IIpu reHoTunupoBaHuM OOJBHBIX C KPUINTOreHHbIMU IMppo3amu mnedeHu (KLII)
NOJIyueHbl creaytoue pesynbTarbl. [IpocThie rereposurorHeie mytauun H63D B rene
reMoxpomarosza ObutM OOHapyxeHsl B 9 (25,7 %, 95 % AU 12,5-43,3 %) ciydasx, y Bcex
ocranbHbix (74,3 %, 95 % AW 56,7-87,5 %) nanueHtoB myrtarmid He ObLI0. AHaIU3
pacnpoctpaneHHocty CJ] mokasain ciemyronye pe3yasTarsl. B rpymnme nanueHToB 0e3 MyTanuit
CJI Obi1 BeIsIBNICH y opHoro maruedTta (3,85 %, 95 % AU 0-11 %), B rpymme maimueHToB ¢
reTepo3uroTHeiMu MyTasiMu C/1 o6napyxen B 3 ciayyasx (33,3 %, 95 % AU 7,5-70,1 %). Bo
BCeX ciaydasx Obul auarHoctuposad CJI 2 tuna. Pasnuuus B wactore Bcrpewaemoctu CJI Obun
crarilRmeadaxy 3HauuMbl (p = 0,044).

1. B rpymme 6ompabIX XKI ¢ CJI ypoBeHb CHIBOPOTOYHOTO (peppUTHHA CTATHCTUYECKH
3HaUMMO BbIII€ MO0 cpaBHeHUIO ¢ mnamueHtamu 0e3 CI (p = 0,002), a Hamuuue
runepdepputuHeMun yBenuunBaeT puck BeisgBieHus C/ y maunentos ¢ XKI' 6onee uem B 4
pa3a (oTHouIeHHe maHcoB paBHo 4,2, 95 % AU 1,3-13,7, p =0,016).

2.ROC aHanu3 mnoka3ajl JOCTaTOYHO BBICOKYIO UYBCTBUTENIBHOCTh (69,2 %) wu
cneunpuyHocts (77,6 %) mokasarenss ypOBHS ChIBOPOTOUHOTO (EppHTIHMHA B BBIABICHUU
6onbHbIX XKI' ¢ mosbienHbiM puckoM passutus CJI. JlmarHocTuyeckas 3HAUUMOCThb
JAHHOTO MOKa3aresis ObLIa COMOCTaBUMA C YPOBHEM ChIBOPOTOYHOM TITIOKO3HI (p = 0,198).

3.V 6onbubIx XKI' ¢ romosurorasiMu Mytarmsmu H63D n C282Y pacnpoctpanenHocts CJJ
BBIIIIE, YeM Y OONTBHBIX ¢ HOpMaIbHBIM reHoTunoM (57,1 u 12,8 % coorsercTBeHHO, p = 0,017).

4. Pacnpoctpanennocts CJl Boite y 6onbHbIx KL ¢ rereposurornoit myranueit H63D
(33,3 %) B cpaBHeHHH ¢ marnueHtamu 0e3 myrtauui (3,85 %), pasznuyus CTaTUCTHUYECKH

3HauuMBblI (p = 0,044). .
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AHAJIN3 3HAYUMOCTHU MMOKA3ATEJIEH METABOJIM3MA JKEJIE3A
B IMATHOCTHUKE MYTAIIMIA TEHA TEMOXPOMATO3A YV TAIIMEHTOB
C XPOHUYECKUMU KPUIITOI'EHHBIMU I'EITATUTAMU

IMTaasues U. B.

Yupexnenne o0pa3oBaHusA
«l'oMenbCKUi rocyIapCcTBEHHbIN MeIUIIMHCKUN YHUBEPCUTET
r. lomenn, Pecnybianka benapycb

Beeoenue

Xpoundeckue muddys3asie 3adonmeBanus nedeHu (XJ[3I1) mmeroT mmpokyr pacmpo-
CTPaHEHHOCTb Cpe/li HaceJeHUs, 4To 00ycIaBIuBaeT BHUMaHNUE K JaHHOI npobneme. OnHako
B psJie Clly4yaeB IMPAKTHUYECKHE BPayu CTAJIKHUBAIOTCSA C TPYAHOCTSMU B BBIICHEHUU MPUYMHBI
3a00J1€BaHus, U TOT/A MALUEHTY BBICTABISAETCS JUArHO3 HEYTOHUYEHHOIO, WM XPOHUYECKOTO
kpuntorennoro renaruta (XKI'). OgHoit u3 Bo3MoxkHbIX puuuH pa3zsutus X/I3I1 seistorcs
MeTa0OoIMYeCKrue HapyIIeHUs, U B YaCTHOCTU — HapylIeHUs OoOMeHa jkeye3a, U30bITOUHOe
BCAChIBAHME M HAKOIUIEHUE KOTOPOTO IMPUBOAMT K Pa3BUTHIO CHHIPOMA MEPETPY3KH KEIE30M
(CITXK). Baxxno#t mpuumHoi, netepmuHupytomein popmupoBanuto CIDK, siBisieTcss MyTanus
B reHe remoxpomaro3a (reH HFE). Haubonee yacto k popMupoBaHHio HACIIEACTBEHHOTO Ie-
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moxpomaro3a (HI') y B3pocnbix npuoast myrtanuu C282Y u H63D [1,2]. OcHOBHBIM MeTO-
noM nuarHoctuku HIT sBisieTcss reHOTMIIMpoBaHue Uil fMarHocTuku myrtanuil B rene HFE.
OpnHako AaHHBIN METOA JIOCTAaTOYHO JOPOTOCTOAII, U TTOITOMY aKTyaJbHBIM SIBISETCS OMpe-
JieNieHHe KPUTEPHUEB M3 MOKa3aTesieil OMOXUMUIECKOTO aHajn3a KPOBHU, C BHICOKOW BEPOSTHO-
CTBIO YKa3bIBAIOIIIETO Ha BO3MOXXHOCTh Hanuuusi myTtanuu B rene HFE.

