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OBIIAA XAPAKTEPUCTUKA PABOTBI

AKTyaJbHOCTh H30paHHOW TeMbl. B moclenHue TOabI HaOII0IaEeTCS
3aMETHBIN POCT XPOHHUYECKUX 3a00JIeBaHUN TMEUYCHU PazIUudHON 3THOJOTHH. OIHUM
M3 TakuxX 3a00JICBaHUN C BBICOKMM pPacCIpOCTPAHCHHEM, TPYAHOCTSIMU paHHEH
JIWAarHOCTUKHA, BBICOKOH BO3MOXXHOCTBIO IPOTPECCUPOBAHUS  MATOJIOTUYECKOTO
mporiecca SIBISETCS HeaJIKoroJibHas >KupoBasi Oosie3Hb medeHu [Maes U. B., 2017,
Downey D. C., 1999; McCullough A. J., 2005].

HeankoronpHoit sxupoBoit Oonesnu nedenu (HAXKBIT) yaemstor OGombinoe
BHMMaHHWE€  MHOTHME  KIMHHUIIUCTBI,  4YTO  OOYCIIOBIEHO  Bce  OOJblIei
pacpoOCTPAaHEHHOCTHIO M BBIABICHHEM JIAHHOW MATOJIOTUU CPEAU HACEJIEHUs 3a
MoCJIeAHEE JIECATUIICTHE. DTO TOATBEPKAACTCS OPUIIUATBHBIMU CTATUCTHUYECKUMMU
JAHHBIMU OPTraHOB 3/IPABOOXPAHEHHUS] U SIUJIEMUOJIOTMUYECKUMHU HCCIEIOBAHUAMU
[{yxanor B. B., JlykuueBa 3. B., Toukux 0. JI., 2010; Bellentani S., Scaglioli F.,
Marino M., 2010; Marcello R. P., SebastianE. B., JanS., 2013; VernonG.,
Baranova A., Younossi Z. M., 2011]. Yacto HAXBII npoTekaeT 6€CCUMITOMHO, YTO
3aTPYAHSET YMUAEMHUOJIOTUYECKAE UCCIIEA0BAHMS, OJJTHAKO MHOTOUHUCIICHHBIE TaHHbBIE
CBUJICTENILCTBYIOT, uTO pacnpoctpaHeHHOocTh HAJXKBII 3HauntenbHo Oodblie, dyem
MPEINOoaaraJoch paHbllle, WU SBISETCS OJHUM M3 CaMbIX pPaclpOCTPAHEHHBIX
3aboneBaHuil opranoB nuiieBapenus [Tpyxan JI. ., 2012; Musso G. etal., 2011;
Lazo M. etal., 2013; SamirP., Frank A. A., 2007; TargherG., Bertolini L.,
Padovani R., 2010].

MHorosieTHue  HaOMIOZIeHWs  3a  MalueHTaMH C  MOP(OJIOTHYECKH
noaTBepxkaeHHo HAJKBII BoisBuIM ee mporpeccupoBaHue U (HOpMUpPOBAHHE
HEaJIKOTOJIbHOTO CTeaTOTenaTUuTa y KaXJa0ro TPEThero OOJIbHOTO, Y KaKIOTO IMATOrO
W3 HHUX 3aperuCTPUpPOBaHbl Mpu3HaKu ¢GuOpo3a C HCXOJIOM B LHUPPO3 IEUCHH
pa3InYHON CTEIICHU BBIPAXXEHHOCTHU [ Apankuna O. M., Cwmupun B. 1.,
NBamkun B. T., 2010; Reynaert H., Geerts A., 2005]. B nocnegnuue roast HAXBII
paccMaTpuBaeTCs, Kak TMOTCHUUAIbHBI PUCK Pa3BUTHUS TENATOLCIUIIOISIPHON
kapuuHomsl [ Vuppalanchi R. , Chalasani N., 2009].

Hecmotpsa na 1O, uro HAXKDBII cTaHOBUTCA OJHMM M3 pacnpOCTPaHEHHBIX
3a00JIeBaHUI TEYECHH, MMaTOreHEe3 €€ CIOXKHBIM, MHOTO(AKTOPHBINA M MOJHOCTHIO HE
u3yueH. [loaTomMy sl  KJIMHUIIUCTOB  BaXHO  ONPEACNSITH  (PaKTOPHI,

O6YCJIaBJII/IBaIOHlI/IC pPa3BUTUC CTCATO3a IICUCHHU, a4 TaAKKEC HMCTh BO3MOKHOCTDH



OLICHUTHh TE€UEHHWE U MPOrHo3 3aboseBaHusa. Baxnyio ponb B pa3zButun HAXKBII
UTPalOT  pa3HooOpa3Hble  paccTpoiicTBa  oOMeHa  BemecTB.  OCHOBHBIMU
Metabonuyeckumu HapymieHusmu B paszputue HAXKBII saBmsitorest pacctpoiicTsa
JUNUAHOTO W YTJIEBOJAHOIO OOMeHa ¢ pa3BUTHEM HHCYIMHOpe3ucTeHTHocTu (VP)
[Kopueea O. H., [Hpankuna O. M., byesepo A. O., 2005; Caldwell S. H.,
Argo C. K., Al-Osaimi A. M., 2006; KimuraY., Hyogo H., Ishitobi T., 2011;
Manchanayake J., Chitturi S., Nolan C., 2011; Rhee E.J., W. Y. Lee, Cho Y. K,,
2011]. Baxnoe 3Hauenue B pa3zButuu HAKBII oTBOAMTCS Takke HapylIEHUIO
obmena xenesa [Fargion S., 2001; Kowdley K. V., 2010]. Mmeromuecs B nutepaTtype
HEMHOTOYMCIICHHBIE CBEJCHUA O COCTOSHUM TOPGUPHUHOBOTO OOMEHa MpH
3a00eBaHUSAX  TI€YEHM HOCAT  Pa3HOIUIAHOBBIM  Xxapakrtep.  PacctpolicTBa
nop(pUprHOBOrO OOMEHA JUArHOCTUPOBAHBI MPEUMYIIECTBEHHO HAa CTaJAUH LUPPO3a
neuenn  [KpuBomeeB A. b.,, 2006;  KpuomeeB A. b., Konapartosa M. A.,
Kpusomees b. H., 2011].

