BOJIa — OTOHb, OTOHb — METAJIJI, METAJIJI YTHETAeT JACPEBO, T.€. B 3TUX B3aWMOOTHOIIECHUIX
K)XJIBIA U3 TISITH TIEPBOIJIIEMEHTOB SIBIISIETCSI OTHOBPEMEHHO M YTHETAEMBIM M YTHETAIOIINM;
HarpuMep, C OAHOM CTOPOHBI, IEPEBO YTHETAETCS METAIJIOM, a C APYroil — JepeBO yrHeTaeT
3emito. bes crumynupoBaHust He ObUTIO OBl Pa3BUTHSA, @ Pa3BUTHE M POCT Oe3 OrpaHHYCHHS
MOTII OBbI OKa3aThbCs BPEIOHOCHBIMH. TakuM 00pa3oM, CTUMYISIIUS OTPaHUYUBACTCS YTHETe-
HUEM, a YTHETEHHE BOCIIOJIHACTCS CTUMYISALHMEH, T. €. Onaromapsi 3TUM BO3JEHCTBUSM IOJ-
Jep>KUBaeTCsl HeoOxomuMoe ((pU3HOIOTHYeCKOe) paBHOBECHE, 00eCTIeunBaloIIee HOpMaJIbHOE
pa3BUTHE IPEIMETOB U siBJIeHUH (TapMoHUio) [3].

Buwieoo

Takum 00pa3oM, MOXHO YBHIETh, YTO JaHHAS METOAWKA SBISACTCS JAPCBHEHLINM
METO/aM JIeUeHHUsl, OCHOBAaHHBIM Ha TAPMOHHH U PABHOBECHH TE€UCHMS >KU3HEHHOU >HEPTUH,
YTO COOTBETCTBYET (PHIOCO(CKUM B3IISAaM YUEHHUS Y-CHH M B TOXKE BpEeMs aKymnpeccypa
UCTIOJIb3yeT CUCTEMHBIN MOAXO B JICUEHUU U BOCIIPUHUMAET OpPraHU3M KakK €MHYIO CUCTEMY.
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AHAJIN3 TOKA3ATEJENA METABOJIN3MA KEJE3A M YITIEBOJHOT'O
OBMEHA Y BOJIBHBIX XPOHUYECKUMMU KPUIITOI'EHHBIMHU I'EITATUTAMU

N IUPPO3AMU INIEYEHU C MYTALUAMMU B 'EHE TEMOXPOMATO3A

Haasues U. B.

Yupexnenne o0pa3oBaHusA
«l'oMenbCcKUii rocyIapCcTBeHHbI MeIUIIMHCKUN YHUBEPCUTET
L. ['omenn, Pecniybinka benapyceb

Beeoenue

Xponuueckue 1uddysHsie 3aboneBanus mnedeHu (XJ3II) sBnsdrorcs akTyaabHON
npobseMoil COBpeMEHHOM MenuiuHbl. Hepenko mpakTHUecKue Bpaud CTaJIKUBAIOTCS C
OTCYTCTBUEM SIBHOH IPUYMHBI 3a00JI€BaHUs y MALMEHTA C IPU3HAKAMU MOPAXKCHUS NICUCHH, U
B 3TOM CJIy4ae BBICTaBJIETCS TMarHo3 XpoHUUeckoro kpunrorenHoro renaruta (XKI).