Ilenw

[IpoBecTu OlLIEHKY AMArHOCTHYECKOM 3HAYMMOCTH TMOKa3aTeleil Meraboin3ma xene3a B
nuarHoctrke Mmytanuil rena HFE.

Mamepuanst u Memoowvl uccie0o6anus

[TpoBeneno komrmuiekcHoe obOcnenoBanune 81 manmenra ¢ XKI, HabmomaBmmxcs B ['Y
«PecnyOnukaHCKUN HayYHO-TIPAKTHUECKHH IIEHTP paJAUallMOHHONW MEIWIMHBI U SKOJOTHH
4yeloBeKay. [eHOTHIMpOBaHWE MAMEHTOB Ui omnpexneneHus Myrtauud B reHe HFE
MPOBOIMIOCH Ha 0a3e IEeHTpaTbHON Hay4YHO-HCCIIEAOBaTeNbCKOM aboparopun [oMenbckoro
TOCYJIapCTBEHHOTO MEIUIIMHCKOTO YHHBepcHuTeTa. CTaTuCcTHYecKas 00paboTKa MOTYyYEHHBIX B
pe3yibTaTe HMCCIeNOBaHUS JaHHBIX MPOBOIMIACH C HCIOIb30BAaHHEM MMaKeTa MPHUKIAIHBIX
nporpamm «Statistica» 7.0 u «MEDCALC».

Pezynomamot uccineoosanusn u ux oocyycoenue

B pesynbrare reHorunupoBaHus mnanueHToB ¢ XKIT ObUIM HOJY4Ye€HBl CIIEAYIOLIUE
pesynbrarel. Y 47 namuentoB (58 %, 95 % AU 46,5-68,9 %) Goababix XKI' ycraHOBiEeH
HopMmanbHbI TeHoTHN (N/N). IlpocThie TeTepo3WroTsie MyTaluud OBUIM BBISBICHBI y 23
MaIUeHToB, U3 KoTtopsix 19 (23,5 %, 95 % AU 14,8-34.,2 %) Oblin HOCUTENAMU MYTallUU 110
amtemro H63D, 4 (4.9 %, 95 % AU 1,4-12,2 %) — C282Y. CnoxHbIE T€TEPO3UTOTHI
C282Y/H63D obnapyxensl y 4 (4,9 %, 95 % AW 1,4-12,2 %) GonbHBIX. [OMO3UTOTHBIX
MyTanui Obu1o BhIsIBIEHO 7, u3 HUX 3 (3,7%, 95%/M 0,8-10,4%) — no amnemo C282Y, 4
(4,9 %, 95 % AU 1,4-12,2 %) — no amreno H63D.

Jlanee npou3BoaMIach OICHKA MOKa3aTese MeTa0oar3Ma kKene3a. belio BBISIBICHO, UTO
y TAalMeHTOB CO CJIOKHBIMH TE€TEPO3UTOTHBIMA M TOMO3UTOTHAMHU MYTAlMSIMH TOKa3aTelu
CBIBOPOTOYHOTO Kene3a u Kod(dummenta HachimeHus Tpancheppuna xenezom (HTXX) Obum
CTaTHUCTUYECKU 3HAYMMO BBIIIE, 4YeM y OOJbHBIX 0e3 MyTauuil. Takke y MarreHToB ¢ TOMO3H-
TOTHBIMH MYTAIIUSIMH JJOCTOBEPHO BBIIIC ObLT YPOBEHB CHIBOPOTOYHOTO (eppuTHHA (Tabmuma 1).

