX JAHHBIX IIPOBOAWJIN C WCIIOJH30BAHUEM IIPOTPaM-
MBI «Statistica 6.0».

B rpynme ¢ BIIIIMK pons mamueHTOB, TOMOSUTOTHBIX
no myranuu H63D, cocraBmuma 14,2%; mosm npereit c
KOMIIayHA-TeTepo3uroTHbiMu resorunamu H63D/C282Y
u H63D/S65C 6binu paBHBI cooTBercTBeHHO 4,8% 1
3,2% . Yacrora rereposuror no myranuu H63D B rpyn-
ne gpereit ¢ BIIIIMK B 3,5 pasa Bwime (42,9%), uem B
KOHTpoJIbHOU rpynme gereit (12,2%). Pasnuuwme B uac-
TOTAX CTATUCTHYECKH mpocToBepHo (%2=12,43; df=1;
p=0,0004). Yacrora annens H63D B rpynme c¢ BIIIIWK
ob11a gocroBepHo BbImie (0,357), ueM B KOHTPOJBHON
rpynme (0,061) (¥2=27,45; df=1; p=0,0001). IlanuerTs
romosurorubie mo myranuam C282Y u S65C He ObLIn
BeIsBJIeHBI. B rpynme gereir ¢ BIIIIFK uacrora BCcTpeua-
eMOCTH T'eTepPO3UT'OTHBIX I'eHOTHUIIOB mo myranuu C282Y
op1a B 2 pasa Beime (12,7%), a mo myranum S65C —
B 3 pasa Boie (6,3% ), ueM B KOHTPOJIbHOM I'PYIITIe, OJHA-
KO pasjnyus B YACTOTaX MYTAIlWil He JOCTUTAJIU CTATHC-
TUYECKU 3HAUUMOTO ypoBHsA. OIlEHKU YaCTOTHI ajiesei
C282Y u S65C B rpynme ¢ BIITIJK cocraBuau 0,063 u
0,032 cooTBeTCTBEHHO, OJHAKO 3HAUMMBIX Pa3JIUYUNl B
oneHKax dactoT asieneit S65C u C282Y mexay rpynmoit
nereii ¢ BIIIIMK 1 KOHTPOJIBLHOI IPYIIIOI HE BHIABJIEHO.

Takum o00pasoM, OCHOBHLIMH BapHUaHTAMHU TeHa
HFE, onpegensioniumu HI'X 1-ro Tuma B BBIOOPKE aeTeit
¢ BIIIIHK, Oviniu romosuroTHbIl reHotun H63D/H63D
U KOMHOayHA-TeTepo3uroTrHblie reHotunsl H63D/C282Y u
H63D/S65C. Takixe oTmMeueHa BBICOKAA UACTOTA AJJIENS
H63D B rpynme pgereir ¢ BIIIIJK B cpaBHeHHM C KOHT-
poJsbHO# rpynmoii. IlomyuyeHHbIe AaHHBIE TOATBEPIKIAIOT
HEeOO0XOJUMOCTh IPOBEIEHUA MOJIEKYJISIPHO-TeHEeTHUUYEeCKOM
nuarsoctuku HI'X 1-ro Tumna y gereit ¢ cuagpomom IIK.



