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AnHOoTanusi. HacnegcTBeHHBIN IeMOXPOMAaTO3 IIPeACcTaBiIsieT coO00 ayTOCOMHO-PEIeCCUBHOE
3aboieBaHMe, BO3HUKAIOIIEE B pe3ysibTaTe MyTaluu 0ejika remMoxpomaTosa (HFE [mHKeHepus
yesoBedeckoro ¢akTopal). HesicHo, Kak uMeHHO MyTupoBasmias dopma HFE npuBoguT K
COCTOSIHMIO IIeperpy3Ku xkejne3oM. OgHa U3 TeOpUU COCTOUT B TOM, 4TO MyTaHTHEIM HFE nmeet
n3MeHeHUe KOHDOPMAaIlUK B CBOEHM CTPYKTYpPe, KOTOPOe MPEeNATCTBYeT IPOHUKHOBEHUIO pelleliTopa
TpaHcdeppurHa B renatonuT. TakuM 06pa3oM, PeLenTop OCTAaeTCsA aKTUBHBIM M IPOMIOIKaeT
CBSI3BIBATHCS C IBYKEJIE3UCTHIM TpaHCHEPPUHOM U BEICBOOOXKIATh JKeJIe30, UTO IPUBOAUT K
ImeperpysKe xkKejae3oM
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X0Ts maHHBIEe MHOTOYMCIIEHHEIX UCCJIEOBaHUN IOKa3bIBAIOT, YTO reHeTudeckue mytanuu HFE
pacnpocTpaHeHs], 4acToTa GEeHOTUNINYECKOU SKCIIPECCUU U, CIIef0BaTEIbHO, KITNHUYECKUE
IIOCJIefCTBUS MyTaluu ocralTcs HesicHEIMU. Olynyk et al uzyuunu 3011 HeponcTBeHHEIX 0CO0Oel B
ABcTpanuu u nokasany, 4To 16 u3 HUX ObUIM I'OMO3UTOTHEIME 110 MyTanuu C282Y. Y3 16 romo3uror
y 8 OBUIM KIIMHWYECKUe IPU3HaKU UM CUMIITOMEI, CBI3aHHBEIE C T€MOXPOMAaTO30M, YTO
IIpefIoaraeT NeHeTPauTHOCTh 50%. [ 1!

B meTaaHanu3e maHHBIX 7/ UCCII€OOBaHUU KIIMHNYECKUE IPOSBIEHUA NpUCcyTCcTBOBanu y 50%
MYyXKYUH U 44% XKEeHIINH, TOMO3UTOTHHIX 10 MyTaiuu HFE . DTOT BEICOKHN YPOBEHb YaCTOTHI OBII
nonTBepxkaeH Bulaj et al., koTopeie omy6IMKOBaIM OTYETHl, YKA3kIBAIOWIME HA TO, YTO 52% MyXKUYMH
crapire 52 neT u 16% xeHuH ctapitue 50 1eT C TOMO3UTOTHLIM T'€HOTUIIOM MMEJIH 110 KpauHeun
Mepe OJIHO «COCTOsIHUE, CBsI3aHHOe ¢ 60Jie3HbI0». OCHOBEIBASICh Ha 3TUX U APYTUX OaHHBIX, Neiderau
u Strohmeyer npuiiu K BEIBOAY, YTO TeHETUYECKUM reMOoXpoMaTo3 SABJISETCS OOHOM u3 Haubosee
JaCTHIX BPOXKIEHHHIX OIIH60K MeTabonu3ma. [ 2!

