AHAJIA3 PACITIPOCTPAHEHHOCTH MYTAIIUMA TEHA TEMOXPOMATO3A ¥V
BOJIBHBIX XPOHUYECKHMH KPHIITOTEHHBIMHA
I'ENNATHTAMHA H ITUPPO3AMM INEYEHH
H.B. Ilansues
YO «I'omensckuii 20cydapcmeennsiis meduyunckuii ynusepcumemn, 2. Femens, Benapyce

Bo Bcem Mupe pacnpocTpaHeHHOCTh XpOHHYECKHX AM(dy3HbIX 3a6onesanuii nevenn (XJI3IT) noctatou-
HO BBICOKA. 3a4acTy0 MPaKTHKYIOLIKE BPa4H CTATKHBAIOTCA C TPYAHOCTAMH B BhIABICHHH ITHOIOMHYECKOT0 tak-
TOpa MaTolorHH neveHy. Kak npasuno, B 3ToM cliydae BhICTAB/AETCS AHArHO3 KPHUNITOTEHHOIO renaTHTa, TO eCTh
TenaTuTa ¢ HeyTOYHEHHOM 3THONOTHel. TakKe HepeaKHM ABIACTCA OTCYTCTBHE SBHBIX NMPHYHH 3a60/neBaHHs H y
nauxeHToB ¢ uuppo3amu nederu (LIT) — axensim, ManokypabenbHbiM 3a60neBaHHEM, KOTOPOE ABNAETCA TepMH-
HansHo# craguei XJI3I1.

B nocrientHee BpeMs B pa3sBHTHH NATONOrKHH NeYeHH GONbLIOE 3HAYEHHE IPHAAETCA METabONHYeCKHM Ha-
pylUIeHHEM, U3 KOTOPBIX OJIHHM H3 Hanbonee 4acThIX ABNSETCA HApyUIeHHe MeTabonH3Ma kenesa. [eHeTHUeCKH
JeTepMHHHPOBaHHbIE HapymeHus oOMeHa jKele3a BbI3bIBAIOTCA HAC/IEACTBEHHBIMH MyTauusMHu B reHe HFE.
H3BecTHO HECKONLKO BAPHAHTOB TAKHX MyTallHii, OHAKO HauGoNEee PacrpOCTPAHEHHBLIMH ABAAIOTCA MyTallHH
H63D u C282Y.

e paboTel — oueHHTH pacnipocTpaHeHHOCTb MyTauni C282Y u H63D B rene HFE y naumnentos ¢ XK,
LT 1 B rpynne cpaBHeHHUA.

Otbop naumentos ¢ XJI3IT mposoamncs B yupesxaeHusx szapasooxpaHenus I'Y «Pecny6nuxaHckuit
HayYHO-NPaKTHYECKHI UEHTP paIMalHONHON METHIMHBI H 3KOIOTHH 4esoBeka» H «oMenbekas ropoackas Kiu-
Hueckas Gonbauna Ne 3». Jluarnoctuka mytaumii C282Y n H63D B rene HFE nposomuiack Ha 6ase LeHTpab-
HOH HAYYHO-HCCIIE/0BATENLCKOH abopaTtopun ['OMENbCKOro rocyapCTBEHHONO MEAHUMHCKOT0 YHHBEPCHTETA ©
nomombio TP ananu3satopa Rotor-Gene 3000. B kadyecTse MaTepHaia JUis HCCleA0BaHua Henoibsosanacs JJHK,
BBIIENIEHHAA W3 LIEIbHOH KPOBH MAlMEHTOR. Y BCEX NAaLMEHTOB MOMTYYEHO COIMAacHe Ha y4acTHE B HCCNEIO0BAHHH.
®opma nxHdopMupoBanHOro cornacua yreepxaeHa thaeckiM Komuretom YO «lomensckuit rocyaapcTseH bl
MeIHUHHCKHH YHHBEPCHTET).

Bcero 6bino nposeieno reHotunupoBanue 116 Gonsubix X311, u3 uux 81 naunent ¢ XKI" u 35 naunes-
ToB ¢ LI

B rpynmny cpaBHeHHs ObliH BKITIOUEHbI 65 310pOBLIX 100POBOMLLEB — JOHOPOB KPOBH.

