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Beseoenue

[TaTonorus meveHu SIBISIETCS ONHOW W3 BEAYLIMX MPOOJIEM COBPEMEHHOW MEIUIIUHBI.
HcTrHHYI0 pacnpoCcTpaHeHHOCTh XpoHuuyecknx auddy3Hbix 3aboneBanuii nmeuenu (X/[311)
TPYZHO OLIEHUTH H3-3a YACTO CTEPTOI0, MAJIOCUMIITOMHOI'O TEYEHUS TPOILIECCA, TEM HE MEHEE,
3aKaHYMBAIOIIETOCs HEPEAKO IIUPPO30OM MeueHU — 3a00JIeBaHUEM KpaliHe TSKeJbIM U MaJjlo-
KypabenbHbIM. B HacTosimee Bpemst cymiecTBeHHasi poib B atuonoruu X311 nmpunaercs o6-
MEHHBIM HapyLICHHUSIM, B TOM YHCJI€ T€HETUUYECKH JI€TePMHUHHPOBAHHBIM, BBI3BIBAIOIIMM Ha-
pyiieHue oOMeHa HEeKOTOPBIX MUKPO3JieMeHTOB. OJTHUM U3 TaKuX 3a00JeBaHUM SBISIETCS Ha-
CJIEZICTBEHHBIN TEMOXpOMAaTO3, pa3BUBaroluiics B pedyiabrare myTtanuidi C282Y u H63D B re-
He HFE. PacnpocTpaHEeHHOCTh 3THUX T'€HETHMYECKUX HApYLICHUH B IMOIYJSALUU JOCTATOYHO
mupoka [1]. [lanHble MyTaluyu MOTYT BBI3bIBATh YPE3MEPHOE HAKOIUICHHUE JKeJle3a B OpraHu3-
M€ U OTJIOXKCHHE €r0 BO BHYTPEHHHUX OpraHax, YTO MPUBOAMUT K HAPYLICHUIO UX (DYHKIIUU.
[Ipu 5TOM M3 BCeX OPraHOB HanOOJIEEe YacTO MOpa)kaeTcs eYeHsb [2].

BaxxHoe 3HaveHue MMeeT paHHsS TUArHOCTHUKA MOTO0HBIX HapyieHuid. OTHaKO TeHeTHde-
CKHE HCCIIEZIOBAaHUSI — JIOCTATOYHO JOPOTOCTOALINM MeToa oOcienoBaHus. B cBs3u ¢ 3TuM,
1esIeco00pa3Hoil MpeacTaBiIseTcs OleHKa HauboJsiee JOCTYIHBIX MOKa3aTeslel, OTpaskaroIinx
MeTabOoIM3M Keje3a B OpraHu3Me — yPOBHU CHIBOPOTOYHOTO skene3a (CXK) u chIBOpoTOYHOTO
depputnna (CD). Onpenenenne 3TUX MOKa3aTeleld CPaBHUTEIHHO JEIIEBO U MOXKET OBIThH
BBITIOJTHEHO B J1a00paTOpUH JH000T0 JIeueOHO-MPOPUIAKTUIECKOTO YIPEIKICHUSI.

Henwv uccneoosanusn

Onenutsb ypoBHH CXK 1 CD y 605bHBIX XpoHHYEeCKUMU renatutamu (XI') ¢ pa3muaHbpIMU
myTtaiusivu B reHe HFE, a taxxke oueHuTs o011yio pacnpoctpaneHHOCTh MyTauuii C282Y u
H63D cpenu nanuenToB ¢ XI'.