Opnako BelTnep u Ap. OIPOBEPTaIOT YTBEPXKIAEHUE 0 TOM, YTO T€MOXPOMATO3 SIBIISIETCS
pacmpocTpaHeHHBIM 3a00JIeBaHMEM, OTMeYasi, YTO «BCE MCCIIeNOBaHUS TeHETPAHTHOCTH
TeMoxXpoMaTo3a UMENIH OOUH OOIIUI HeJOCTAaTOK; O PACIPOCTPAHEHHOCTH Pe3yJIbTaTOB, CBI3aHHBIX C
reMOXpOMaTO30M, He COOBIIAIoCh B COOTBETCTBYIOMIMX KOHTPOJIBLHHIX IPymIIax». | ° 1 Beutler
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coob1raeT 06 ucciaegoBanuy, B KOTopoM 41 038 4enoBeK, MOCEMIABIINX KIIMHUKY OLIEHKH 3[00POBBS,
yIpaBIsgeMylo IIJIaHOM MeOUIMHCKOTo cTpaxoBaHus Kaiser-Permanente San Diego, mpominu
reHotunupoBanwue 1o jokycy HFE . CpaBHeHus Obu cuenansl Mexmy 152 romosuroramu C282Y u
9THUYECKU coBnapmawmmumu cyobekramu ¢ HFE gqukoro tuma .

OneHKa roMO3UTr0T C IIOMOIIBIO 1ab0paTOPHBIX TECTOB, a TaKXkKe aHaMHe3a U GU3n4ecKoro
COCTOSIHUS IIpUBeJia K BEIBOLY, YTO CyOBEeKTUBHBIE CUMIITOMBI I'eMOXpPOMaTo3a BCTPedaInuch y
roMO3uUroTHEIX MyTaHTOB HFE He yallle, 4yeM y KOHTPOJILHOU I'PYIIIIEL TOTO 2Ke Bo3pacTa U II07a,
romo3uroTHoi 1o annensMm HFE pukoro tuna. Tonbko y 1 u3 152 cyObeKTOB OBIIN MHOXKECTBEHHEIE
CTUTMBI KJTAaCCUYECKOT0 KIIMHUYECKOT0 reMoXpoMaTo3a. ITO UCCIIEfOBaHUE OIleHUBaeT
TIeHeTPaHTHOCTh MyTalllH, flazke [JIs TOMO3HUTOT, MeHee 1%. [ *]

BreIBOM, coemaHHBIN BIOTIEPOM U ApP., CTall OCHOBOM [IJIg CePhe3HBIX Me6aToOB; YYaCTHUKY OUCKYCCHUU
YKa3bIBAIOT Ha OTCYTCTBHE OUOICHUH MMeYeHHU, MOATBePKIAIONINX OTUarH03, Pa3IuYHbIe OlTpeaesIeHusI
MMeHEeTPAHTHOCTH U BBICOKYIO YaCTOTY CUMIITOMOB B KOHTPOJIbHOM HOMyAsSIuu. Bo3aMokHO, Haubonee
IIpuMeYaTeIbHO TO, YTO IIJIaH 34PaBOOXPaHEHUs paHee UHUIIMUPOBAJ IIPOrPaMMy CKPUHUHTa
reMoxXpoMaTo3a, TeM CaMEIM MCKIII0Yasi 4eTBepPTh roMo3urotr C282Y, mOCKOJIBKY Y HUX OBIIT
IpeapaylIui OuarHo3 HacJIeICTBEHHOT0 TeMoxXpomMaTo3a.

Anmnen u ero xKomnsjeru B Tedenue 12 net Habmiomanu 3a 31 192 aBcTpanuiiliaMmu, y4acTBOBaABIIUMU B
Mens0ypHCKOM COBMECTHOM KOTOPTHOM HcciiefnoBaHuu. Y3 aToi BeiOopku 203 yesioBeKa ObIIN
romo3uroTHeiMu o myTauuu C282Y HFE , unu 1 ciygait Ha 146 uesnoBek. B o61melt cioxuHocTH 28%
MyKYuH 1 1,2% KEHIIIUH COOTBETCTBOBAIN KPUTEPUIM IMEePETPY3KH KejIe30M, OCHOBAaHHBEIM Ha
s1a6opaTOPHBIX pe3yIbTaTax CHIBOPOTKU UJIM APYTUX KJIMHUYECKUX NPosiBIeHusAX. CeMHaauaTs u3 40
MMaIMeHTOB, Y KOTOPHIX OBLIM ITOKa3aHUA K OMOIICUY TTeYeHHU, BEIIIOTHUIIN OUOIICHUIO; Y BcexX 17 Oblmu
IIPU3HAKU IIePEerpy3KHU Kejie3oM, y 12 — nuppo3s unn Gpubpos nedeHr. ABTOPH IPUIIUIN K BEIBOIY,
4TO 3a00IeBaHNe, CBI3aHHOE C MEPETPYy3KO0H Kene30M, OOBIYHO Pa3BUBAETCS Y MYKYWH,
r0M03Hr0T[H51>]1x o myTtanuu C282Y, oco6eHHO TIPU HATUYUH J1ab0PaTOPHBIX IPU3HAKOB MEPETPY3KHU
2KeJIe30M.