Asnsercs nokazaHHbIM TOT dakt, uto X311 sBistoTcst He3aBUCUMBIM (HaKTOPOM, yBEJIH-
YMBAIOLIMM PUCK Pa3BUTHUS HapyLIEHUH yIIIeBOAHOro oOMeHa. bbula mokazaHa Oonee BbICOKast
pactpoctpaneHHocTh CJl y manmentoB ¢ XJI3I1 B cpaBHenun ¢ momyssiiuonHou [1]. Eme
OITHUM JIOTIONTHUTENBHBIM (pakTopoMm pucka passutusi CIl SBISETCS CHHAPOM IMEPETpy3KH JKe-
nezom (CIDK) [2]. Jloka3aHHBIM 3THOJIOTHYECKUM (PAKTOPOM KaK MATOJIOTHH TEYCHH, TaK U
CITX siBisieTcss reMOXpOTOMaro3 — 3a00JI€BaHUE, XapaKTEepPU3yIOIIeecs MOBBIIICHHbIM BCa-
CBIBAHHEM JKeJle3a C MOCIEAYIOINUM €r0 OTIOKECHUEM B NapEHXUMATO3HBIX opraHax. Bpoxk-
JEHHBIN, WIM T€HETUYECKH JAETEPMUHUPOBAHHBIN I'€éMOXPOMAaTO3 BO3HHMKAET BCIEACTBHE MY-
taimu reHa HFE. B Hacrosiee Bpemst M13BECTHO S5 MyTalui, AETEPMUHUPYIOIIUX BO3ZHUKHO-
BEHHME HACIEICTBEHHOIO IeMOXpoMaro3a, HO Haubosiee paclpOCTPAHEHHBIMU SBJISIOTCS J1Ba
Bapuanta — C282Y u H63D [3]. ComtacHO AaHHBIM JUTEPATyphl, HAIMYHE MyTallUd B T€HE
HFE yxe yBennuunBaer puck pazsutus C/I. Kpome Toro, 66110 oka3aHo, 4TO HOpMaIu3anus
YPOBHEW CBIBOPOTOUHOTO (peppUTHHA W MHJIEKCA HACBHIICHUSA TpaHC(PEppPHHA y MAIEHTOB C
HACJIEJICTBEHHBIM F€MOXPOMATO30M, JOCTUTHYTasl IyTEM KPOBOIyCKaHWH, NMPUBOJAUT K YJIyd-
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HICHUIO TIOKa3aTelleil Meradoyin3mMa yriieBoJOB [4]. DTO JTOKa3bIBaET CYIIECTBEHHYIO POJb
CIIX B pa3BuUTHU U IPOTrpeECCUPOBAHUM HAPYILLIEHUS YIJIEBOJHOIO OOMEHa.

Takum o00pa3oM, AaHHbBIE JIUTEPATYypbl CBUAETEILCTBYIOT O HAIUYUU CBS3U MEXIY
myTanusamu B rene HFE u Hapymenusimu yriieBogHoro oomMena y nauueHTon ¢ X311

Iens

[TpoBecTH OIIEHKY TMOKa3aTeNel, XapakTepu3yIOUINX YIJICBOAHBIH 00MEH y MalUeHTOB C
XPOHUYECKUMHU KPUNTOINE€HHBIMM TE€MaTUTaMM W LHUPPO3aMU IMEYEHW B 3aBUCHMOCTH . OT
nokasareneii Mmerabonn3Ma xenesa u Hanuuus myrtanuii B rene HFE.

Mamepuanst u memoowvl uccieoo08anus

[TpoBeneno komruiekcHoe oOcnenoBanue 81 marmumenta ¢ XKI, nabmogasmmxcs B 'Y
«PecnyONMMKaHCKUI HAyYHO-TIPAKTUYCCKUA TEHTP PaJAUAIMOHHOM MEIUIIMHBI M OKOJIOTUN
yenoeka» (PHIILIPMulY). ['pyrmy 6onbubix LIT coctaBunm 35 narueHToB, HaNpaBlIeHHBIX Ha
koHcysbTanuioo B PHITIPMudOY unu npoxoauBmmx craipoHapHoe JiedeHue Y «loMenbckas
TOCYJapcTBEHHass KIMHUYECKass OoipHUIa Ne 3y». ['eHOTMNMpOBaHWE MAMEHTOB LIS
omnpenenenuss Mytaimii B reHe HFE mnpoBommwinoch Ha 0a3e  IEHTpaTbHOM HAydHO-
UCCIIEIOBATEeNIbCKOM  JabopaTopurt  ['OMENbCKOrOo  TOCYapCTBEHHOIO  MEIUIIMHCKOTO
yHuBepcutera. Ctatuctuueckas o0pabOTKa MOTyYEHHBIX B PE3yJIbTaTe MCCICAOBAaHHS JaHHBIX
NPOBOAMIACHE C WCIOJB30BAaHMEM TMakeTa TMPHUKIAJAHBIX mporpamm  «Statisticay 7.0 u
«MEPSGyxbfiamot ucciedosanusn u ux oocyyicoenue

Cpenu Bcex maruentoB ¢ XKI' caxapubiit auabet (2 tum) Obut BeisiBieH B 14 (17,3 %)
ciaydasix. Y BceX MAallMeHTOB OIpeleieHbl HaulOosiee BakKHbIE IOKa3aTelad MeTaboian3ma
&KeJle3a — YPOBHH CHIBOPOTOUHOTO jkejie3a u (epputuHa. Kpome Toro, OblI ompenesneH
k03¢ GUIIMEHT HachImeHus TpaHcheppuna xenezom (HTXK).

CpaBHUTENBHBIN aHANMHW3 TMOKaszaresneld oOMeHa xkeneza y maruentoB ¢ CJ u 6e3 CJ
npeacTaBiieH B Tabnuie 1.