Tabnuna 1 — IMokazarenu meTabonu3ma xkenesa y nanueHToB ¢ XKIT

ITauneHThl IIpoctsie Komnaynaeie
N T'omo3urotrs!
Iloka3zareins 0e3 MyTauuil | TeTepO3UTOTHI TeTePO3UTOThI
Me Me Me Me
ChIBOPOTOYHOE KENE30, MKMOITB/IT 19,5 213 299 5>
P : : p=0.29 p=0,043 p =0,008
136,3 118,7 500
@eppuTuH, MK/ 143,2 p=0,9 p=0,46 p=0,004
2,7 2,2 23
Tpaucdeppu, r/1 2,6 p=0,306 p = 0,086 p=0,36
333 52,3 62,2
o > > >
HTXK, % 29,4 p=0,341 p=0,016 p = 0,009

Ilpumeuanue. p yxa3aHo B cpaBHEeHUH ¢ 1 rpynmnoit

Onnako Hambonee 3HaYMMbIMU MyTauusMu B ¢opmupoBanun CIDK u passutum HI'
CUMTAIOTCA KOMIIAyHJHBIE T€T€PO3UrOoThl M romMos3urorsl no amwiemto C282Y [3]. beuia
IPOBEACHA OICHKA 3HAYMMOCTH OCHOBHBIX IIOKaszaTeleld Merabonmu3ma oKenesa i
JIMAarHOCTUKHU JaHHbIX MyTanuid. Ha pucynke 1 npeacrasien ROC aHanu3 quarHocTH4eckoi
3HAYMMOCTHU MHJEKca HachlllleHus TpaHncdeppuna xkenesom (HTXK).
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Pucynok 1 — ROC-ananu3 nuarnocruyeckoii 3naunmoctn HTK
B IHArHOCTHKE KOMIAYAHBIX rerepo3urot u C282Y romo3uror

IIK mns HTXK cocraBuna 0,893 + 0,082 (95 % AU 0,793-0,956, p = 0,0001). Ilpu
Touke pasnencHus 44,9 uyBCcTBUTENBHOCTh cocTaBmia 85,7 %, crnenuduanocts 88,1 %,
OIIIIP cocraBuio 7,22, OIIOP — 0,16. Heckonbko MEHBIIYI0 3HAYUMOCTh MMEN YPOBEHb
ceiBopoTouHoro xenesa. [TI1K: 0,852 + 0,093 (95 % AU 0,754-0,922, p = 0,0001), nmpu Touke
pasnenenus 32,5 dyBCTBUTENBHOCTh cocraBuna 71,4 %, cnemuduanocts 90,3 %, OIIIIP
cocrasuio 7,35, OITIOP — 0,32.

3aknrouenue

[IpoBenenHoe uccnenoBaHUE TMOKaszano, 4To y nanueHtoB ¢ XKI' ¢ xoMmayHIHBIMU
TeTePO3UTOTHBIMH U TOMO3UTOTHBIMH MYTalMSIMM TIOKa3aTeldu MeTabonu3ma jkene3a ObLIn
CTaTUCTUYECKU 3HAYMMO BhINIE (B CPaBHEHUU C MallMeHTaMu 0e3 MyTarwii). B nuarnoctuke
HanOoJee 3HAYMMBIX MyTalui (CioKHBIE reTepo3uroTbl M1 C282Y romo3urorsl) Haunbonee
BBICOKYIO JIMarHOCTHUYECKYIO0 3HaYMMOCTh nokazan HTXK — mpu touke pasaenenus 44,9 %
YyBCTBHUTEIBHOCTH cocTaBmia 85,7 %, cneunpuyanocts 88,1 % (IIIK: 0,893 + 0,082).
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Yupexaenue o0pazoBaHus
«l'oMeJIbCKUI roCyIapCTBEeHHBbIH MeIMIMHCKUI YHUBEPCUTET)
. ['omean, Peciyoninka benapych

Beeoenue

3KCHCpI/IM€HTaHBHOe HCCIICAOBAHUC, MPOBCACHHOC II0 COIIOCTABJIICHUIO HWCTUHHOIO
o0beMa JIOOHBIX Ta3yxX, OINPEACIICHHOTO IO HX CJIETKaM, C O0OBEMOM TEX K€ Ta3yx,
BBIYUCIICHHBIM 110 I_[I/I(l)pOBBIM napamMeTpam TOMOI'paMM, BBIABUIIO IIOJIHOC COBIIAACHHUC
BBILICTIPUBEACHHBIX Moka3zatened [3]. B HacTosimiee Bpemss uMeETCs BO3MOXKHOCTh
MMPUKU3HCHHOI'O HM3YYCHHA CTPOCHHUSA OKOJIOHOCOBBIX TIIa3yX II0 JaHHBIM MAarHuTHO-
pe3oddHon@R TRIMPEPAQUHARYCAaHHBIX OTCUECTBEHHBIMH M 3apyOCKHBIMH aBTOPAMH, IOCBS-
HICHbI U3YUYCHUIO CTPOCHUS, PA3BUTUA U U3MCHUYMUBOCTU HOGHLIX nasyx ajd qUAarHoCTUKH U
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