Mamepuanvt u memoowt

B xone uccnenoBanus 6p110 00CiIe10BaHO 95 MAIMEHTOB ¢ XPOHUYECKUMU TEIIaTUTAMH.
OO6cnenoBanue MPOBOAMIOCH Ha 0a3e yupexIeHHs 3apaBooxpaHeHMs «PecmyOnnkaHcKuii
HAYYHO-TIPAKTUYECKHUI LIEHTP paAuallMOHHOW MEIUIIMHBI U 3KOJIOTUH ueioBeka». B mabopa-
TOPHOE HCCIIeZIOBaHUE ObUIO BKIIOYEHO OIPEJICIEHUE MapKEepPOB BUPYCHBIX I'elIaTUTOB, a MPH
UX HAJIMYUH B KPOBH MAI[MEHTOB — MOJATBEPKICHHE BUPYCHOM MPUPO/IbI 3a001€BaHUS METO-
oM nonumepasHoi nenHoit peakuuu (ITLP). lnarnoctuka mytaumii C282Y u H63D B rene
HFE npoBoamnacek Ha 0asze 1eHTpaIbHONW HAYyYHO-HCCIICIOBATENBCKOM JabopaTopun I"'omes-



CKOT0 TOCYJIapCTBEHHOI'O MEIUIIMHCKOTro yHuBepcutera c nomoiubto [P ananuszatopa
Rotor-Gene 3000. B xauecTBe maTtepuana ajsi uccienoBanus ucnoib3oBanack JIHK, Bwine-
JIEHHAs U3 1IeJIbHON KPOBU MalUEHTOB.

[TonydyeHHble pe3yabTaThl 00padaThbIBaINCh CTATUCTUYECKUMU METOAAMU C HMOMOIIbIO
nporpamMm «Microsoft Excel» u «Statistica» 6.0. CpaBHeHHe NaHHBIX B HE3aBUCUMBIX I'PYyII-
1ax MPOBOAWIOCH C ITOMOIIBIO KpuTepyss MaHHa- Y UTHH.

Pe3ynomamul u 06cysymcoenue

[Tpu reHOTUIMPOBAHUY NAIMEHTOB LI BBIsIBICHUsT MyTanuii B rene HFE Opun moiyde-
HbI CIIEAYIOLINE Pe3yIbTaThl (PUCYHOK 1).

Hopma (61%)
0 Metepo3urorel (28,4%)
KomnayHa rerepo3uroTol

(4,2%)

Tomo3uroTel (6,3%)

Pucynok 1 — I'eHoTMnH4YecKkasi CTPYKTYpa 00c1eI0BAHHBIX 00JIbHBIX

Taxum o6pazom, y 58 (61 %) GonpHBIX XI' ycTaHOBJIEH HOpMaJbHbIM reHotuil. ['erepo-
3UroThle MyTalluX ObUTH BBISBIIEHBI y 27 MalMEHTOB, U3 KOTOPbIX 23 (24,2 %) OblIM HOCHUTE-
asmu MyTtauun no amwtemo H63D, 4 (4,2 %) — C282Y. CnoxkHble TI€T€pO3UTOTHI
C282Y/H63D oGnapyxensl y 4 (4,2 %) 601pHBIX. [ OMO3UTOTHBIX MyTaluil ObLJIO BBISIBICHO
6, u3 Hux 2 (2,1 %) — mo anmnemo C282Y, 4 (4,2 %) — H63D.

Jlanee B 3aBUCHMOCTH OT HAJIM4MsI MyTallMi BCe MAIlMEHThI OBbLIN pa3esieHbl Ha 4 TpyIi-
nbl. 1 rpynna — manueHTsl 6e3 MyTauui, 2 rpymnmna — npoctbie rerepo3urotsl (C282Y/N u
H63D/N), 3 rpynma — xommnaysz rerepo3urotsl (C282Y/H63D), 4 rpynmna — romMo3uroThl
(C282Y/C282Y nu H63D/H63D).

3areM BceM OOJBHBIM MPOBOAMIIOCH OMpPENEICHUE YPOBHEH OOIIEro »eye3a CHIBOPOTKU
KPOBH U CHIBOPOTOUHOTO (epputuHa. [lonmydeHnble nanHbIe MpeacTaBiIeHbl B Tabmuie 1.