Tabmuna | — CpaBHUTENBHBIN aHAIIN3 MMOKa3aTeNnel oOMeHa xene3a y nmanueHToB ¢ XKI°

[Tokazarens I'pynmna Me | Min | Max | QI Q3 | 95% a1 p
Comn. wenono. oy | awer o CIL_ 237 [ 102 | 4127[ 20,6 [ 277 [ 195333 |
' : TMamwentsi 6e3 CIL | 20,7 | 9,7 | 45,2 | 14,9 | 25,7 | 18,1224 |

IMamwentot ¢ CJl 244 | 117 | 1100 | 168 | 500 | 137-529

DeppHTHH, MK/ TTamenmo 603 CIL | 133 | 4 | 1200 | 74 | 201 | 92-160 | 002
Mauventoic L | 34,6 | 21,1 | 69,9 | 32,4 | 40.9 | 31,1 41,3

0 b bl 2 2 bl bl bl
HDK, % Tanmentoi 603 CIL | 30.9 | 9 | 85.7 | 23.9 | 42.9 | 26,2388 | =

Kak BuAHO W3 AaHHBIX, MPEICTaBICHHBIX B Tabmuie |, craTUCTHMYECKH 3HauYMMas
pa3HUIIa BBISIBICHA JUI YPOBHS CBIBOPOTOYHOTO (heppUTHHA.

l'unepdeppurunemus BoisiBieHa y 22 (27,2 %) mauueHToB, y ocTaibHbIX 59 (72,8 %)
6ompHBIX XKI' ypoBeHb (eppuTHHA oOCTaBajcsi B IMpenenax HOPMBL. Y TalUEHTOB C
runepdeppurunemueii CJI 6bp1 obHapyxkeH B 8 (57,1 %), ciaywyasx y DalUeHTOB C

HOpPMaJIbHBIM ypoBHEM (epputnHa pacnpoctpaHeHHocTh CII Obima Hmke — 6 (11,1 %)
ciy4yaeB, pasznudue Obuto cTaTUcTHYecku 3HaduMbIM (p = 0,017). OTHOIEHWE NIaHCOB
cocramwio 42 (95 % A 1,3-13,7, p = 0,016), cnegoBareiabHO, HaIUYUE

runiepdepputuHeMun yBenuunBaeT puck BoisiBieHus C/l y manuenToB ¢ XKI' B 4 pa3za.
VYpoBeHb CHIBOPOTOYHOM TJIFOKO3BI SIBJISETCS TOCTATOYHO BapHaOENbHBIM M 3aBHCHUT OT
pa3IUYHBIX (PAKTOPOB, YTO CHUXKAET €ro AMAarHOCTHUYECKYIO LIeHHOCTh. [lokasarenn merabo-
au3Ma xkese3a Oonee cTaOMIBHBI M HE MMEIOT BhIpaKEHHBIX KojeOaHuil. Hamu Oblia mpose-
JICHa CpaBHUTEJbHAA OIEHKA UArHOCTUYECKOM 3HAYMMOCTH IOKa3aTejed ChIBOPOTOYHOM
DJTIOKO3BI, Jkene3a, pepputinna u KHTXK ms Beisiaenus Cl ¢ momomnrsio ROC ananu3za. Bei-
SBJICHO, YTO HanboJee BHICOKYIO TUArHOCTUYECKYIO 3HAYMMOCTDH BIIOJIHE OXKHJAA€MO MOKa3all
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MMEHHO YPOBEHb CHIBOPOTOYHOM TTIOKO3BI (IIPH TOUKe paszaeneHus 6,0 4yBCTBUTEIBLHOCTD CO-
craBuia 92,3 %, cnenmupuanocts 88,5 %, MK — 0,94 + 0,05). 13 ocTanpHBIX TIOKa3aTeaeM
Haubosiee 3HAaYUMBIM OKa3aJiCsl YPOBEHb CHIBOPOTOYHOTO (peppUTHHA (TIPU TOUKE pa3ieleHUs
234 gyBCTBUTENBHOCTH paBHa 69,2 %, cieuuduanocts 77,6 %, INIIK — 0,791 + 0,083). Cra-
TUCTUYECKH 3HAYUMBIX Pa3MUYMid MEXIY JTUArHOCTUYECKOW 3HAUMMOCTBIO YPOBHEH CHIBOPO-
TOYHOM TIIIOKO3BI U depputuna He 6b110 (p = 0,198). [Ipu cpaBHenuu 11K mtoko36! ¢ 1py-
TUMH MOKa3aTeNIIMU — CBHIBOPOTOUHBIM kene3oM U HTXK — monydena crarucrtuyeckas 3Ha-
gyumocTh (p = 0,016 u 0,01 coorBeTcTBeHHO). [lomyUeHHbIE HJaHHBIE MO3BOJISIOT TOBOPUTH O
TOM, YTO HambOounbiell HHPOPMATUBHOCTHIO U3 MOKa3aTeleld MeTabonu3Ma xee3a B TUarHo-
CTHKE HapyILlIEHNI 0OMEHa yIJIEBO/IOB SBJISIETCSI CHIBOPOTOUHBIN (PEPPUTHH.