CreneHb pa3padoTaHHOCTH TeMbl. B HacTosee BpeMsi aKTHBHO TTPOBOASTCS
TCHETUYECKHE MCCIICIOBAHUS, IEJIbI0 KOTOPBIX SIBJISIETCS HWIASHTU(UKAIUS TEHOB,
ACCOLIMMPYIOUIUXCS C YBEIMYEHHEM pHUCKa Pa3BUTHS XPOHUYECKUX 3a00JeBaHUN
neuenu [PycakoBa O.C. u np., 2006; Bataller R., North K., Brenner D., 2003;
Powell E. E. et al., 2000; Bonkovsky H. L. et al., 2000; Stickel F., Osterreicher C.,
2006]. M3ydeHue posiu TeHETHYECKOro MoJuMopgu3Ma MO3BOJSET MPOBECTH MOUCK
HOBBIX TIPEIUKTOPOB, WrpalIMUX pPoJdb B (POPMHUPOBAHUM METAOOIMUECKUX
nopaxkeHut miedeHu. K HacTosilieMy BpPEMEHHM YCTAHOBIICHBI TMOJTUMOP(HU3MBI
OTJICJIbHBIX HYKJICOTHUIOB, MPU H3YYECHUU KOTOPHIX BO3MOXKHO BBHISIBICHHE T€HOB-
KaHJIUJATOB, TO3BOJIIONIMX MPEANOJIOKUTh HE TOJBKO Pa3BUTHE ONpeaeIEHHON
MaToJIOTUH, HO M €€ BEpOATHOE TeueHue W mporpeccupoBanue [Banks R., 2000;
Bulaj Z. J., Phillips S., Ajioka R. S., 2000]. IIpu xpoHudeckux 3a00JICBaHUAX ITCUCHU
NOJIUMOPPU3M PaA3IUUHBIX TE€HOB H3y4ajicsi NpPHU aJKOTOJbHOM LHUPpPO3€ MEeUYEHU
[PycakoBa O. C. u np., 2006], BupycHom renature [['onuaposa 1. A. u ap., 2004],
HACJIEJICTBEHHOM TeMoxpomaro3de [Muxainosa C. B., 2010]. IleneHnanpaBieHHO
yactoTsl ayieneit C282Y u H63D rena HFE n3yuyanu npu BupycHoM renatute C u
QJIKOTOJIbHBIX TIOPAXXEHUSIX TEUEHH, MPU KOTOPBIX OICHHWBAJIACH AacCOIHAIUA C
cuHgpoMoMm Tieperpy3ku ckene3a [Kymaruna E. A. u gp., 2009]. OGHapyXeHBI

accormanuu ayutens C282Y npu HAXBII Ha cragum mupposa neuenu [Nelson J.,



Bhattacharya R., Lindor K., 2007]. Umetorcsa cooOuienus, 4to 10 73 % OOJBHBIX
no3nHe koxkHoM mopdupueit (IIKII) sBasitorcst TeTepo- WM TOMO3UTOTHBIMU
HOCUTEISIMA MYTallui B reHe uauonatudyeckoro remoxpomaroza HFE, B Tom uucne
42 % — mytamuu C282Y u 31 % — myrauuu H63D [Brady J. J. et al., 2000; Poblete-
Gutierrez P. et al., 2006]. IloBeimennas uactota s3tux MyTanui npu [IKII
paccMaTpuBaeTcsi Kak OAMH H3 (AKTOpPOB, MPEAPACIONAralliuX K pPa3BUTHUIO
TUNEPCUAEPUHEMAN M OLEHUBACTCS KAaK OJHO M3 COBOKYIIHBIX YCIJIOBHIA,
npoBoLupyomux MaHugecranuio Oonesnu [Bulaj Z. J., Phillips S., Ajioka R. S.,
2000; Bonkovsky H. et al., 1998]. Bmecte ¢ Tem u3BecTHBI M Hecmnenuduueckue
HapyuieHuss MeTabonu3Ma NOpGUPUHOB B BUJE TMOBBIIECHUS  COACpPIKAHUSA
MIPEIIECTBEHHUKOB MOPpQUPUHOB — O-aMUHOJIEBYJIUHOBOM KuUCIOTHI (AJIK) wu
noppudbununorena (I1IbI'), a Takxke BTopuuHOMl Komponophupunypuu (BKIIY),
KOTOpbIE PETUCTPUPYIOTCS MPHU XPOHUUECKUX 3a00JI€BaHUSX MEUEHHU, B TOM YHUCIE U
npu HAXBIT [I'mba O. A., 2013; Kpusomees b. H.,, Kyumos A. /I.,
KpusomieeB A. b., 2014; KpuomeeB A. b. u np., 2008]. OOHapykeHO HEraTUBHOE
BIUSIHUE HecHelU(PUYECKUX HApYIIeHUH MOpPUPUHOBOrO OOMEHAa Ha TEYEHUE HU
MPOTHO3 XpoHUUYeckux 3abosneBanuii mnedenn [KpusomeeB A.b., 2006]. Buny
coruanbHoi 3HaunMoctd HAXKBII HaMm npencraBisieTcss akTyallbHBIM JajbHEWIIEe
nzyuenue npobaemMbl HAXBII ¢ renetndeckux mos3uiuid. B HayuHol nuTepaType
UMEIOTCS €IMHUYHbBIE CBEICHUS IO U3YUYEHUIO0 OCOOCHHOCTEN KIMHUYECKOW KapTHUHBI
3a0oseBaHusl, JIMIKUIHOTO, YIJIEBOJHOIO, MOP(UPUHOBOrO OOMEHa, MoKazarenen
oOmena xene3a [['mbi3a O. A., 2013], a Takxe Ha (pOHE HOCUTEIBCTBA MYTaHTHBIX
amteneit C282Y u H63D rena HFE [De Aluvis N. M. W., Day C. P., 2008].

Hear wuccaenoBanusa. OnpenenuTs 4YacTOTy HOCUTEIBCTBA MYTAaHTHBIX
amteneir 282Y u 63D rena HFE nmpu HAXBII B cpaBHeHUU ¢ Juiiamu oOIIei
MOMYJISIMKA U BBIABUTH OCOOCHHOCTH B OOMEHE MOKaszaTesed jxenesa, JUMHUIOB,
nop(UPHUHOB U YTIEBOAOB, YCTAHOBUTH BO3MOXHBIE aCCOLUALIMN MEXAY HUMHU.

3agaum uccie10BaHuA

1. CpaBaute uactory wmytauuid 282Y u 63D rema HFE B rpynme c
HEaJIKOTOJIbHOW KUPOBOM OO0JE€3HBIO MEYEHW M KOHTPOJHHOM MOMYJISIIIMOHHON
IPYIION.

2. OueHuTh NpeapacloI0oKeHHOCTh K HapylIeHUsIM OOMEeHa kele3a, JIUIHIOB,

nop(uprHOB, yIrieBoJOB Ha (hOHE HOCUTEIHCTBA MYTaHTHBIX ajutened 282Y u 63D



reda HFE.

3. Omnpegenutb  OCOOCHHOCTH  METAa0OJMYECKUX  pPACCTPOMCTB  MpH
HEaJIKOTOJIbHOW >KMpPOBOM OOJE3HH TNedYeHH Ha ()OHE HOCUTENbCTBA MYTAaHTHBIX
amtenei 282Y u 63D rena HFE.