B pesyasTrare npoBeleHHOro reHOTHNHpOBaHHA nauneHToB ¢ XI'K ObIH nomyyeHs! cienylolme pe3ynsra-
Thl. B 47 cnyuasx (58%) Gbln ycTaHOBIEH HOpMasbHbIH reHoTHN. [eTepo3nroThie MyTaunn ObIIH BhIsBIEHB! Y 23
MaLMEHTOB, H3 KoTophIX 19 (23,5%) Gk HocHTenaMu MyTauuy no amnemo H63D, 4 (4,9%) — C282Y. CnoxHbie
reteposnrotel C282Y/H63D obnapykensl y 4 (4,9%) GonbHbIX. [OMOHTOTHBIX MyTalHii GbiNo BBIABICHO 7, M3
HHX 3 (3,7%) — no aynemo C282Y, 4 (4,9%) — H63D.

Cpeax DAaUHEHTOB C KPHNTOreHHBIMH LIAPPO3aMH Me4YeHH rerepo3uroTHsle Mytauun H63D B rere remo-
Xpomaro3a Obinu obHapykeHsl y 9 (25,7%) naunentos. Bee octanbHeie (74,3%) 6onbHble ABIANTHCH TOMO3HIOTA-
mu reHa HFE no annemto ankoro tuna (Hopma). [oMO3HIOT No MyTaHTHOMY aJIJIENI0 BbIABIEHO He ObLIO.

B rpynne cpasHenus G5U1H NomyveHsl cleayonue pesynsTatsl, HopMaabHeIA reHOTHN BhiSBIEH B 45 ciy-
qasx (69,2%), B 15 ciyqasx oGHapyxeHa rereposuroTHas myrtauus H63D (23,1%), rerepo3urorHas mMyraums
C282Y B 2 cnyuasnx (3,1%), romozurorHas mytauua H63D — 1 ciywait (1,5%). CnoxHBIX H NrOMO3HTOTHBIX 110
annemo C282Y myTaunii He BbIABIEHO.

AHanu3Hpys NOTydYeHHbIEe AaHHbIE, ClelyeT YyYHTbIBaTh, 4TO 0Kono 90 % Bcex MauHeHToB ¢ (eHoTH-
NHYeCKH MaHHGECTHPOBABIIMM HACNIEICTBEHHEIM FEMOXPOMATO30M HMEIOT rOMO3HIOTHYIO MyTalHio C282Y,
a meHee 10% GonbHBLIX — HOCHTENH KoMnayHa retepo3urotsl (C282Y/H63D). To ecTh HMEHHO 3TH MYyTaLHH
co3aal0T Hanbonee BLICOKAIH PHCK pa3BHTHA reMOXpOMAaTo3a BCJCACTBHE NMOBBLIIEHHOIO BCACLIBAHHA H Oe-
MOHHPOBAHHA B OpPraHH3Me Kejac3a C NOCHEAYHOUHM NOpakeHHEM NapeHXHMATO3HLIX OpraHos, W B nep-
ByIO ouepens — neueHu. Kak npaBumo, nopaxeHue nedeHu NMpH pa3BHTHH CHHIPOMA MEPErpy3KH Kelne3oM
NNUTENLHOE BpeMA MpOoTeKaeT BAno, 03 APKHX KIHHMUECKHX NMposBieHHA. BBHAy cTepTOH KIMHHKH W OT-
CYTCTBHA ABHBIX NMPHYHH 3a00/IeBaHHA YaCTH M3 TaKHX NMALMEHTOB, MO-BHAMMOMY, BbICTaBIAETCA JHATHO3
XPOHHYECKOTO KPHIITOTEHHOrO renarura,

Cpenn obcenoannbix Hamu nauneHTos ¢ XKI™ cyMmapHad pacnpocTpaHeHHocTs MyTauuii C282Y/H63D
n C282Y/C282Y cocrasuna 8,6%. B rpynne KOHTPO/A aHATOTM4HBIX MYTalMil BLIABIEHO He OBLIO, pa3iHiHe B
yacToTax ObLIO cTAaTHCTHYECKH 3HaYMMbIM (p=0,017). [Tomy4yeHHbIe NaHHbIE NO3BONAKOT NPEANONAraTb. YTO My-
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taumd reda HFE cosgaior nocraroyHo BecoMblil BKIaa B (JOPMHPOBaHHE M MPOTPECCHPOBAHHE XPOHHHECKHX
maddy3Heix 3abonesanuii nevenn. [laHHoe monokeHHe UMeeT OoNbIIOe MPAKTHYECKOE 3Ha4YeHHe. PanuAA nua-
FHOCTHKA CHHIpPOMA Ieperpy3KkH xkemne3om, ceazaHHan ¢ mytauuamu B rene HFE, npenorepawaer passurue LI 1
caxapHoro auabera H Ipyrux nopaxeHHH BHYTPEHHHX OPraHOB Y NMalHEeHTOB,