B uccnepoBanuu EBponeiickoil accoumanuu o uldydenuto nedernu (EASL) pacnpocTpaHeHHOCTH
romo3uroTHocTu C282Y y KIMHUYECKU ITPU3HAHHBIX TUI] C IEePerpy3Kou xkKeje3oM (MeTaaHanus 32
uccnenoBaHuyl ¢ yuactueM 2802 maumeHTOB C TeMOXPOMAaTO30M €BPOIIENCKOr0 IIPOUCXOKIEHUS)
ORI ITPOBEIEH aHaIU3 00beIUHEHHEBIX MaHHBIX moKa3anu, 94To 80,6% (2260 13 2802) 60IbHBIX
TeMOXpPOMaTO30M OBLIN I'OMO3UTOTHEIME 110 ITonuMopodusmy C282Y B rene HFE. KomnayHnHas
reTepo3uroTHOCTh Mo C282Y u H63D obuapyxkeHa y 5,3% 60JpHBIX reMoxpoMaTo3oMm (114 u3 2117).
B KOHTPOJIBLHBIX TPYIIIIAX, O KOTOPBIX coobImanock B 21 u3 32 ncciemoBaHui, YacToTa
romo3urotTHocTu 1mo C282Y cocrtaBumna 0,6% (30 u3 4913 KOHTPOIBHBEIX 0C00ei), a KOMIIayHOHAS
TeTEePO3UTOTHOCTD IIpUcyTcTBoOBana y 1,3% (43 u3 3190 KOHTPOJILHOMU ITOITYISIINNU).

Cormacuo EASL, meHeTpaHTHOCTH 3a00JIeBaHUSA Ha OCHOBAaHUK CUMIITOMOB (HaIpuMep,
YTOMJIIEMOCTH, apTPaJiTii) TPYOHO OLIEHUTH U3-3a HeclellndruyeckKoro xapakTepa U BHICOKOMU
YaCTOTHl TAaKUX CUMIITOMOB B KOHTPOJILHBIX MOy AAnusAX. OHM 0TMeYaloT, YTO TOMO3UroTsl C282Y,
BBHISIBJIEHHBIE BO BpeMs CEMENHOT0 CKPUHUHTA, UMeIOT 60j1ee BLICOKUY PUCK MTPOSIBIIEHUS
3abomeBanus (32-35%) 1o cpaBHEeHUIO ¢ Tomo3uroraMu C282Y, BEISIBIEHHBIMU B X0
MONYJISAIIMOHHEIX UCCIIemoBaHuU (27-29%). OHM cChUIAIOTCSA Ha OaHHBIE, CBUAETENIbCTBYIOIINE O TOM,
4TO 10 38-50% romo3uror C282Y MOTryT uMeTh ITeperpy3ky xkene3oM, a y 10-33% B KOHEYHOM UTOTe
pa3BuBaeTcs 3aboJieBaHUe, CBI3aHHOE C TeMOXPOMaTo30M. BrI10 00HApYKEHO, YTO JOJIS TOMO3UTOT
C282Y c 3a6omeBanreM, CBSI3aHHBIM C IIEPETPY3KOH KeJIe30M, y MyKYHH 3HAUUTEIbHO BHIIIE, YEM Y
xKeHIMUH (28% npoTtus 1%). [6]