Hayynass HoBu3Ha. BnepBble yCTaHOBJIEHO, YTO y NAalUUEHTOB C
HEAJIKOTOJILHOM >KUPOBOW OOJIE3HBIO TME€UEHW HapyuieHuss B OOMEHe keJe3a
MPEUMYIIECTBEHHO PETUCTPUPYIOTCA Ha ()OHE HOCUTEIBCTBA MYTAHTHBIX aJulesiel
282Y u 63D rena HFE. BnepBoie noka3zaHo, uro Oosee BbIpa)KEHHbIE HApYIIEHUS
nopuprHOBOro oOMEHa MPEUMYIIECTBEHHO PErUCTPUPYIOTCS Y MAIMEHTOB C
myTanusmu B rene HFE. B cTpykType naTeHTHBIX W/Win HeKJIacCU(UUIUPOBAHHBIX
HapyluieHud nopGUpPUHOBOTO OOMEHa BIEpBbIE BEPUPULUPOBAH OMOXUMHUYECKUN
CUHApPOM ypornoppupuHypud U KOMOWHUpOBAHHbIE HapylleHus. BrepBbie B
pe3ysibTaTe MPOBEJEHHON KOMIUJIEKCHOM OIEHKH COCTOSIHUS MOPPUPUHOBOTO OOMEHA
y OOJBHBIX HEAJIKOTOJIBHOW >KUPOBOM OO0JE€3HBIO MMEYEHU KOHCTATHUPOBAHO, YTO
HamOosiee MH(MOPMATUBHBIM SBISIETCSI  ONpEIEIeHUEe HKCKPETOPHOro Mpoduis
nokasarened  nmopGUpUHOBOTO  OOMEHa:  MPEAIIECTBEHHUKOB  MOP(PUPUHOB
(amMuHONEBYIMHOBas KuciaoTa W mnopdoOunuHoreH) u ¢pakuuidi nopdupuHOB
(yponoppupun u xompomnopbupun). Kaxaplii BapuaHT pacCTPOUCTB HMEET
KAUEeCTBEHHbIE M KOJIMYECTBEHHbIE HU3MeHeHusA. [lokaszaHo, YTO paccTpoicTBa
JUIUAHOTO OOMEHA BBISIBJIEHBI Y BCEX OOCJIEIOBAHHBIX MAI[MEHTOB U HE 3aBUCST OT
Hanmuuusl MyTaHTHBIX ajuened 282Y u 63D rena HFE. BnepBbie ycTaHOBIIEHO, UTO
WHCYJIMHOPE3UCTEHTHOCTh W TUIEPUHCYIMHU3M 00Jiee BBIPAKEHbI y MAlUEHTOB
HEaJIKOTOJIbHOM KUPOBOW 0OJIe3HBbIO NeueHW Ha (oHe myTtauuil amtened C282Y u
H63D reHa HFE. Bnepsslie BBISIBJIEHO HaJIN4yue B3aUMOCBSI3U
WHCYJIMHOPE3UCTEHTHOCTH, HapyIIeHUH MOpPUPUHOBOIO OOMEHAa M HOCHUTEIbCTBA
MyTaHTHBIX autenei 282Y u 63D rena HFE.

Teopernueckass W MNpaKTHYeCKasd 3HAYUMOCTb PpadoThl. BrisiBieHue
HOCUTEJILCTBA MYTAaHTHbIX amened 282Y u 63D rena HFE y mnamueHTOoB C
HEAJIKOTOJbHOM JKUPOBOM OOJE3HbIO TI€YEHH T[O3BOJIAET BBIACIUTH TPYIIIbI
MAlMEHTOB C TOBBIIICHHBIM pUCKOM pa3BUTHUS HapylleHWH oOMeHa kelesa.
B pe3ynbprare nmpoBEIEHHOIO UCCIEN0BAHNUS BBISBIICHA BBICOKAS YacTOTa HAPYLICHUM
nopduprHOBOro oOMeHa MpU HEATKOTOJBLHOM >KMPOBOIl O0Je3HU NeueHu. B oneHke

cocTosiHus mopdupuHOBOro obOmeHa Haunbojee HHPOPMATUBHBIM  SIBISETCS



ONpEJEIeHHE  AKCKPETOpHOro mnpoduias. OTO  MO3BOJSET  PErUCTPUPOBATH
pPaccTpoMCTBa Ha YPOBHE KaK MPEAIIECTBEHHUKOB MOPPUPUHOB (aMUHUIIEBYJIMHOBAS
KHCIIOTa W MNOPPOOUIMHOTEH), TaK W Ha YpPOBHE (PPAKIMOHHBIX PACCTPOMCTB
(moBbIlIEHUE PKCKpeuuu Ppakiuil yponopdupuna, konponophupuHa U HapyLUIEHUS
X cooTHouieHus). TecTupoBaHWe HA HAJIMYME MYTAHTHBIX amwneneil 282Y u 63D
resa HFE nmaer BO3MOXHOCTh PErMCTPHPOBATH JAaHHBIE HApYLIECHHS Ha pPaHHUX
craausax 3aboiieBanud. Jloka3aHHas accoluaiis HOCUTEIbCTBa autencei 282Y u 63D
resa HFE ¢ MHCYJIMHOpPE3UCTEHTHOCTHIO IMO3BOJISET BBIICIUTHh T'PYNIBI NALUEHTOB
1t TpoUIaKTUKU POPMUPOBAHUS HEATKOTOJIBHON KUPOBOM 00JIE3HBIO MTEYEHHU.

MeTono10rusi 1 METOAbI JAUCCEPTALMOHHOIO McciaeaoBanus. Hacrosmas
paboTa BBINOJIHEHA COTJAaCHO MNPHUHIMIAM JO0Ka3aTedbHON MeauiuHbl. OCHOBO
METO/IOJIOTUU JTUCCEPTALIMOHHONM paboThl CTajdu JaHHBIE paHEe MPOBEAEHHBIX
pOCCUMCKUX U 3apyOeKHBIX UCCIENOBAHUM U TMOCIEA0BAaTEeIbHOE MPUMEHEHHE
METO/IOB HAy4yHOro mo3HaHus. B xoze paboTbl ObUIM TpPUMEHEHBl KIMHUYECKUE
METO/Ibl UCCIIEA0BAHMS (OCMOTp, AHTPOTIOMETPHUS, PYHKIIMOHAIIbHBIE HUCCIIEOBAHUS),
nabopaTopHble (OLIEHKa MoKa3zaTesied JUIUIHOTO, YIJIEBOJHOI0, MOPPUPUHOBOIO,
oOMeHa >xene3a). TecTUpoBaHHE HAa HalW4yMe MYyTaHTHbIX aimened 282Y u 63D u
CTaHJAPTHBIE CTATUCTUYECKUE METO/BI.

IHonoxeHusi, BLIHOCHUMBbIE HA 3ALLUTY

1. Myrantueie amienu 282Y u 63D rema HFE oGnapyxensr y 32,1 %
MAlMEHTOB C HEAJKOrOJIbHOM >KUPOBOW OOJE3HbIO NEYEeHH, a y JHI B 0OIeH
nonyisiuuu — B 33,9 % ciay4daes.

2. HeankoronpHast >xupoBasi Oo0Je€3Hb TEYEHH YacTO COMPOBOXKIACTCS
HapyUIeHUsIMU  TOPPUPUHOBOrO OOMEHa, OCOO€HHO Ha (OHE HOCHTEIbCTBA
MyTaHTHbIX atenet 282Y u 63D rema HFE (80,3 % cnydaeB), a creneHb
BBIPAKEHHOCTH HapyIIEHUH CYIIECTBEHHO BBIIIE, YEM Yy MAIIUEHTOB 0€3 MyTalui.