Tabmuna 1 — IlokazaTenu metabonusma xese3a y naqueHToB ¢ XI

1 rpynmna 2 rpynmna 3 rpynmna 4 rpynmna
Hoxazaren (n=58) (n=27) (n=4) (n=6)
CBIBOPOTOYHOE JKEJIEe30, MKMOJIB/JI 20,5+ 1,18 21,4+1,95 31,4+5,5 30£3,5
ChIBOpOTOYHBIH (heppUTHH, MK/ 181 £22 171 £33 134 £ 31 508 +£135

AHam3Upysi JaHHBIE, TIPEJICTARICHHBIC B TAONHIIE 1, CIIEIyeT CKa3arh, YTo y MAIMEHTOB 1 1 2 TPyTIIbI
CpeJlHue YPOBHHU kene3a U peppuTHHa He MMENH CyIlecTBeHHbIX pasmuunid (p = 0,37 u p = 0,2 co-
OTBETCTBEHHO). [Ipum 3TOM OTAENbHBIE NpEBBINIEHNUS HOpMaibHbIX Nokaszarened CXK u CP
UMEJIM MECTO B 00€UX IpyMIax, 4To HepeaAKo Bo3HUKaeT y 6osbHbIX XI'. CienoBaTenbHO, Mpo-
CTbIE T€TEPO3UTOTHBIE MyTALIH HE OKa3bIBAJIM CYILIECTBEHHOI'O BIMSHUS HA OOMEH JKeJe3a.

VY GonbHbIX XI', SBISAIOMIMXCS HOCUTENSIMH KOMIAyHJ I'€T€pPO3UTOoT, CPEAHUNH YPOBEHb
CX 6p11 moctoBepHO BhINIE, yeM B 1 u 2 rpynmax (p = 0,026). 3aech cinenyer OTMETUTbD, YTO
B 3 rpynne Obu1o 3 sxeHIMH U 1 MyxuuHa. COrjlacHO JaHHBIM JIMTEPATypPbl, FEMOXPOMATO3 Y
JKEHILIMH BCTPEUYAECTCS PEXKE, UTO CBSI3aHO C CHCTEMAaTH4ECKOW KPOBOIIOTEPEN BO BPEMSI MEH-
cTpyauuii. Tem He MeHee, MpeBbllIeHHe HOpManbHOro ypoBHs C)XK ObUIO BBISBICHO y 2-X
skeHuH (66,7 %), 4TO TOBOPUT O CYIIECTBEHHON POJIH CJIIOKHOM reTepO3UTOTHON MyTaIlllK B
(dopMHpOBaHUHU TeMOXpomaTo3a. Y manueHTa Myxckoro nojia ypoBHu CXK u CO ocraBanuck



B IIpeJiesiax HOPMBI, YTO OOBSICHIETCS MOJIOJIBIM Bo3pacToM (20 JeT), HOCKOJIbKY TeMOXpoMa-
T03 00BIYHO pa3zBuBaercs nocie 40 et [3].

B 4 rpynne 6buUl0 OTMEYEHO CTAaTMCTUYECKU 3HAUYMMOE YBEJIWYEHHE CPEIHUX YPOBHEH
CXu CD (p=0,0093 u p =0,0045 coorBercTBeHHO). Bricokue ypoBau CO n CXK y nauu-
€HTOB 3TUX IPYMII IO CYTH ONPEJEIIAI0T TeMOXpOMaTo3 Kak aTuosiornyeckuit paxrop XI'.