[IpoTuBOpeYrEe OTHOCUTEILHO UCTUHHOM ITIEeHETPAHTHOCTH T€MOXPOMAaTO3a UMeeT 3HaUeHue OJIs
MOTYISIMOHHOTO CKPUHWHTA Ha 3T0 3aboneBanue. Ecny yacToTa MyTalvil ¥ TEHETPAHTHOCTD
3ab0sieBaHMsT Y MyTHUPOBABIIKUX MAIMEHTOB HU3KM, KaK mpenmonaraioT Buetler et al., To
KpymHOMacITabHbIE TPOTPAaMMbl CKDUHUHTA MOTYT 0Ka3aThCsl HeompaBaaHHbIMu. OOHAKO, €CITH
3a06071eBaeMOCTh U TTIEHETPAHTHOCTh TaK BBICOKHU, KaK MOCTYJIUPYIOT OPYTHe, CKPUHUHT HAaCEeTeHUS
OymeT 06s3aTeIbHBIM, IIOCKOJIBKY paHHee 3abosieBaHre 3(Pp(PEeKTUBHO TeUYUTCSA KPOBOIIyCKaHUEM, a y
HeJIeYeHbIX TOMO3UTOT MOTYT PAa3BUTHCS Cephe3HbIe MTOCIeACTBUs. K coxkKaleHuo, o TexX Mop, IoKa
Oymylure UCCIeNOBaHUs He IPOSCHIT UCTUHHYIO ITIEHEeTPAaHTHOCTDL O0JIE3HHU, 3TOT BOIPOC OCTAETCS B
3HQUUTEJIbHOH CTEelleHU HepeleHHBM. )



PekomeHpamuu

Y nmanueHTOB C KJIMHUYECKUM I'eMOXPOMaTO30M HacChIIIeHre TpaHcheppruHa BHIIIEe, YeM YV 300POBBIX
JIIOOEeH, M 0CTaeTCsT Haubojiee YyBCTBUTEILHBIM U 9KOHOMHUYECKU 3(PHEKTUBHBIM HaYaIbHBIM
CKPUHUHTOBEIM TeCTOM. YpoBeHb BhIIIe 60% y Myxk4uuH unu oT 45% no 50% y KeHIUH OOJIKeH
OBITH IIOBTOPEH M, €CIIU BCE €ellle He COOTBETCTBYET HOPMe, CllefyeT IIPOBECTU JallbHelIlee
HCCIIeOBaHue.

MonekynsapHoe rerotunupoBanue jgokyca HFE cienyeTr paccMOTpeTs, €Ciiu UarHo3 0CTaeTcCs
COMHUTEJIBHBIM I10CJI€ UCKIIIOYEHHU A BTOPUYHLBIX IIPUYUH II€PETrPY3KU 2KEJIe30M UJIN €CJIN OBIIIU
BBISIBJIEHEI YJIEHBEI CEMBU N3 I'PDYIIIIEI DUCKaA. I/ICTOpI/I‘-IeCKI/I OumoICUs medyeHu Obljia 30JI0THIM
CTaHAApPTOM [JIs IIOATBEPXKIOEHUS IUarHo3a reMoxpoMarTosa, HO celdac, Korga FeHOTUIINPOBaHue
CTaJIO MOCTYIIHBIM, OHA IIPOBOJUTCS pexe. !

HecmoTpsi Ha pa3HOTIACUS 110 ITOBOAY ITIEHETPAHTHOCTH, KpPaiiHe BaKHO, YTOOBI MAITUEHTH U3
TPYIIIBI PUCKA ObUIM OUATHOCTUPOBAHHI Ha PaHHEH cTamuu, 4TOOB n30exKaTh OCI0KHEHUH CO
CTOPOHBI OPTAHOB-MUIIIEHEH. Y 9TUX MAIMEHTOB pPellalollee 3HaUeHNe UMeeT OBICTPOe U
arpecCUBHOE JIeYEeHUE, U OKHUAaeMasi TPOOOJIKUTETbHOCTb KU3HU MOXKET OBITh HOPMAaJIbHOU, €CITN
(breboToMus HayaTa Ha paHHel cTaguu 3abosieBanus. ®neb6oTOMUS HANIPAMYIO CHUXKAET
comepikaHue KeJjle3a B CHIBOPOTKE 3a CYET CHUXKEHUS YPOBHS reMOrjio0MHa U 3aMelleHUs
HCTOIIEHHOI'0 IIUPKYJINPYIOIIETO kKeJjle3a B CEIBOPOTKE ITyTeM MOOMIM3alliy 3allacoB JKeJjle3a U3
TKaHeu.
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