3. CreneHb BBIPAKEHHOCTH WHCYJIWHOPE3UCTEHTHOCTU BBILIE Y IMAIUEHTOB C
myTtauusmu resa HFE

4. Hapymienust B oomeHe sxene3a npu Hanuuuu mytanui rena HFE umerot
KAUYE€CTBEHHBIE U KOJMYECTBEHHBIE OTINYUS.

CreneHb [0CTOBEPHOCTH. J[OCTOBEPHOCTh pE3yJIbTATOB MCCIENOBAHUSA
oOecrieueHa 000CHOBaHHOCTBIO MCXOJIHBIX TEOPETUUECKHUX MO3UILINH,

HUCITIOJIB30BaHUECM aHpO6I/IpOBaHHBIX Ha60paT0pHBIX N MHCTPYMCHTAJIBHBIX MCTOIOB,



CepTUPUIIMPOBAHHBIX ~ HAOOPOB  pEareHToB,  IMPUMEHEHHEM  COBPEMEHHOMU
KOMITBIOTEPHON MPOTrpamMMBbl JIJIsl CTATUCTUYECKON 00pabOTKHU MOJYyYEHHBIX JTaHHbIX,
a TaKXke JOCTaTOYHBIM KOJMYECTBOM MAalKMEHTOB U (OPMHPOBAHUEM TPYIII
cpaBueHnusi. OcHoBHas rpynna marueHToB ¢ HAXKBII coctosina u3 112 GOnbHBIX,
rpynna cpaBHeHUs (TpyIma 3A0pOBBIX N00poBoisblieB 342 yenoBeKa) BKIIOYEHA B
UCCJEeIOBAaHME HAa  OCHOBAaHMM  aHalIW3a  CIydyalHOM  BBIOOPKHM  KUTeJeH
r. HoBocubupcka, moCcTOSSHHO MPOKUBAIOIIUX Ha TeppuTopuu 3anaaHo-CuOupckoro
pEruoHa.

AnpoGanusa padoTrbl. OCHOBHBIE MOJOXKEHUS IUCCEPTALUU JOJIOKEHBI M
o0cyxnensl Ha 14-m CnaBsHo-bantuiickom ¢opyme «Cankt-IletepOypr —
l'actpo-2012» (Cankr-IlerepOypr, 2012), Ha 18-t Poccuiickoi
racTposHTeposiornueckoit Henene (Mocksa, 2012), na 39-it ceccun LlenTpanbHoro
Hay4YHO-HMCCJICIOBATEILCKOTO MHCTUTYyTa TacTposHteposiorun (Mocksa, 2013),
Ha 15-m Cnaano-bantuiickom dopyme «Cankt-IletepOypr — T'actpo-2013
(Cankr-IlerepOypr, 2013), Ha 22-ii Poccuiickoil TacTpOIHTEPOJIOTHYECKON HEee
(Mocksa, 2016), na 21-m MexayHapoaHoM KoHrpecce «l'emaTosiorusi CEeroaHs»
(Mocksa, 2016), na 18-m Mexnynaponnom CnaBsHo-bantuiickom ¢popyme «CaHKT-
[TerepOypr — T'actpo-2012» (Cankt-IleTepOypr, 2016), Ha 23-ii 00benUHEHHOM
Poccuiickoit ractposnTeposiornyeckoit Heaene (Mocksa, 2017).

HucceprannonHass pabota anpoOupoBaHa Ha 3acedaHUM MPOOJIEMHOMN
KOMHUCCUU «AKTyallbHble TpPOOJEeMbl NPOPUIAKTUKYA, AUATHOCTUKA U JIEYEHUS
BHYTpeHHHX Oone3Heil» HoBOCMOMPCKOro TrocyAapCTBEHHOIO — MEIUIIMHCKOIO
yauBepcurtera (HoBocubupck, 2017).

Huccepranus BBINIOJIHEHA B COOTBETCTBHUHU C TeMOM
Hay4HO-HUCCleloBaTenbckol  pabotel  HoBocuOupckoro - rocynapcTBEHHOTO
MeIuIMHCKOro yHuBepcuteta «IIpobiieMbl KapAMOCOMAaTHYECKON MaTOJOTUU B
KIMHUKE BHYTPEHHUX OoJyie3Hel» (HOMEp ToCyJapCTBEHHOM perucTpauuu
01201175649).

BHeapenue  pe3yJbTATOB  MCCJICIOBAHHA B NPAKTHKY. MeTonbl
UCCJIeIOBaHUs TOKa3arened mnopdupuHOBOro oOMEHa U Pe3yJbTaThl OIEHKU
nonmumopdpusma amienet C282Y u H63D renma HFE BHenpenst B paboTty
TepaneBTUYeCKUX  oTAesneHuid  ['opoackoit  kiaumHMYeckor — OonmbHULBI — No 1

(r. HoBocuOupck). Martepuaibl 1uccepTaiiiy UCIOJIb3YIOTCS B JIEKITMOHHOM Kypce U



MPAaKTUYECKUX 3aHATHAX Ha Kadeape ¢akyapTeTckoil Tepanuu HoBocuOupckoro
rOCy/IapCTBEHHOT'O0 MEJMIMHCKOIO YHUBEpcHUTeTa, B pPaboTe OOJACTHOW HIKOJIBI
Bpaven-repuaTpoB.

Iy6aukanuu. [lo teme nuccepranuu omnyonukoBaHo 20 paboT, U3 HUX
7 crateil B >KypHajax M M3JaHUAX, KOTOPBIC BKJIIOUCHBI B IMEPEUEHb POCCUUCKUX
PEILeH3UPYEMbIX HaYUHBIX KYPHAJIOB IS MO IUKAIIUH MaTepruaioB JUCCEPTAILIUH.

O0bém u crTpykTypa aumccepraumm. Jlucceprauuss HW3JI0XKEHAa HaA
119 crpannax MalIMHONMUCHOTO TEKCTa W COCTOUT W3 BBEACHHUS, 3 TIIAB,
3aKJIIOYEHMsI, BBIBOJIOB, MPAKTUUYECKUX PEKOMEHJAIUMA, CIUCKA COKpAIICHUH WU
YCIOBHBIX  0003HAYEHUM, CHOHCKA JIMTEPATYphl, CIUCKA HWUIIOCTPATUBHOIO
Marepuaina, TmpwiokeHuil. IllomydeHHble pe3ynbTaThl MNPOUJUIIOCTPUPOBAHBI 6
pucynkamu U 9 tabnunamu. CHucok JuTepaTypbl npenactaBiieH 219 ucTouyHuKamu
(74 oreuecTBeHHBIX U 145 3apyOeKHBIX).