B pesynbprare mpoBeneHHOTO TeHOTHNHpoBaHHS mHanueHToB ¢ XKI' Obuin momyyeHsl
cnenyrommue pe3ynsrarel. Y 47 (58 %) narmuentoB 60mbHBIX XKI' yCcTaHOBIIEH HOPMaJTBHBII
renotun (N/N). IIpocTeie reTepo3urorbie MyTallil ObUIM BBISBICHBI y 23 MalUEHTOB, W3
koTopbIx 19 (23,5 %) Oblmu HOCUTEns MU MyTaruu o amento H63D, 4 (4,9 %) — C282Y.
Crnoxusle rerepo3urotsl C282Y/H63D o6Hapyxens! y 4 (4,9 %) 601bHBIX. [ OMO3UTOTHBIX
MyTanuil 0s110 BeIsIBIEHO 7, U3 HUX 3 (3,7 %, 95 % AU 0,8—-10,4 %) — mo amnemnto C282Y,
4 (4,9 %) — no annento H63D.

[To pesynsratam renotunupoBanust nmanueHTsl ¢ XKI' Obun pasneneHsl Ha 4 TPYIIIBL.
| rpynma — mnamueHTl 06e3 myTtammid (n = 47), 2 rpynna — TalueHThl C TPOCTHIMU
TeTepO3UTOTHBIMU MyTalsiMu (n = 23), 3 rpymnmna — NaiueHThl ¢ KOMIAyH/1 FeTepo3urotaMmu (n
= 4), 4 rpynnma — NalMEeHTbl ¢ TOMO3UTOTHBIMH MyTamusMu (n = 7). beu1 mposeneH
CpPaBHUTEJIBHBIM aHAJIN3 YPOBHEW TOIIAKOBOW CBHIBOPOTOYHOM TJIIOKO3BI OOCTIEIOBAHHBIX

nanyeHToB (Tabmauma 2).
Tabnuna 2 — YpoBeHb INIOKO3bI B CBIBOPOTKE KPOBU ManueHToB ¢ XKI'

YpoBeHb [IFOKO3bI (MMOJIB/JI) Me Min Max Ql Q3 p*

1 rpynma 53 3.4 15,4 4,7 5,6 —
2 rpymmna 5,6 4,9 9,1 54 6,3 0,014
3 rpymma 5,2 5,0 5,3 5,1 5,3 0,79
4 rpynmna 6,5 4,9 10,1 5,1 7,0 0,119

* B cpaBHeHnu B 1 Tpynmoit

B nenoM MOXHO OTMETUTH Oojiee BBICOKHE YPOBHM IJIIOKO3BbI B CBIBOPOTKE KPOBHU Yy
OoompHBIX ¢ MyTtanusiMu B reHe HFE, nmius mamueHTOB ¢ MpOCTBIMH T€TEPO3UTOTHBIMU
MyTalUsIMH pa3Hula Obuia ctatuctudecku 3HaunMoi (p = 0,014).

Hanee ObLIa MPOBEIEHA CPABHUTENIbHAS OLEHKA PACHPOCTPAHEHHOCTH CaxapHOIo
nualeTa y MaleHToB BCeX Pyl (pUCYHOK 1).

m MaumenTs ¢ G4

MaunenTo! Ges CO

Fewsoman MM

FeHoTun HE3D/MN 1 C282Y/N
Feloman C282Y/HE3D

TeHoTun C2A2Y/C2R2Y u HE3ID/HGID

Pucynok 1 — Pacnpocrpanennocts C/I y mannentoB ¢ XKI'

Takum o0Opazom, Hambosee BbICOKass pacnpoctpaneHHOCTs, CJ] Obuta BBISBICHA Y
NAalMEeHTOB € TOMO3UroTHbIMM MyTanusMmu B reHe HFE (B cpaBHeHum c mauueHTamu c
HOpMaJIbHBIM T€HOTHUIIOM pa3inydne ObLIO CTaTUCTUYECKU 3HaUUMBbIM, p = 0,017).
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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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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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