[Tpu obcrienoBaHNM MAIMIEHTOB HA HAJIMYHE BUPYCOB TEMAaTHTOB OBLIO BBISBICHO CIETYIO-
mee. Mapkepbl BUPYCHBIX TelaTUTOB ObUTH 0OHapy»keHbl Y 16 (27,6 %) malueHToB rpymnmsl, U B
4 cnyyasx (14,8 %) Bo 2 rpynmne. B 3 u 4 rpynnax Mapkepbl He BBISBISLIMCH. Bo Bcem Mupe Bu-
PYCBI T€NaTUTOB MPU3HAIOTCS Kak Beaylias npuurHa XI', ¥ 0TCyTCTBHE BUPYCHOW 3THOJIOTHH 3a-
OoneBanus B 3 u 4 rpynmnax roBoput o ToM, 4ro myTtauus rena HFE, sBnssce ocHOBHOW mpUyH-
HoU pa3Buths XI' B JaHHOM KOropTe, BHOCHUT CyILECTBEHHbIN BKIa B passurue X /(311

3akniwouenue

VY4uThiBas BBICOKYIO pacrpocTpaHeHHOCTh MyTaiuii B rene HFE cpean 6onbhbix ¢ XTI,
MO’KHO CJI€JIaTh BBIBOJ O 3HAUMMOM pPOJIM IaHHOM '€HETUYECKOM MOJIOMKU B (POPMHUPOBAHUU
XPOHUYECKOM MATOJIOTUU NeUYeHHU. 11 CBOEBPEMEHHOM AUATHOCTUKH JTaHHOT'O COCTOSIHMSI pe-
koMeHoBaHo onpenenenue yposHeid CXK u C® Bcem 60abHbIM XI'. [Ipu npeBbilieHUn HOp-
MaJIHBIX 3THMU [TOKa3aTeIsIMH HOPMAaJIbHBIX YPOBHEH HEOOXOIUMO MPOBOIUTH T€HOTUITUPO-
BaHHE ISl AMATHOCTUKH HACIEACTBEHHOIO FEMOXpOMaTo3a.
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Beeoenue

[Tponanc mutpansHoro kinanana (IIMK) Bctpeuaercs B nomyssiuuu ¢ yactoroit 2,4—6 %.
[Tpu TIMK, kak npaBuiio, ¢ MUKCOMAaTO30M, B TeueHue rofa y 1-2 % manueHToB BO3HUKAIOT
YIpOXKAOILIUE JKU3HU COCTOSHUS B BHUJE (PUOPUIUIALUM >KEITyA0UYKOB, MUTPAIbHOM HEJO0CTa-
TOYHOCTH, HH()EKIIMOHHOTO 3HJIOKAP/INTA, HAPYUICHUSI PUTMa U MTPOBOJIUMOCTH, SMOOJIHH ap-
Tepuit OosbIIoro kpyra kpooooOparienus [1]. [lo nanHbIM 3x0kapauorpaduyeckoro uccie-
JIOBaHMsI MPU3HAKM MHKCOMATO3a MUTPAJIBHOTO KJalaHa OINpENessioT PEeIKO U, B CBSI3U C
9TUM, npenynpexaenue ocnoxxkHenuii IIMK Bei3piBaet TpynHoctu. [Ipukn3HeHHOE BBISIBIIE-
HUE MHUKCOMAaTo03a, COMOCTaBICHHE MOP(OIOrHUECKUX U yJIbTPa3ByKOBBIX MPU3HAKOB CTPYK-
TYPHBIX U3MEHEHUI KOMIIOHEHTOB MUTPAJIBHOIO KJIAIIAHHOTO KOMIUIEKCA U XapakTepa apuT-
MUU OTHOCHUTCS K aKTyaJbHbIM IIpoOJieMaM KapAHOJIOTHH.

Henwv uccneoosanusn

N3yuenne xapakrepa HapylleHUH pUTMa CepAla U AUArHOCTUKU MHUKCOMATO3a Y MY)KUUH,
onepupoBaHHbIX N0 ooy nepsuuHoro [IMK ¢ murpansHO# peryprurauueii > Il ctenenu.

Memoowt uccnedosanusn

PerpocniextuBHbI aHanu3 364 uctopuit 601e3HU MYyK4uH B Bo3pacte 18-50 mer, mpo-
onepupoBanHbix B PHIIL] «Kapaunonorus» ¢ mas 2005 rona nmo nexadps 2010 r. IIMK u mut-