Jlnunblii BkJIaa aBTopa. Briam aBropa cocTosii B 0TOOpe OOJBHBIX IS
HCCIIEIOBAHUSI TI0 KPUTEPUSIM BKIIOUCHUSI M UCKITIOUEHUS, B 00CIeIOBAHUM OOJIBHBIX
U Habope KIMHMYECKOTO0 MEPBUYHOrO MaTepHalia, B IOJITOTOBKE MaTepuana s
OMOXMMHYECKOTO HCCIe0BaHus, B (opMHUpOBaHUU Oa3bl JaHHBIX, UX 00pabOTKe,
0000I1I€HNH U CTATUCTUYECKOM aHAJIM3E.

MATEPUAJI U METOAbI UCCJIEJOBAHUSA

PaGora — pesynbraT wuHccnegoBaHUM 1o HaydHod Teme «lIpobiiembl
KapJINOCOMAaTUYECKOM  TAaTOJOTMM B  KIWHUKE  BHYTPEHHUX  OOJie3HEN,
paspabatbiBaemoii Ha Kadeape daxynpreTckod Tepanuu  HoBocuOupckoro
rOCYJapCTBEHHOTO MEIUIIMHCKOTO YHUBEPCHUTETA B paMKax MPOTrpaMMbl COBMECTHBIX
HAy4HO-UCCIIEIOBAaTENbCKUX pabor ¢ HaydHo-uccienqoBaTeIbCKUM HHCTUTYTOM
Tepanmuu W NpodUIaKTHYECKOW MenunuHel — dunuamom  DeaepanibHOTO
TOCYJApCTBEHHOTO  OIO/DKETHOTO  HAy4yHOro  yupexiaeHus  «DeaepanbHBIM
uccienoBaTenbCckuit  1neHTp MHcTUTyT 1mtoimoru W reHeTukd CuOuUpCcKoro
otnenenus Poccuiickoit akagemuun Hayk» (HUUTIIM — ¢pununanom ULul" CO PAH).
HccnenoBanre 0100peHO JIOKAJIbHBIM 3THYECKUM KomuTeToM HoBocuOupckoro
rOCy/IapCTBEHHOI'O0 MEIUIIMHCKOTO YHUBepcuTeTa (MpOTOKoN 3acenaHus Ne 6 ot
16.10.2014 rona). B uccnemoBanue BKIO4YEHO 454 dyenoBeka Ha KIMHUYCCKUX 0a3ax
HoBocubupckoro rocyAapCTBEHHOTO MEJIUIIMHCKOTO YHUBEPCUTETA,

PaCIIOIOKEHHBIX Ha TeppuTopu [opojackod KiIWHMYECKON OonbHHUIBI No 1



r. HoBocubupcka, 1 HUUTIIM - ¢ummana NULul’ CO PAH. Bce nanueHTs
MOJANKCHIBATM  JOOpPOBOIBHOE  HMHQOPMUpPOBAHHOE  corjlacue J0  Hayania
oOcnenoBanus. B COOTBETCTBHM C 1I€JIbl0 M TIOCTABJICHHBIMU 3a/JlayaMu Oblia
chopmupoBana ocHoBHas rpynmna nanueHToB ¢ HAXBII, xortopas cocrossia u3s
112 6onbubix. Ha  ocHOBaHMM  aHanW3a  CIAyYallHOM  BBIOOPKH  JKUTEJNICH
r. HoBocubOupcka (rpyrmmna 3710poBbIX T0OPOBOJIBIEB), TOCTOSIHHO MPOKUBAIOLIUX HA
tepputopur  3anagHo-CuOuUpckoro pervoHa, Obuia cpopMuUpoBaHa Tpymna
cpaBHeHUs: U3 342 yenoBek, oOcienoBaHHbIX B pamkax mnporpammbl « MONICA.
[larueHTHl OCHOBHOW M JOOPOBOJBIBLI TPYNIbl CpaBHEHUS ObUIM JHULAMHU
eBporerckou pacel. Ha criexyroiem srare mcciieoBaHus MIPOBOAUIIN OIPEIEIICHUE
reHotunoB HFE no nonumopduev amiensam C282Y u H63D y 6onbabix HAXKBII u
COIIOCTABJUIM C pe3yibTaTaMU, IIOJYYEHHBIMU B IpyIIe cpaBHeHus. [lanee y
nanueHToB HAJKBII ounenuBanu coctosiHue (QyHKUMM TEYEHH, YTIEBOAHOIO,
JUNUAHOro, mophupuHOBOrOo M oOMeHa xene3a. HezaBUCMMO OT Hamuyus WM
orcyrcTBus mnonumoppusma amienedt C282Y u H63D renma HFE y mnaunuenrtos
HAXBII npoBelleH CpaBHHUTENBHBII M KOPPEISLUMOHHBIA aHAIU3 IOJTYYEHHBIX
PE3YABTATOB MEXKAY BBIIEIEHHBIMU IPYNIAMHU.

Jlu3aliH ucCciaenoBaHUs — OJHOMOMEHTHOE CPAaBHUTEIIBHOE HCCIIEAOBAHUE B
MapajuieNIbHbIX TPYIIax

XapakTepucTHKa NANMEHTOB C HEAJKOI0JbHOH KHUPOBOH 00J1e3HBIO
neyeHu. ['pynmna cpaBHeHus (MomyasiiMoHHas) chOpMHUpPOBaHA HA OCHOBE CITy4ailHON
BbIOOpKU kuTenel T. HoBocuOupcka 3 310pOBBIX J0OpPOBOJIBLIEB, IMOCTOSHHO
npoxuBaomux B HoBocubupcke (mogobpaHa 1o BO3pacTy B COOTHOILIEHUU
npumepHo 1:3 — 1 ciuywait : 3 koHTpoisib). B rpynmy Bkitoueno 342 4yenoBeka,
oOcnenoBaHHbIX B pamkax nporpammbl  «MONICA», kotopsle  Obuin
MPOr€HOTUNMPOBAHBI B J1A00OPATOPUU MOJIEKYJISPHO-TEHETUYECKUX HCCIEI0BaHUN
tepaneBTudyeckux 3adoneBanuit HUUTIIM — ¢unuana Ul{ul" CO PAH na nanuuue
u/ummn orcyrcrBue ameneit C282Y u H63D rena HFE. O6pasust /IHK u cBenenus o
munax rpynnsl cpaBHeHus 6putn npegoctaBiensl HUUTIIM — ¢dunuanom Uul" CO
PAH.

XapakTepucTuka JMI TpPynnbl cpaBHeHUs (momyasimuoHHasi). Bce
oOcnefgoBaHHbIE OBUIM JMIIAMU €BpoONeHcKoM packl. Bospact 1006poBosbleB

Kojebanca B IMPOKUX npenenax (oT 25 mo 78 ner), cpeaHuil BO3pacT B LEIOM IO
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rpynne coctaBuil (49,3 +0,9) rona. Cpeau BKIIOYEHHBIX B TPYMIY CpaBHEHUS
Myx4uH Obuto 181 uenosek (52,9 %), cpennunii Bo3pact (47,9 = 0,9) rona u >KeHIIUH
— 161 genoBex (47,1 %), cpenuuii Bo3pact (50,6 = 0,9) roga. Pacnpenenenue mnui
MOMYJISIITAOHHOM TPYIITIBI TI0 BO3PACTHBIM KAaTETOPHUSAM OBLIO CIEAYIOIIUM: OT 25 110
30 net — 16 uyenosek (4,7 %), ot 31 nmo 50 ner — 162 yenoseka (47,4 %), ot 51 no
60 net — 110 ugenoBek (32,1 %), crapme 60 ner — 54 yenoseka (15,8 %). Takum
0o0pa3omM, OOJIBIIMHCTBO JIMIl B MOMYJAIIMOHHOW T'pyIIe, Kak ¥ B OCHOBHOM, TaKXe
ObUTH B Bo3pacTHOM kareropuu ot 30 1o 60 et (272 yenoreka, 79,5 %).

MeToambl ucciie10BaHNS NOKAa3aTe/eil JUIUIHOI0, YIJIeBOJHOI0 00MeHa M
nokasarejeii o0MeHa :xese3a. Bce OonbHBIE 00CIeI0BaHBI OOIICPUHATHIMU
KIIMHUYCCKUMHK,  KIMHUKO-JIAOOPATOPHBIMH M OMOXUMUYCCKHUMH  METOJIaMH
HCCIIEIOBAHUM, KOTOPBIC TIO3BOJISIIOT OIEHUTh (DYHKIMIO OpPraHOB W CHUCTEM
OopraHusma.

C nomompto ananuzatopoB Beckman Coulter (CIIIA) onpenensiiu akTHBHOCTD
aJaHUHOBOM (AnAT) u acraparuHOBOM (AcAT) TpaHCaMHHa3,
ramMmarmorammwirpancnentugazsl  (I'TTII), menounoir  docdarazer  (1LD),
cojepkanne obmero OwnupyOuHa W ero ¢pakiuil (KOHBIOTUPOBAaHHON W
HEKOHBIOTUPOBaHHOI ), ob1ero xonectepuna (OXC), tpuraunepunos (TT).

JIJIsl OIICHKW ONTUMAJIbHBIX 3HAYCHUH JTUIUIHBIX [TapaMETPOB B TUIa3Me KPOBH
ObUTH uCTIONb30BaHbl Poccuiickue pekomenaanuu (5-i nepecMotp) «Jluarnoctrka u
KOPPEKILUsI HApPYIICHUH JUIMUIHOTO OOMEHa ¢ IeNbl0 MPOMUIAKTUKH U JICUCHUS
aTepockiieposay, paspadboranusie KomuteTom skcnepToB Beepoccuiickoro HayqHoOro
oO1iecTBa KapauoJoroB. 3a HopMalbHBIM ypoBeHh OXC npuHUMAIM 3HAYCHUS
MeHee 5,0 MMOJIB/T, YMEPEHHO TOBBIIIEHHBIH — OT 5,0 10 5,9 MMOJIB/J, BBICOKUN —
6,0 mmonib/1 1 Gosiee. CoryiacHO peKOMEHJALUAM, ONTUMajIbHBIM ypoBHeM OXC
CUMTaM 3HaueHus: MeHee 5,0 MMOJIb/J.

Onpenensiau noka3aTeau JIMIMUIHOTO CIEKTpa:

1) xonectepun nunonpoTen 0B Beicokoi mioTHocTu (XC-JIIIBII) — menesoe
3HadeHue BeIe 1,15 MMOIb/II;

2) cojaepkaHHE XOJIECTEpUHA JIUIOMPOTEHIOB OYEHb HHM3KOM IIJIOTHOCTH
(XC-JIIIOHIT) paccuuteiBanu 1o Gopmyne: TI/5 (umeneBoe 3HauYeHHUE MEHEE
0,34 mmonb/n);

3) comepkaHue XoJieCTepUHA JIMTONPOTEen10B HU3Kou tiotHocTu (XC-JITTHIT)
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paccuuTbiBaiu 1o Gopmyne OpuaBanbia.

CocTostHMe YIJIeBOJHOrO OOMEHa Yy BCEX MAIMEHTOB OLIEHUBAIM IO YPOBHIO
IVIFOKO3bl KallWJUISIPHOM KPOBM HATOUIAK C MOMOIIBK MOHOTJIIOKO30aHAJIM3aToOpa
«Biosen 5030» (I'epmanusi) U WcCieAOBAIM B JUHAMUKE. J|OTIOJHUTEIBHO Y YaCTH
00nbHBIX (47 4YenoBeK) MPOBOJAMUIM CTAHJAAPTHBIA TECT TOJEPAHTHOCTU K TIIFOKO3€
(CTTT) no oOmenpunsaToit Metoauke. [lonydeHHble AaHHBIE OLEHUBAIU C YUETOM
pexomenganuii Komurera skcneproB BO3 no knaccudpuxamuu CJ 1999 roma u
nuarHoctuyeckuM kputepusim CJI B monuduxanum 2011 roma [15]. YpoBeHb
TJIFOKO3bl BEHO3HOW W/WIM KamWJUIIPHOM KPOBU HaTomak ot 3,3 10 5,5 MMOJb/1
CUMTAJIU HOPMAJIbHBIM.

Onpenensinu uMMyHOopeakTUBHBIN nHCYAMH (MPU) ¢ momoiibio TecT-CucTeMBl
«Immulite» (CILA). ['unepuHcynmHeMusi HaTOIIAK KOHCTAaTHPOBAjach MpPU YpPOBHE
NPU Boitie 18 MkME/mi.

PaccuuthiBasin  WMHAEKC HWHCYIHMHOpe3uCcTeHTHOCTH Homeostasis Model
Assessment (HOMA-IR) — MeToJl OLIEHKHM YYyBCTBUTEJIbHOCTH K HHCYJIWUHY U €ro
cekpeun. Yem Bbimie 3HaueHuss HOMA-IR, TeM Huke 4YyBCTBUTEINBHOCTH K
MHCYJIMHY U BBIIIE HHCYIUHOPE3UCTEHTHOCTH (MP).

XKene3o CHIBOPOTKM KpPOBH ONPEAEISIA OPTOTOJYMAWHOBBIM METOAOM IIO
I'. bapkany u b. Yonkepy. [omnomHuTenbHo Yy dacTu OOJBHBIX [ Ooliee
yriayOia€HHoro oO0cienoBaHus, B 3aBUCHUMOCTH OT XapakTepa MOJIyYEHHBIX
MEPBOHAYATILHO  KIMHUKO-TA00pPAaTOPHBIX  JaHHBIX, ONpeneisiin  (eppuTUH,
’KEJIE30CBA3BIBAIONIYI0O  CIOCOOHOCTh  ChIBOpOTKH KpoBu 1o  B. T. Kapagaii,
paccuuThIBal KOG (OUIIMEHT HACBIIIEHUS TpaHCPEPPUHA KEITE30M.

HccnenoBanne mokasaresneil nmoppupunoBoro oomMena. [ onpeneneHus
nop(uprHOBOrO0 OOMEHa y MallMEeHTOB, BKIIOYEHHBIX B HUCCIEAOBAHHE, ONMPEICISIIN
bpakuud NOPPUPUHOB M MX MPEIIIECTBEHHUKOB IO CTaHAAPTHBIM METOAUKAM.
HaubGonee wuH(MOpMATUBHBIM SIBISIETCS ONpEEIeHUE 3KCKPETOPHOTO mpoduis
nokasareneil Mmop@uUPUHOBOro OOMEHa, B XOJ€ KOTOPOTO BBISBISETCA OONBIINNA
CHeKTp paccrpoiicTB Ha mnepBoM »3rTamne NpoBOOWINCH HUCCIEHOBAaHHUS MOYM HA
Hajgu4yue U30bITKA MPENIIeCTBEHHUKOB: O0-aMHUHOJIEBYJIMHOBOM KUCIOTHI (0-AJIK) u
noppobununorena  (IIbI), wux  omnpenensmu  MerogoM  Xpomarorpaduu-
CIEeKTpOo(HOTOMETPUHU C IOMOIIBIO TecT-Habopa «BioSystems» (Mcnanus).

MGTO[[I/IKI/I KIMHUKO-MOJICEKY/JIAPHOI0 MCCJICAOBAHUI. FCHOTI/IHI/IpOBaHI/Ie
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BBITIOJIHSIN B TJabopaTopun MonekyisipHo reHetuku B HUUTIIM — ¢unmane Uul"
CO PAH (3aB. n1a6. — B. H. ., A. M. H. MakcumoB B. H.).
OBCYKJIEHUE PE3YJBTATOB UCCJEJTOBAHUN

B macrosmieit pabore aHanM3upyrOTCs UM 0000IIAIOTCS  pe3yJbTaThl
L[eJIeHANPaBIEHHOIO0 MOJEKYIISIPHO-TeHETHYeCKOro odcnenoBanus y 454 yenoBek, B
X0J1€ KOTOPOro oleHuBaiIM yactoty myranui amneneid C282Y u H63D rena HFE y
naueHToB ¢ HAXBII u cpaBHuBasiu C pe3ynbTaramMu, MOJYYEHHBIMU TpU
o0cIIeIOBaHHUH Y JTUI] OOIIECH MOMYJISIIHH.

Pe3ynpTaThl MpPOBEAEHHOTO  KIMHUYECKOIO  HCCIIEOBAaHUS  IMO3BOJUIU
KOHCTaTupoBaTh, yTo MyTaruu C282Y u H63D rena HFE y maunentoB ¢ HAXKBII u
y JUIl OOIIeH MOMyJSIUA PETUCTPUPYIOTCA € OJAMHAKOBOWM dacTtoTo B 32,1 % m
33,9 % cny4yaeB cOOTBETCTBEHHO. B o00eux rpynmax daiie perucTpupoBalioch
HOCHUTEIBCTBO MYTaHTHOTO amiens 63D B 26,8 % u 28,1 % ciyyaeB cCOOTBETCTBEHHO.
3aperucTpupoBaHbl pa3IUyuUs MO TeHAEPHOMY MPHU3HAKYy. B 4acTHOCTHU, MyTaHTHBIH
aenb 63D B OCHOBHOM TpyIlIe HECKOJIBKO 4Yalle PEerucTpUpOBAICS Y >KCHILHH,
TOTJa KaK B TpyNne cpaBHeHUs — y MyxxuuH. Hanportus, myrtanus C282Y B rpymme
CpaBHEHHUs] OOHapyX HUBajach C OJWHAKOBOW YAaCTOTOM y MYKUMH M KCHILIHH, a B
OCHOBHOM Tpynie — NPEeUMYIIECTBEHHO Yy MYKuuH. [lonydeHHble pe3yiabTaThl
MO3BOJISIIOT MPEANON0XUTh, 4TO Hanumyue Mytanuun reHa HFE He sBnsercs
NEPBONPUYMHON W BEAYIIMM MAaTOT€HETHUYECKUM MEXaHU3MOM (OpPMHUPOBAHUS
HAJXBII, Ho MOXeT oKa3bIBaTh 3aMETHOE BIIUSIHUE HA OOMEHHBIE TTPOIIECCHI.

HaubGonee 3ameTHBIMM OOMEHHBIMH HapyHICHUSIMHU, ACCOLUMUPOBAHHBIMHU C
myTtanusamu rena HFE, okazanuch pacctpoiictBa oOMeHa mopGUpHUHOB, BBISIBICHHBIE
y 77 (68,8 %) 6onpubix HAXKBII. Hapymienust okazaiuch o4eHb BapruaOeabHbIMU

CpaBHUTEIBHBIN aHANU3 0OHAPYKEHHBIX HAPYIIEHUH MOpHUPUHOBOTO 0OMEHa
y O0bHBIX € BbIsiBIeHHBIMU MyTauuamu 282Y u 63D B rene HFE u Ge3 TakoBoro He
MO3BOJIMJI  OOHApY>KWUTh  MNPUHLIMIHAIBHBIX  Pa3iM4Mii B~ KAYECTBEHHBIX
XapaKTepucTUKax. Y TAlUEHTOB pPETUCTPUPOBAIUCH WJICHTUYHBIE HapYIIECHUS
nopduprunoBoro oomena. Bmecte ¢ Tem, y OONBHBIX ¢ MMEIOIIMMUCS MyTalUsMU
ameneit 282Y u 63D B rene HFE wactoTta perucrpauuu HapyuieHud B oOMeHe
nopduprHoB obHapyxkuBanack B 80,6 % ciaydaeB U CTENIEHb UX BBIPAXKEHHOCTH ObLIA
noctoBepHo Baiie (p < 0,05-0,001).

PacctpoiictBa nunugHoro obmena npu HAXBII saBnstorcs oguuMm  u3
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KapJUHAIbHBIX MpU3HAKOB 3aboneBaHus [82]. VY Bcex mManMeHTOB ObUIH
3aperucTpUpPOBaHbl UICHTUYHBIE HAPYIICHUS JIUIIMHOTO OOMEHa.

PaccrpoiicTBa B 0OMeHe kefie3a B OTJIMYME OT HapyuleHUil oOMeHa JIMIUIOB,
yIJI€BO/IOB, NMOPGUPUHOB OOHAPYKUBAIUCH 3aMETHO PeXe, BCero y 15 manueHtoB
(821,4 % cinyuaeB). CpaBHUTENbHBI aHaIUM3 OOHAPYKEHHBIX HAPYIICHUH Y
00nbpHBIX ¢ BbIsiBNeHHbIMU MyTanusimu C282Y u H63D B rene HFE u 6e3 TakoBbIX
MO3BOJIMJI OOHAPYKUTh MPUHLIMIHAIIBHBIE PA3IMYUs KaK B KOJIMYECTBEHHBIX, TaK U B
KaueCTBEHHBIX XapaKTepUCTUKaX MoKa3arejael oomMeHa xene3a. ToIbKO y MalueHTOB
¢ umerouumucsa Mmytauusimu C282Y u H63D B rene HFE Obutn oOHapyxkeHbI
MIPU3HAKY CUHIPOMA XPOHUYECKON NEPETPY3KHU KETE30M.

OOHapyxeHbl TakKe 3aMeTHble OTKJIOHeHUus: B ypoBHe (epmenta ['TTII, uto
CBUJIETENILCTBYET O HApylIeHHH (PyHKIUU mnedeHd. [IpudyeM npemMyliecTBEHHO U
0osee 3HaYUMO y nanueHToB ¢ mytanusmu B rene HFE.

Takum oOpa3oMm, NPOBEAECHHOE UCCIEIOBAHUE TO3BOJISIET BBIACIUTH P
3aKOHOMEPHOCTEM:

- BO-TiepBbIX, MyTaHTHbIC ayutenu 282Y u 63D rena HFE y 6onbabix HAXBII u
y JIMIl OOIIel MOMmyJslKMKA BCTPEYAIOTCS C OJIMHAKOBOM YacTOTOW, MO3TOMY MOKHO
MPEANON0XKHUTb, YTO HAJIMYUE JAHHBIX MYTallMi HE SBJISETCS NPUYUHOU
dbopmuposanuss HAXBIT;

- BO-BTOPBIX, HEKJIACCU(ULIUPOBAHHBIE PACCTPOMCTBA MOPPUPUHOBOTO 0OMEHa
3aperucTPUPOBaHbl Y OOJIBIIMHCTBA 00CIEI0BaHHBIX OOJIBHBIX — 77 yenoBek (68,8 %
Clly4aeB); HapylleHHs ObUIM BapuaOeNbHbl U CKIAJBIBAIUCh W3  PA3IUYHBIX
OMOXMMHUYECKHX IMPU3HAKOB, BIEpPBbIE BEPUPUIIUPOBAHBI OMOXUMHUYECKUI CHHAPOM
yponopUprUHYpPUH U KOMOMHUPOBAHHBIE HAPYIICHUS;

- B-Tpetbux, y namueHToB HAJKBII ¢ myranusmu B rene HFE Hapymienwus
nopupuHOBOro oOMeHa He MMENIM KaueCTBEHHBIX pazfnyMii, HO PErMCTPUPOBAIHCH
3HaYUTEIBHO Yalie — B 80,3 % ciryyaes;

- B-UETBEPTHIX, Yy nauueHToB ¢ Myrauusmu B reHe HFE paccrporictBa
YIJIE€BOJHOTO M JIMMHMJIHOTO OOMeHa ObuTM Oojiee 3HAYMMBI, HapyIICHHS B OOMEHE
’KeJe3a UMENT Ka4eCTBEHHBIE M KOJIMYECTBEHHbIE OCOOEHHOCTH;

- B-mATBIX, Merabonuueckue  Hapymienus npu  HAXKBII  wocaT
aCCOLIMMPOBAHHBIN XapakTep, MPU 3TOM Yy OOJBIIMHCTBA OOJBHBIX PETHMCTPUPYETCS

OJHOBPCMCHHO HAPYUICHW: B obMeHe JIMIINAOB, YIJICBOOOB U HOp(i)I/IpI/IHOB.
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BbIBO/IbI

1. HeknaccudumnupoBanuble paccTpoiicTBa mnopdupUHOBOrO oOMeHa Mpu
HEAJIKOTOJILHOM JKMPOBOM OOJIE3HM TE€YEHU PETUCTPUPYIOTCS Y OOJBLUIMHCTBA
0onbpHBIX (68,8 %) B BUAE 5 OMOXMMHUYECKUX CHHAPOMOB, U3 KOTOPBIX CHUHIPOM
yponopupuHYpUH U KOMOWHHUPOBAHHbIE HAPYIICHUS TUarHOCTUPOBAHBI BIIEPBBIE.

2. Hapymenust nopguprHOBOro 0OMeHa y MallMeHTOB HEAJIKOTOJIbHOU KUPOBO
00JIe3HbI0 TMeueHW npu Hamuuuu myrtauuii reHa HFE He umenu kadecTBEHHBIX
OTIUYMI, HO OKA3aJIMCh KOJIMYECTBEHHO 00Jiee BhIPAKEHHBIMHU.

3. PacctpoiicTBa B oOMeHe >keje3a y MNalMEeHTOB HEaJKOTOJIbHON KUPOBOMU
Oone3Hpl0 medyeHH mnpu  Hamuuuu Mmytanuii rena HFE  xapakrepuzoBanuch
Ka4E€CTBEHHBIMU U KOJIMYECTBEHHBIMUA U3MEHEHUSMH.

4. Hapymenus B oOMeHE JMNUAOB OOHApPYXEHbl Yy BCEX MAIMEHTOB
HEAJIKOTOJIbHOM KUPOBOM OO0NE3HBIO MEYEHU, HE3aBUCHMO OT HAJIWYUS MYTalMi
reda HFE.

5. PaccrpoiicTBa yrieBogHOro oOMEHa 3aperucCTPUpPOBAaHbI Yy OOJBIIMHCTBA
OOJIHBIX (65,2 % CIIy4aeB). Y HOCHUTENEH MYyTalui rena HFE
MHCYJIMHOPE3UCTEHTHOCTh 3aMETHO BBILLIE.

6. OrcyrcTByI0T paznuuus B yactote myrtamuid C282Y u H63D rena HFE y
MAlMEHTOB C HEAJIKOTOJIbHOW >KUPOBOW OOJIE3HBIO MEYEHW W y JUI U3 00IIeH
nonyisiuuu — 32,1 % u 33,9 % cooTBETCTBEHHO.

IHNPAKTUYECKHUE PEKOMEHJALINHU

1. V nanueHTOB HEAJIKOTOJIBLHOW >KUPOBON OOJIE3HBIO MEUYEHU MPU HATUUYHH
mytanuii C282Y um H63D rena HFE moxer HaOmromathCcsi BbICOKAash aKTUBHOCTH
dbepMeHTa raMMariJlOTaMUITPAHCIIENTHIAa3bl, YTO HEOOXOJMMO YYHUTHIBaTh IMpHU
b depeHIraIbHON TUarHOCTUKE aIKOTOJIBHOTO MOPAKEHUSI TIEUEHH.

2. Hannuue nonumopdusma rena HFE cBupeTenbcTByeT O HapyUIeHHSX B
oOMeHe xene3a U (pOPMUPOBAHUU CUHAPOMA XPOHUUYECKOU MEPETPY3KH HKETIE30M.

VY namueHToB ¢ HEAJKOTroJbHOW OO0JIE3HBI0 MEYEHH HEeOOXOIUMO HCCIEIOBATh
BECh CIEKTp MoKa3aTelse xemne3a, ocooeHHOo depputuH. OOHapyKeHHe HapYIICHUN B
oOMeHe KeJie3a yKa3bIBaeT Ha BHICOKYIO BEpOSITHOCTh Hanmuuusi mytauuii B rene HFE.

3. YV OonpIIMHCTBA MAMEHTOB HEAJIKOTOJILHOM KUPOBOW OO0JIE3HBIO NEYEHH
JIUArHOCTUPYIOTCS HEKJIaCCU(PUIIMPOBAHHBIE PACCTPOIICTBA MOPPUPUHOBOrO 0OMEHA,

ocobeHHo Ha poHe HocuTenbecTBa MyTanuii B rene HFE.
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